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BEIFERMEE ML, BHEICB T 2RO B A BB L T 58 M TH Y . BIREFKIT
SR R T~OHORFERBICI VR IND, SIFERMEE ML, BEMEEZEERMER M
& BB BIEEGERERE(MDS) B X OV L o — V0B AN K D TIRMESEEERMER I D 72 D R K
PESRIFERME R IS KBS D, BAGMESIFERMEE MIT TN RIRE T, ~LAAE, Sk
7T A=A EREICED, I hay R TIZE T 28N R E 42 CRIET 2 #is
PEE I Td %, 1945 4£1Z Cooley 73 X G M:/ NERMAR (5 1 A 23 2 FHENER IUE 2 s
L7273, 1946 F(Z Rundles & Falls 3 Z DFE R &2 G102 ZRE2HME LT-2Z2 & T, 20 X H#HgHME
/NERPEAR B MR 11 Rundles and Falls SEHE & 44 -D1F B 72 (1), %12 Z OF MITARIMERIZ IS
FANLERBRONREETHH—T I/ L7 U UL RESE (ALAS2) ORI L5 X
PAMESRIFERMER L (XLSA) TH D Z L SFEIH &N 7=(2), HIFE, EMESEEERIEE M O JFRIA &
LTZDALAS2 DEBEN G - L B HEINTVDN, TOMIZ -7 7 A X —5
B e @k icB b A EaF. S FUTDNAEGF. Sha L RUT R T7UAR—Z—i&
fnf. I Fa> FU 7 (RNA BEBEE 72 EEBOBRTFOEERRESN TS, #LICE
IR RMESR IR R I & OJRIKE R 2R T, 7270 Ly RSS2 EE S s st
FAFERMERE M 2 < | BEROBEFLSMNC B RR E 2D BIR T BFET DHEBEZ LTINS,
BAAPESRZEERMER M T, JRIKGES T OBRED ZAMEN S . Bl LIAMIHRE - f5 7 & Dl
WCREZROLGAENEL, FHEAMOEFEEL S EFSETH D, < OBMBIHESIFERESR
M TIERFRANEIIEN 72N OO XLSA O L 9 (i) 722 Wr « J1RIEN 72 S, Aok
BN CXALONDEZA THIFET H7-0, BETF2MICLAREZHNEETH S,

)

PELs a8 AR BEILT B
XLSA X @ Xp11.21 ALAS2 2= B6
XLSA/A X AR Xp13.3 ABCB7 -
SA/GLRX5 BREASHE 14g32.13 GLRX5 -
SA/SLC25A38  FRE{FELM 3p22.1 SLC25A38 -
PMPS BMEE Mitochondria Mitochondria DNA -
TRMA BREBERSMHE 1024.2 SLC19A2 2= BT
MLASA1/PUST  EEREELHE 12024.33 PUST -
MLASA2/YARS2 FHEASM 12p11.21 YARS2 -
SIFD ELREARLHY 3p26.2 TRNT1 -

58 . XLSA, X-linked siderablastic 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.
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)
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W B RPESRIFERVER M X FIEAHR, B atEo HERINATRETH D08, AFERIED XLSA
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PED% RYESRIFER MR MAZ DUV TR, ATREE, 1RIRIE DEEN3 5, 3AIM: I Vit B6 125
HFEFER ZRR & UTRIET 5 Z &%V, Vit B6 13 ALAS2 OAfi#E TH H7-0, T DK
22X 0. ALAS2 TEMEAME T LS BRI MLOFIEICE 5, FiEEZEED INH 137 DRI 72
HEHNTHD, ZHRMOMERIZEENED GNLLESRCREREENROLNHGE, HLL
I% SF3BL s T DEREZFRD HG5E 1T H R RIEAIEGEREOZE L 2 5705, BEMOHATZ O X
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FEAEAEE 1A D T CREMIZ i ST — X 13720, B O BEE O @ W B SRR i 1
XLSA T, HIEE TIC 80 ML Eod ALAS2 DR PR STV 5D (£ 3) (4), 83 %D
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Ex 4 L107P 1 1289T 1 R458H 1
M1541 1 Ex 7 G2915 1 Ex9 C471Y 1
K156E 1 K299Q 1 476N 1
N 1 W301A 1 Y500C 1
b1 Y 1 P339L 1 ¥ 506-fs 1
T161A 1 Ex 8 D351R 1 | T5085 1
F165L 2 R375C 1 Ex 10 RE17 C 1
5 1 T3885 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 RA11 [ [ R559H 1
D1aov 1 H B R560H 2
Y199H 1 G416D 1 Ex 11 WEB2ZA 1
Q 1 14185 1 1 1
N siop 1 B3 M426V 1 AT 1
R218H 1 R430W 1 55686 2
Ex 6 R227C 1 R4480Q 3 R572H 2
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5251P 1 G 1 GGTA | A=G 5
e D263N 2 L > |Itronl moea [Tec | 1
c27ewW 1 H 8 delGATA 1
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(10). ABCB7 X Z O#k—Hiith 7 7 A X —DI ha»y RUTHLOHEHEH S N T A R—F
—ThbH(11), VT, S—Highr TAX—DEEZBUTI har R 728 580
HAEEZFETHLEEZLNTWAED, ZOKFIZILE TR, T7b5, GLRXS MZER|C
X 28EIT IRP 2 L2 ALAS2 IEMEIR FIC LD b D EE X BN TWH A, ABCBT DAER|C
BWTIE, 2O OPFTRITHER STV, PUSL LT YARS2 (3 tRNA OAERL - I

5



A FRRIE R B RO BIRA A R
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I%. tRNA ORFRICEE 7 TRNTLBE FOERTH D Z L DNRBE I TV 5 (17),
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Thiamine-responsive megaloblastic anemia (TRMA) : A > 2 U A AFMHE FRIR . 18 P eI
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#EEE - 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.
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