9. (3)-5 EREMHFHRUEFEMDOT A FT74 L DHE

BEESFREGMBRATS F54 >
Rk 27 FEREThR

JEA BRSNS E RS ERMEE B BURMILEE
ERMEBHERSIEDRGY AT LOWEE LB T A N7 A4 OVERIC T 2 BFFEHE
FERFZEE (FEENLEA

BARPESRSF BRI i 48 2
SR T R CGRAERZ KRR MRS 55 %)
L FmE CaFERRE HFELRS)

TRR 2T 48 (2015 4F) 12 A (80E)
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1) FEBEES
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1) RAEMEE
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1. #% & (F1)

SRIFERMERMIZ, BRICRE T 2BRREFROHBLZHHRETIBM TH Y | BIREIFEKIX
T Far R T~OHKORFERBRICL VR IND, SFRERMIT, BIMESZEREZ M
EVEBERFEARJEBERMDS)E L OV L 3 — AN LD RS S BB R
PESRIFERMERMIZ KB S5, EEESFREAMITENRER T, ~LEHRAL, S-ME
JIRAZ—FBEAELEICED, 2 hary RUTIZBITA28RENCEENE URIET 285
YR M TH D, 1945 G517 Cooley 73 X EEME/NERIEK AR N 4 B4 2 FHEMER MAE %2 s
L7-7%, 1946 4517 Rundles & Falls N> OFRA2 ST 2 FRAPE L2 LT, =0 X M
/NERMEAR B SR R M1 Rundles and Falls fERHE & 4 DT HALZ(1), 12 Z OB MITRMERIZ IS
T ANLERBROVIRERZETHDH—T I/ V7 Y VEEEREEE (4L4S2) OER|IZL P X &
PMESIFERMER I (XLSA) TH D Z EMBFEHA S N72(2), FIE, BmEMESZEERMERE M OFIK &
LTZD ALAS2 DEBRMNB b - L B ESMESNTWAEN, FOMIZHLEE—FHEs T2 F—5
Ko EiElic b 58S, Shar FY 7 DNAERGRT., Shary RYIT IV AR—F—E
BF. 2 b FU T (RNA BEEG TR EEROBBETOEENFEIN TS, K 1IZE
RBEHESSFEREREN & FORKEE T ERT, £E L, BRREBETFRRE SRV ERNE
FHFERMEAM G| BROEBFUSMIBRE L R 2 BEFRHFETHEZEL LN TN S,
BEMESFEEREE ML, REBETFOMEEDOSEEN S, BN « s SolE:s
WRELRODLHENEL, FHEAMOBEEELIEIETHD, £< DEGMSIFEHRMER
M CHEHBFEOBEERR L OO, XLSA O X 5 @220 - 16E e Shnid, otk
ENHIBTEDILONDZATHLEET HD, BRTIZHICL 2EECHNEECTH D,

® 1. BEEUEKFHREELOEEEET

BEERS Rk BEF ek

XLSA" XiEaK1s Xp11.21 ALAS2 EHZB6
XLSA/AY YGEEHTE Xg13.4 ABCB7

SAIGLRX5Y  #BEGHE 1493213 GLRXS ?
SA/SLC25A38% BMmGkEME  3p22.1 SLC25A38 ?
PMPS% SB%REE  mitochondria mitochondria —
TRMAS HRasgen 1423.3 SLC19A2 EHEB1
MLASAS® ELEHBE 1292433 PUST-YARS2  —
SIFD/ITRNT1" RRBE&SHHE 3p26.2 TRNT1 —

1) XESESFREEnD  2) EMRREHES XESTRTFREEN
3) GLRX5/SLC25A38ERIC K DHTFRIEEM 4) PearsonfEiReE
5) YA PEEAMEFRFRENEND 6) T RIVRUTHE

7) BEIRXRIR, BN REFSERTESFRIEHEN
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B SFRB M2 EOSB T A N
2. & W
1) EEEA
BHIZBITARRSGFEROHREZ BB LT 2EMTH D,
2) PErE%E (£2)

