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B G AN MR AR M T A BT B, i Fim e 2
B B A A FH A S S — 2 S R s, LA B
BCATEAIRL AN AN R RAE , A1 Y B kit 2k P wL A A 9 S ik
WERSIHEFH T, SEL R IORGE I, stk 4
21 9 2% 1L (congenital sideroblastic anemia, CSA ) 14355 K AR 4%
oA 4y M 325 DML R A s R 50 ; @Fe-S 4
B s QLR G U Rl BT — I i
JE& EAEATF CSA MR A 8 2 5 & 0, ASUH Bl
F T CSA B AL, i FLAT B F s R R HETR YT o AL
FoA TR B0 5L R 28748 KL A8 & BREHAR AN T o

— ML RA R ST T

H TR ST & BN 2T 2 G BGR AR i A2 T A 3 A Tl kg mT
SEIE A L] WK LA, 43 2 - ALAS2 L[ %€
AR Y -2 FHe-y- T N B2 A BB 2 (8-aminolevulinate synthase 2,
ALAS2)#ftff , SLC25A38 2L H 58 §: 3 SLC25A38 Lz fk ikt
Ff , FECH % [ 558 5 B 2k 4 & i (ferrochelatase, FECH)
B

1. ALAS2 JE[H 53 : ALAS2 JEPRAF X Jefafkpl1.21,
M ALAS2 B[R Bl fa it , S5 ALAS2 Bl 5l %, 1175:6-2
Fey-fii 1% 152 (amino levulinic acid, ALA )& hUAZ B, 5200 L1
RIA R IF i S Bk B I, S X R 4 4
M 2% 1. (X-linked sideroblastic anemia, XLSA)"', XLSA J&H
Hirte A H LAY CSA, ALAS2 2875 S8 CSA 1 IR RIE T 1992
AR T84 R IR ALAS2 F R 548 (o 15 it 60 4>, — e 43T
FEER 5~11 547, A ETE 548 . AR S i 3 o
TR S TR R 2R, O T a e T
Gy DI T SE IR ALAS2 SR G SR 30 o XLSA I R4
fiE Ry X i 8y st A% /N RLAIG € 28 PR 3 0 DA B 4 B st
B, (AT AT SCHRARGE 161 2300 AN 15 XLSA i
B HALAS2 5 H ¢.679 T > C 53745 5: 50 ALAS2 fiff iP5l
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KU AEAF R, XLSA JFARAR & T L g ok 5 /0 4R A
1, Furuyama % " 238 1 1] 81 % 1) XLSA & , % B & I H
DREE W HAZ 2 AR 1 IR MR YT 5 R IRAT G, 45k
FALAS2 FEMGIRIES N XLSA, % b8 B ts— E AR
MRS , o IMBGEAT T304 A 2 Bo 2, i 20 M N EE 11
WL BT BAE A T T35 ALAS2 B35 1,
M4 K BT TR0 XLSA S B35 M e A 34, R
PR ALAS2 SEH 28748 G A R A —", i+
Bkt Bt 23 5 M2 AR 3R BT, WO Tk a4 fR A
EREERIAYT

2. SLC25A38 JE[A 54 : SLC25A38 KL [H i1 T 3 5 e (1,
1R p22.1, 2009 4 Guernsey 45" B YK 7E 4 4= 2 BoXE VA L
ALAS2 FEPRNE 1 CSA I 4] v & I8 SLC25A38 i [K ¢ 11
BT AER L BTN AR A5y AR Il B Ey
FER N 2 A Al ) 77 UAIESE SLC25A38 HE N RASENG , K &
WFFE s o G R BRIE 5 /% . SLC25A38 e Rl ok 7 53 |
TR A UG A2 TR SLC25A38 i ks (R ik T LI A A 28
BRI R 38 2o B ICH SR A LN, FF h ALA & AR
Kannengiesser 27347 11 5] SLC25A38 & [K] 58 48 Hu /5
I RGERE, 9 0] R 2l A 5878 2 MR B I B 9878, ZAR4NAF
FFIT 2 30 A v 2 R/ N IR 65 R 0N, VR T O R
Sy E Wi I . Bergmann S5 H SLC25A38 FE R 2878 F: 3
R 2 WIS, T RE I I SR A FE A 8K, AH AR S
HESE

3. SLC19A2 %E[H F % : SLCI9A2 B[ i T 1 S YL ok
q23.3, B gntt i A 4R 2 B L E R 1 A (high affinity
thiamine transporter 1 protein, THTR-1) , $8( 4k E B k=,
H HTIAA AT g E— 20 52 e BE RO A (942 5, SRR B
A BZ S 2T Z A T EOR ", o L Y
PR IB A% 14 7 2R I DR 5 23R R0 &V I B IR
5 E LT NI AT A R i 2 B S AR SRR,
A B RE AR A < S KM O O B LR AE P |
WA 24 EUR BN NI, 2 BN SHEE A AE
PRpE AR FRE & B — e il AT AN FERE PR o I 1969
4F Rogers % THRIA LIk , AT IRIE 40 2 RABEN S, A
T AN FE AT A R BT LA R R AR
3 B S B4 248 M P 2T 1L (thiamine-responsive megalo-
blastic anaemia, TRMA ) , {H#p 78 4 /1= 38 B, A 1] 24 1E 111 3% 1
P4 UB T THT R S TN P R tRIo sk .

4. FECH &K 5%« FECH 3% [H %845 F 5 FECH Y BE ik
sk 2% , FECH JE N MTE 21 40 A o 4 Bk A 258 1 Hr ot
PR, R T 1213865 A2 BEL T 5 308 L, R Ry 21 240 2
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P JE kR (erythropoietic porphyria, EPP) ™', G FRZE A
B W () JE R 400~410 nm 19 8 OGECE , SR A H H
FE SN T 7 AR AR 2R R AR L DA S R bk SRR R 5 3
B IR RE I A B S 5 s LRI 4 35 i 1 EPP
FBAE ] RILPRILN AN 2 1M P, Rademakers 4538 12 FEL
2R AL S L B SR I LA & 3 EPP S8 8 (AT A 21 4 rh
AL IR TR A S i Gk v, T R 4 M 225 1T, A7
BEMR e b A TS B 2 B Rk S TG
Ko HETHTETT TR CH F F R Aok ) I 96 B8 | 1
BUDA AR HIR YT, HARYE Rademakers 55 ST, 14
BRIBTT XTI L A B I 20 T BB

. Fe-STRG Wiz 5%

Fe-S HEAEAERFERL IR P i R 28 S 4% ALAS2 1 6 i
BAEZENEM. M Fe-SHEH M aliiz iy i i, 1T 8L
BRI I M L1285 S5, AT 2R B k&) 20 i
T . HHTE A B A B PR a5 9 i AR T B0 -
GLRXS5 H [ 57 53 24 Fe-S # & WU LA 2 ABCB7 JE A 53
i 38 Fe-S #5518 50 o