%2, CEGHSFHREENODHESE (F2 7 £E%E)

A, BEERFEIR & LT, Alfl, SMBRICHE S R (B W E, FFEE, OH#EREE) 2872
25, /NREARIES CIIMIRAFER 3RO D b,

B. UTOMRERALEZETHEZT
1. & (B4 Hb<13g/dl. “ME Hb<12g/dl)

BRI TRIREEZEERO IR (15% LLE)

MmiEskD L&

REaFngkiE 488 (UIBC) DIETF

mE7 = FrokH

ANl

C. EHIZWE LTUTORBIBRATED
1. BB AUE R
2. “WRMESRIFERMERE M GEFIE, Taa—atE SR, SARZ)
3. FOMOERMERE

D. UFOWTNNOBETEEEZRDS
ALAS2, SLC25A38, PUSI, ABCB7. GLRX5., SLCI9A2, X k=i KU 7DNA
YARS2, TRNTI

AL > TAHRIEZRZEV, B 230D &7z LG A 13mEER] Definite) & L.
INBERIZRE L., B 20C - L. FREEA T 55 A 115V (Probable) &35,
1. BIRERIEEROES - AR 13 LLEIZh 2 o T 10 ELL OSSR NMFEE (5 WHO 4538)

3) HIEEEYE (K 3)
R BEUMFHMBOOEEENE (K2 7 FEHE)

stage 1 #EJE BWRIEEITORNTANE/ R BV RE 10gdL Pk
stage 2 HEESE EWERIE R THORWTAE S B B UEBE 7-10 g/dL

stage 3 OREIE EPRELZITo TCOTNES B EVRE 7gdL LLE
stage 4 EESE HFIEZ T > CWTANEZ 0 B EBE 7 o/dL K

1 EEESTEO stage 3 U LB EEROME L 0D, 2P L, BYWRELZTo W T~NES B
EUBE 10 g/dL YL EOBEITINGSN LD,

2 EROBREN FEROEEESEE T—EULIIEY LARAVWESTY, GEREREMETSH 2
EVRBERFIZONTIE, BEREMRONE LT 5,

4) BWOTT—F ¥ — |k :

BRMESRFERMER ML, P SFROFE, FEERE, BRMEICL VRV, EEFITIC
LI VRWEHET D, FROHRTOBEGIENE S TRWEA R, EilmMiELis O/ c#E
BFOERAZHERL, MHIRERTH S Z L 2HRT 5, BEMESIFERMER MO Tl ALAS2
FRIZLD XLSA DHEEN R bEWZH, BIRT, BERELEEZ IV B6 ICRIGEEZROZEE
ISR B F AT 21T 9, XLSA DOBEIFER ALAS2 72 AEL B DOIEMHIET % in vitro
THERTDHZLEHLAETH S,
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BIEMESFHREEMZROSRI A R

5) SEHIZE

PUTFIZZT A% RESRIFFEREE M 2 RN T D2 0E R H 5,
B RMEERIFER I L
R S | hEE %) | iRz
T o— U
BB REER

EE, BRUESFERER MIIREFER, BN SENNRATRETH 505, RERIED XLSA
EFBHEINTNDZ E0603), BCEREEDENZLEL TS, Ta—nk, A
PEDOBRMESKIFRMER MOV, AR, 1BERENGERT 5, FEAIMIT vit B6 123t
HEEFEREZERE LTRIET S Z &ALV, VitB6 X ALAS2 OfiER TH L2, £DOXK
ZIZX 0, ALAS2 IEMEMET LSRRI ORBIEICE D, PO INH 1T+ DREH A
EHTHD, ERHOMRICERENRD OGN HECRERRFTLRDOONIGEITEHE
FERIEFEROBRT L 2508, BfMOATHREEKREE N2, BF I B6 ILRIGT AHE L,
BRI EZZERETHRETHD,

3. R
1) BAHE (K4, 5. 6)
RIESEE 13RS TR CREMIZDE ST — X 13720, I b E OB\ OB EIESEZFER A M1 X
XLSA T, BIEETIZ 94 KR, 57 FEED ALAS? DERIPHEREN TS (REEZED
%03 4) . 83 Bl DBICMEERZTFERME B MUE B & fRAT L 7 KE DO TlX ALAS2, SLC25438,
mitochondria DNA, PUSI \ZERZFEOTBEIT LN LI 37%. 15%, 2.5%. 2.5% TH >
724, BEAFBEVRI GEEMHESIFERMEE M OZN 58 S 1REIEOMESIHE) 12 TR
DOEEHESHFHREEMOEEREZRAELZ LA, TRERTIEE LIEFITTART
ALAS? EmFERIZE D XLSA TH Y . SLC25438, PUSI, ABCB7, GLRXS5,SLCI19A42 &
fGFERIC L A BEESIFREE MITERD bheho Tz (5, 6) (5)

T4 SAITBITB AAS2 BIETFER

P No. of No. of P No. of
Ex. | substitution pedigree Ex. substitution | pediar Ex. substitution pedigree
4 L107P i 6 5251P 1 o(2)}
M1541 1 D263N 2 2
K156E 9 C276W 1 s 2
1 8 (2)]
2 1 1
T161A 1 1
1 i
1 1
1 1
R517 2
8 n 10 = T
1 P520L 3
1 H524D i
1 K535del 1
(2) R559H 1
9 i0
i 4 R560H 2
1 i 1] wsez 1
1 1567 1
s R227C 1 RA36W 1 5568G 2(1)
1 R448Q 3 R572H 2

Pyridoxine {Z G d 2 & BITHEHE T TR,
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BRSSP RMERMBROBRI A R

&5 ECUHMFHREENOZHABEAREOEIMOAEHARICL YR SN-KBD
EEESKSFEREED (XLSA)

" increment in \{itro .
n&:ﬁ; . A(gz;f Gender tﬁ?&%g msuiztai;n 3;{: szit Qﬁg:eit b;f\zzbﬁﬁ zgfny;’::::: ;ftl:;g
mutation {g/dl} {n treatment
{yidi) wio PLP with PLP

1 0 M R170C N/D 4.8 52.5 1.7 84.1% 725%™
2 20 M R4MC NID 4.8 §2.5 5.2 11.9% 25.1% et 18
3 68 M R452C " 6.0 7.3 Mo effect | 98.8% 94,0% 2t
4 17 ] D180V NID 8.9 66.9 Ho effect | 88.8% 98.8% 10
5 38 M R4520 - 7.4 0.0 No effect | 89.8% 94,6% 12
6 36 M MS67! N/D 6.5 84.4 3.4 38.1% 25.2% res2t
7 14 M V5624 B 8.1 61.2 4.7 150.6% 116.9% vt 2
8 31 M Ri70L - 4.4 50.8 8.1 31.1% 50.8% **
S 3 il R452C « 5.4 54.4 2.9 1L5% 28,1% w113

82 M RI70L NID 3.0 73.8 Mo effect | 31.1% 60.8% **

14 ] Ex11 dup. “ 7.4 £0.0 No effect | N/D NiD

19 M intron 1 - 7.8 73.8 Neo effect | NID MO

4 M intron 1 B 6.6 738 No effect | N/D N/

0 M intron 1 . 3.9 65.0 Ho effect | N/D N/

20 M intron 1 . . 1.4 NG NiD

S S

“% of WT, * present study, N/D: not done

F 6. BEEMHKFHREEMOBHAEL AREOEIMOREARICK YRR SNEHD
EIGMESRSFEREE D (XLSA 2A51)

Aao at Gene muiation
i | g | conder | T o ooy | " | e
ALAS2 25438 BLRXS | ABCBY 1942 PUSH | miDNA
16 0 1] - - » - - - - - 6.8 88.1 NID
17 32 M - NID ND NID N ND | ND ND .2 69 +
18 36 [} B N/D N/D NID NID ND | HD ND 0.8 | 67.3 #+
1¢ 18 F + B - - . * - NID 9.3 96.2 +
20 Q F “ . " - . . - - 5.6 | 88.3 N/D
21 [¢] ] - NID ND N/D ND N | ND * A7 | 925 ND
22 a F - N/D N/D N/D ND ND NID * 2.3 131 ND
23 1 F - s L - - B . ND NIA | NIA N/D