1. GLRX5 3 P 5 - GLRXS5 £ P {37 T 14 5 e (o i
q32.13, GRS TE R M A 1 Bt S Ak B 11 GLRXS (glutare-
doxin 5) , % AN F Fe-S fR M A& LR EZM1EH , fE 1%
B = GLRXS AR, 1] FHUEMAE I 4E  FF52 11 Fe-S
RGN J5 Wingert 3 HE— B 7EBEDS 0 J /N b & 1
GLRXS JEH Bk J5 T30 Fe-S # 4 m /b, 15 105 1 1ML 2T 38
F A SRR R, HHTHGE 1) GLRXS SE S8
HIALLN AN 2 A 2491, 1 4512) GLRXS e 4l 55848 53
RNA 55 Y] 5Z 401 80k >, 30 B¢ 84 4H 1 1 R GLRXS FeHE &
A AR . PR R I /N A 8 PR
FERER , sk 8, B il AT DL S A o T Sk AL A
KN T GLRXS 8 1 1Yk, 5200 Fe-S #2192 1, B2
589845 25 M 1 (iron regulatory protein 1, IRP1) %% & ¥ /b,
IRP1 I M350 32 B H 55 , #F— 520 5 ALAS2 mRNA 1Y 5/
¥iig B4 42k 52 W 7644 (iron-responsive element, IRE) i 45 & JF
i ALAS2 mRNA /%% 5K, 2L ALAS2 5 s /b , i
T ET 2 A Gl s S BT ML 15—, e LR
DUBLL IRP1 534 145 G W BE T s 1 55 , 4 e gk 2 ik
TTRRERE, TS BT 2T I8 Lok 4 40 B 1

2. ABCB7 #: 1K 5% : ABCB7 #: [H 5% F 3L ABCB7 &
WL Z T RE IR B T2 2k , T8 Fe-S ity B AE S ik rp , TE 1k
B LA, B TIZ 3 R Bl T S B 2 40 A v i ek A
BRUURR, BN PR 1 R A /N2 BATG €8 28 P 3 0 B il v
WASRLL) ANNE /NG5 S8 R A 35 0 I 19 X - 4k
BE & 40 M9 27 1l (X- linked sideroblastic anemia with ataxia,
XLSA/A) . ¥R T 404 &0 , 35 MR IR — e iz
T, LR IE R R . BEA I 5 AL 5 2878
i, {0 ABCB7 % iz R D) BEISR 12 2% 5 S 3022 M i B
TRJE A v AN, H RTINS ABCB7 #%32 14T #45% FECH fY
TGP, 1% ABCB7 DI RESZ 405 7T 520 I 21 2% 145 LT 38 B

B 5 WEAEAT WL AN Ry S 75 1o AR A SR A1 IRPY ) 0 1 i
T ALA2 mRNA [1)55 5K 207 , {5 XLSA/A B H 241
R IR OK S AT, $278 ALA2 A IR E A8/

=ERRRER A R

TP AR P9 B 1A ) R 23 o i A T 5
BRAELORAR TR, HATE &I 5 L S s 1R 5
975 : PUS1.YARS2 .LARS2 Il TRNT1 J: A 54 S B RNA &
M55 s bR DNA F8 S BN I8 2 A R L 55 o

1. PUSI 5§ YARS2 B[R 7% : PUSL ZEH 3 T 12 5 (1,
14 q24.33 , 4 & B PR H- B, (18 AR H 38 i 181 t(RNA T
B (RNA P BRH T R M | I MR PRI RO 52 i (BUR 1 6
BT BRI RS SR TRE SR IX IR R
YARS2 LT 125 Y AR pl1.21, Zh A Al 2 b 15 e
Tk -tRNA 2 J8 , 38 5 TP tRINA 468 1 171 8 ) 26 115 o
XA R S5 TR &R AL AR B, 35738 5 52 1 t(RNA
FRAE T O , L  FLRR DR BORLA 4 2 1M 45 PR
SR, B MLASA , SRIUN # e R Btk (%, (85 KEAE
YIAERN A , SR D BUSAR AT I ARGE ™ (H R ZAELAE
WigET,

2. LARS2 ZEH 3 : LARS2 L7 T3 B A fk p21.3,
i 55 Z R -tRNA A 1 (leucyl-tRNA synthetase) , % i
TR R 5 (RNA A AT LR A (RNA B4 . 48 Bk
BEA I — Jit 3% BL A Perrault £3 51 B 5L 2 B8 W 5 K W ) 4%
K, Riley i — 2 B A LRI LR P& 2R
e B B R A AN AT . S A AR S RIET 2 4%
EINRE RIS, WITAEEIS YARS2 HE PR 45 Sk S MLASA,
{285 44 TP MLASA FISE BRI IE %, /776 LARS2
FER PR A A G 248, IF RN LARS2 28 FCAZ & bR
W 525 A TR KT8 B3 0 AP, DRI % 5 Pl LARS2 B[R] Gk
B8 S SRR r I S T 5005 -