N/D: niot done, NFA: not available
mtDNA: Mitochondria DNA

2) BRAE - P&
B THRBREEDTD | FF. WEBMETCEA L TE L EoHER 2 THTH S,
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BACHESF MR MBROBRIT A F

4. WK - REE

BEESKFEREEMOFR & 22 BETIIEEDH Y, TNETNOMEIXREL->-TND, ~
LAERIZI Fa sy RUTIZBWTT UL ERT V=L CoOABEELS—T I/ LT B
DEREND AT v TNHIEE DM, ALAS2 (TFRIMEKICB W TR Z 0EAS kg4 5
BERTHY, KRELETOERZIDV~LEWMBAEELD ., I har P T COHFIHAREE
DERIDEDEEXHLILTND, SLC25438 133 bz R THEICFEET D T Vv AR—H
—ThHY, ZJUV IV VOERICEE LTS EEZONTEY ., SIFEREE M OREHF T
ALAS? BER LR TH 5 Z L BN TFEEND(6), —F5. thiamine transporter Toh D SLCI942
BEFOERIZEDI b RY TEIEEL, thiamine KZIZX D A7 =L CoA DREMN
FREEZOLNTNAD(T, 72721, SLCI9A2 ORI L AEFERMER M I XLSA £ B2 0,
me7a AL T 4 U LAV DETAED b, £ RERETH B2, XLSA RO~
LAEHBEENRER THBNE D MR TH D, Pearson-marrow-pancreas JiE EEEL mitochondria
DNA ODRFAZEDHDOTHYD . % - #F - S WHERICEENRD b, 2RI
TT508), SHEEROWBMFIZHALNE R TRV, FEREELRFORFICE > T&HD
BIEENEIY, 7207 I35 —PIZXB5 70 bRALT 4 ) UADOEBANRTREE 25T
WA TREMENE 2 BN D, GLRXS 1I~L LW SEHFALFTh H8%—FES 7 A X —DARK
B DEEFTH Y (9), ABCB7 IXZ DE—E I T AFZ—DI bary NI T7hHhbOHH%E
ORI AR—F—THBH(10), VT, H—WEI TAFZ—DOEELH LTI N
U 7R DHOFNABELFET L EEZ LN TN, TOMFITHETRY, T42b
H. GLRX5 DERIZ X AEHEBEITIRP 2 Lz ALAS2 BEMHHETICE 2 b0 EEZ LN TVD
2. ABCB7 DZEBRIZBWTIX, 2D OFT RITHERE S TRy, PUSI R TF YARS2 Id tRNA
DEER - RECEST 2B BT THY ., KRB FHOERIZLY, I+ar RYITTOR
AMESBOFRIRRICEENELZ2HDOEEX LN TV AP, SAHAREEICESEEMNRBEEIC
DWTIEHHA LN E 2o THRWV(1L12), WTRIZEWTH, 2 hay R 7 CoSHAREEIC
L0, BEZENI Far FUTIREEL, BREFERBOOND L HIRkD, ZOgkE
FLREITHENOBRLETEGEEEL, TR MV A2FELBMORIEICEL EEZXD
NTV513), SHIEE, S b RUT DNA IZa— REND ATP6 Bz FOERIZLY
PUSI * YARS? 75245 & BRERfE. BT ¥ R—y X $kIFskibam 2 2+ 2 8iE(14). &
EHESIFERER M & & BT B MO XE, FHIMERE. BEIESE & I AEMEFE(SIFD: congenital
sideroblastic anemia with immunodeficiency, fevers, and developmental delay)?3# % S #172(15).
SIFD D F &S FId, tRNA OFRBUCEE R TRNT] Bl FOERTHDIZ EBHLMNE 25
72(16),

5. BRAREEIR. WREFTR
1) &1
HRENZ L VBE~PEEETROOND., FRBEEFHFRLCTHoTH, BRIZE-T
BIEENRRD,

2y NE/7 v h—U R
AR LR EIC LV FOBRERIRRD,
HFE BEFICERAZRO D AT o< b=V ZAOEITERENENN, BARATIEE
DBEFDEROEEIZD 2N E Vb T3,

3) ZOMOAPHE
ALAS2 3 X UY SLC25438 S DREFERIC L D BIEHSFRERMOZE, I b=
FUTHEEREZ2EICEVICLY B ARE2UAOREESE (Ataxia, REMET > F—v
A, BESMYWRE, A VR Y ARTEHERERIR, MR L) 2R 5L NbD,
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BIEESSFREEMZEOSRI A F

4) BIREL DR

XLSA : /NERMEREBRER N, £F OSRERRELZRD 5, XLSA D% DEFIZIBL
T, ALAS2 ZAE BEOBEELICL Y iR CTH DX I B6 & OBFMENMET
HIEPBEMOFERE RS> TNDHEBEXLILTRY, EERIEEU ETES I B6 D
BIZTHEMOSEEZBD 5,

GLRX5 BERI\Z X A BEESZEERME I : Glutaredoxins DZEH. T Fe-S clusters & kD EE
SNDHER, I bar U TIZERNEET 5, B CORRBIFEKIIDR2WD, FHEED
&, JFE, SaERlLFE 0 5,

Ataxia Z ¥ 9 XLSA (XLSA/A) : BHIL Y GBF 1 mEAN & V) ataxia ZF8 0 5, Ataxia I&
HEIT L, EITLTCLBRTHD, AMi/REREREETHD, AlLITEET
pyridoxine (2SS L72VY, 2 by KU 7 OEEXREH CTH D ABCB7 BB TOERNK
HThs,

SLC25438 ZE BT L A BAMESRZEERIMER M : SLC25438 1 glycine ik d 5 I b=z K
V7 OREABGTFEELX DN TND, FRAKSERET, AIROBY | ALAS2 17OV
T, HENEWEEESFREEMN EEX DN TS, £ IXEEO/NREERAEREE
FEL, SHBREREBICH Y | XLSA ERROBKRERE 2T 27-®. XLSA 25 5 fEk%E
E27T5H0D0D ALAS2 DEREVPED bNRWEE, REEFOLERBRRPILETH D,

Pearson marrow pancreas syndrome : {8347 3 R — R | ataxia, FEADWAREEZLES,
BEILRINC T T 5, BMITIERNME CHPERED & /MDD 2RI ES, S b= R
U7 DNA OKENFET, @EIMFEMET de novo DFIER R E D,

Thiamine-responsive megaloblastic anemia (TRMA) : A A U UARTFIEFEIRIF . P& EEE
EAE D 2EMEDOKRRE, e HReafSERECEFNDHICEI EN DS, AXERSFE
BRAMED KERMEDORE M T 5, Thiamine D EITRIET 243, HEEES VitB12, pyridoxine
IZVERS L 72V, Thiamine transporter Cd» % SCLI9A2 Bin T DEFENRKE TH 5,

Mitochondrial myopathy and sideroblastic anemia (MLASA) : #&& CTHi7e & YL H MBI
R, ARE. FLEET & P — U X SRR R I & K18 & 3 5, Pseudouridylate synthase 1 gene
(PUSI O Tyrosyl-tRNA Synthase 2 (YARS2)D KABIZ & 0 BIET 5,

6. AL
1) ZEEE

(7)) BH I UMRRE
Pyridoxine #% 5-

XLSA TiI¥45 Ll o B ) pyridoxine D% 0 #8512 Fi 9~ 5 (50-100mg/day), £ 2 IZ
XLSA (28I} @I FER AT T, Pyridoxine (2 &9 5 BITHEHENT TR,
Thiamine &5