3. TRNTI [ 59 . TRNT1 R T3 S QL {4k p26.1,
it N tRNA A% 1R 7% # il (tRNA nucleotidyl transferase 1,
TRNT1) . 4 TRNT1 & H i fE S0 a5 /N Ak %R
PEBRAL L)) 240 M 5T 10 B 2 0 Gy 5t s | T B i B A KA
R FRA SIFD 24 HE , 346 ] F B0 0 I ol 2 P HE 2 e ok
TR O LR AL DR S 2 AR 1 200 DA e AR B e 1
Ty st e , Z2 A 0 A S RO B SRR IR , X VA Y T LA i
FREBR AR U T AR SRIRYT RO KA, — ey =
RAYWIFET . Wiseman 55V H3H 14 2837 5 58 H i i+ 40
A AL 1 S5 2 22 A B e B R bR A 81 ) Wl A, s e 2
PRI e S B 1ok 20 RS A mT RE R S T
J&o

4. 28K /K DNA 53 - N2k /4 DNA (mtDNA) 4 K 2
16.6 kb, 4TI HE DL AL IR b 2 GE T I AR 22 i, B0
PR RNA B2 tRNA™ 451475 2R 14 I R % R 554 i ) 7L
R UURR 2 B Gl R v 7, 2ok (A b 4 i (5 3 C S ALl
TGRS 25 FBOCE IR A, th TARE RS 2R BE
5ok IX I 21 2R, TR TE St 1A B ok 4h 40
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MIFE UL, 1979 4F Pearson 25 1 YR 3 18 £k ki 14 DNA {2k
LSRR Z RSB , ARG AN Mok 4 A i
FLA, P BB A AR 20 2 T 1 T S50 e AT A A% A% AT ek
VK TR I DI RE B A B AR IR SR PR 2 R
Pearson H- - AR L5 G AE o RS A5 191 58 1 7T S B0H /)
BRI AR e IR RRIRAS B AR RE
AN MR NUAFLOESZ B IS0 SRR . mRNA [l
R ZHUAE U EEAN A SR AR BB SR 3, 143 1) — ey
BT BRIEXS At , P 2 80% 5 141] J&: M. ATPase8 Jit [A]
NDS 3 [H 2 [8] 4.9 kb K 19— BEIE R e 78 42 5 B &
9 AR 22 H R AR R v B T 0 RS2 I AE 41 4FSE
Too ABGERIRYT LS A M4 e, IREGR IR YT A FE kR
AER LSO RRETRYY o Z BT SCRRRIE AT 5 B s i T
ANARAE AT AR , B AN R S —Fpilfi R e

NERBLAR DNA UK 7 Beafe ke n] DL 3505 KMok 4))
YL AT 1M, Burrage % ' 8 mtRNA I 1) ATP6 5 K 28 45
(m.8969 G > A) A] 3T IR A - (14 & A4 V B M I 53
MLASA , 245 PUST 1 YARS2 79 ik 5 2095 o7 5 AN ] , Jiast
I | RN Y S (P = A RN S Y (i)
Jr=.

WAL TR BRI L AN AT 2T, B 2 s s —IIfi R
B TEAS AR | B0 2 Fe M 25 B I PRAFAE. e LABIOG FE
FIREIERIS . T LR e iR A0 B 45 SO LR, 1T LAk G Xt 33
TR A0 M2 13X — 2 55 PR 2 MR 2 . T
TS 2 RS 2 W, A IRYT B IR SR oA SE IR
AL T HIHE . (H T B i 2 WIS , TR L%
FEANBILA] , — LB (19 O3 N S St — 25 B R
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