TRMA TE# 3 > Bl (25-75mg/day) D% 5 TG & 77,

Z OO E TR R R FERRIEIT 20,

(1) 8k L— MREE
R RPIREE L R o T ERI Tl SRBREIC I D ~EZ < b= 2D Y 27 05
<, 7=V FUE, BHREEOFECLY ., 8% L— MEREZIT I,

2) WL Es
MBS U THAT Y %,

3) & ERR S
INETIZIFORENDH DH(17), WINHEMEDEIEEZRH THY | EEHEE
WIIDERBHHLEZ NS, 2P L, ~EZ v h—3 2o TWBIEFINEL , £
DI DEPHEN A L RDFREELH D720, FMLBESICEENLELEZOND,

7
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7. PR - FREE

BEMSHFREEMIZ, B4 I B6 ETHENFARERZLRH Y, BEFOLEEDOREN

HETHD, LILRRL, HFOERBTHDID, EFOEERL. BaFHETrotr Z—1k
BRETHD, b2, SHRIIEAOBEFEREZE S RWEAICBIT 2ERERFORE
DRRETHY ., FRORELFOMOBBEEEMTE S N —7 LR THABGFRE S R
TLEBETOMLERD D,

BE

1.
2.

10.

11.

12.

13.

14.

15.

Rudles RW, Falls HF. Hereditary (?sex-linked) anemia. Am J Med Sci. 1946;211:641-57

Cotter PD, Rucknagel DL, Bishop DF. X-linked sideroblastic anemia: identification of the mutation in
the erythroid-specific (0-aminolevulinate synthase gene (ALAS2) in the original family described by
Cooley. Blood. 1994; 84;3915-24.

Furuyama K, Harigae H, Kinoshita C, Shimada T, Miyaoka K, Kanda C, et al. Late-onset X-linked
sideroblastic anemia following hemodialysis. Blood. 2003 ;101:4623-4.

Bergmann AK, Campagne DR, MclLoughlin EM, Agarwal S, Fleming MD, Bottomley SS, et al.
Systemic molecular genetic analysis of congenital sideroblastic anemia: evidence for genetic
heterogeneity and identification of novel mutations. Pediatr Blood Cancer. 2010; 54:271-278.

Ohba R., Furuyama K., Yoshida K., Fujiwara T., Fukuhara N., Onishi Y., Manabe A, Ito E., Ozawa

K., Kojima S., Ogawa S., Harigae H. Clinical and genetic characteristics of congenital sideroblastic

anemia: comparison with myelodysplastic syndrome with ring sideroblast (MDS-RS). Ann Hematol.
2012; 92: 1-9.

Guernsey DL, Jiang H, Campagna DR, Evans SC, Ferguson M, Kellogg MD, et al. Mutations in
mitochondrial carrier family gene SLC25A38 cause nonsyndromic autosomal recessive congenital
sideroblastic anemia. Nat Genet. 2009 ;41:651-3.

Labay V, Raz T, Baron D, Mandel H, Williams H, Barrett T, et al. Mutations in SLC19A2 cause
thiamine-responsive megaloblastic anaemia associated with diabetes mellitus and deafness. Nat
Genet. 1999 ;22:300-4.

Pearson HA, Lobel JS, Kocoshis SA, Naiman JL, Windmiller J, Lammi AT, et al. A new syndrome of
refractory sideroblastic anemia with vacuolization of marrow precursors and exocrine pancreatic
dysfunction. J Pediatr. 1979;95:976-84.

Camaschella C, Campanella A, De Falco L, Boschetto L, Merlini R, Silvestri L, et al. The human
counterpart of zebrafish shiraz shows sideroblastic-like microcytic anemia and iron overload. Blood.
2007;110:1353-8.

Allikmets R, Raskind WH, Hutchinson A, Schueck ND, Dean M, Koeller DM. Mutation of a putative
mitochondrial iron transporter gene (ABC7) in X-linked sideroblastic anemia and ataxia (XLSA/A).
Hum Mol Genet. 1999;8:743-9

Bykhovskaya Y, Casas K, Mengesha E, Inbal A, Fischel-Ghodsian N. Missense Mutation in
Pseudouridine Synthase 1 (PUS7) Causes Mitochondrial Myopathy and Sideroblastic Anemia
(MLASA) Am J Hum Genet. 2004 ;74:1303-8.

Riley LG, Cooper S, Hickey P, Rudinger-Thirion J, McKenzie M, Compton A, Lim SC, Thorburn D,
Ryan MT, Giegé R, Bahlo M, Christodoulou J. Mutation of the mitochondrial tyrosyl-tRNA
synthetase gene, YARS2, causes myopathy, lactic acidosis, and sideroblastic anemia--MLASA
syndrome. Am J Hum Genet. 2010;87:52-9.

Harigae H, Nakajima O, Suwabe N, et al. Aberrant iron accumulation and oxidized status of
erythroid-specific delta-aminolevulinate synthase (ALAS2)-deficient definitive erythroblasts. Blood.
2003;101:1188-93.

Burrage LC, Tang S, Wang J, Donti TR, Walkiewicz M, Luchak JM, Chen LC, Schmitt ES, Niu Z,
Erana R, Hunter JV, Graham BH, Wong LJ, Scaglia F. Mitochondrial myopathy, lactic acidosis, and
sideroblastic anemia (MLASA) plus associated with a novel de novo mutation (m.8969G>A) in the
mitochondrial encoded ATP6 gene. Mol Genet Metab. 2014 Jun 30.

Wiseman DH, May A, Jolles S, Connor P, Powell C, Heeney MM, Giardina PJ, Klaassen RJ,
Chakraborty P, Geraghty MT, Major-Cook N, Kannengiesser C, Thuret |, Thompson AA, Marques L,
Hughes S, Bonney DK, Bottomley SS, Fleming MD, Wynn RF. A novel syndrome of congenital
sideroblastic anemia, B-cell immunodeficiency, periodic fevers, and developmental delay (SIFD).
Blood. 2013;122:112-23.

— 169 —



16.

17.

BTSRRI R MBR OSBRI A F

Chakraborty PK, Schmitz-Abe K, Kennedy EK, Mamady H, Naas T, Durie D, Campagna DR, Lau A,
Sendamarai AK, Wiseman DH, May A, Jolles S, Connor P, Powell C, Heeney MM, Giardina PJ,
Klaassen RJ, Kannengiesser C, Thuret |, Thompson AA, Marques L, Hughes S, Bonney DK,
Bottomley SS, Wynn RF, Laxer RM, Minniti CP, Moppett J, Bordon V, Geraghty M, Joyce PB,
Markianos K, Rudner AD, Holcik M, Fleming MD. Mutations in TRNT1 cause congenital
sideroblastic anemia with immunodeficiency, fevers, and developmental delay (SIFD). Blood.
2014;124:2867-71.

Medeiros BC, Kolhouse JF, Cagnoni PJ, Ryder J, Nieto Y, Rabinovitch R et al., Nonmyeloablative
allogeneic hematopoitic stem cell transplantation for congenital sideroblastic anemia. Bone Marrow
transplantation. 2003;32:1053-6.

— 170 —



11. (4)-3 Congenital dyserythropoietic anemia D5 A KN A > DWE
(CEpi2 791 2A)

Congenital Dyserythropoietic Anemia )
BERAA IS4y
27 FEEWETIR

BAEGBRFEE M S BRR BBURPIIEEE
FEREEMRNEIEDBRERL AT LOWEL BRI A N7 A > OERICEE$ D72
WHIERERE GHREi A

Congenital Dyserythropoietic Anemia 84

B = (EERMERSREE /NEM)
AN (EERINERREE  /NEM)
e ZIIPN (EREMEEREE NERD
ZH &% WREMRE NER)

YR 2 74 (20154E) 12 A (%ED)
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1. #E (R1. 2)

Congenital dyserythropoietic anemia (CDA) X, 1966 %(Z Crookston 512 & - THRE X7z,
FRAEEIC LA RFRREDENL 2T HERMEEBH T, BEEML., BE, BA. MER XUk
AT~ b= RA%RT, ROEKROEEIIRFERRAMBAERL AN EL, BREF IS
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