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inheritance chromosome gene mutation  treatment affected
organ
XLSA* X-linked Xp11.21 ALAS2 missense Vit B6 B
XLSA/A™  X-linked Xqg13.1 ABC7 missense e Nv
SA Autosomal
missense
IGLRX5  recessive? 14q32.13 GLRXS ? L
SA Autosomal 3p22.1 SLC25A38 missense ? —
ISLC25A38 recessive?
PMPS**  Maternal  mitochondria mitochondria  deletion - hP& LQVK
weus Autosomal P
TRMA™™  essive? 1923.3 SLC19A2  missense Thiamine P, H, Nv
MLASA*+ Autosomal 12q24.33 PUS1 missense —_ M
recessive ?
*X-linked sideroblastic anemia *“*X-linked sideroblastic anemia with ataxia

***Pearson Marrow-Pancreas Syndrome ****Thiamine-respnosove megaloblastic anemia

*Mitochondrial myopathy and sideroblastic anemia

P; pancreas, L; liver, K; kidney, M; muscle, Nv; nerve system
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o Na. of o No. of L No. of
Ex. substitution pedigree EX. substitution pedisres Ex. substitution pedigree
4 L107P 1 R227C 1 R448Q 3
M154] 1 2 p— - | @.
K156E 1 4 R452 S 2 11e
e 1 D263N 1 8(2)
D159 2
vl 1 C276W 1 R458H 1
T161A 1 7 62915 1 1476N 1
Y506-fs 1
F165L 2 K299Q 1
T5085 1
S 1 V301A 1 = -
10 R517 2
S| Rri7o c ]2 o D351R 1 G 1
L] 3(2) 73885 1 P520L 2
- 3957 1 H524D 1
A172T 1 G398D 1 R559H 1
= o R411C 4(1) R560H 3
Y199H 1 G416D 1 11 V562A 1
Q M426V 1  M587I 1
R204 1 '
stop 1 R436W 1 ‘$568G 2{1)
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A RARS RCMD Pl Pl
(n=17) (n=40) (n=68) (EEELRARS) | (E&ELRCMD)
sy M 15 27 42 e |
F 2 13 26
REEBORE | 195(2179) | 73(=1.0) | 72(%132) <0.01 <0.01
5524 4641 4065
B MER(/u]) (+ 2105 ) (+ 2260 ) (+1730) o =
369.8 244.2 240.9
HRIFKA0MI |53 (% 43.4) (+55.1) <G “0.01
~AEFOEY(g) | 7A(x21) | 87(x17) | 83(x18) <0.01 0.02
72.6 106.9 106.4
MCV(fl) (= 166) (e8] %) <0.01 <0.01
. 276 25.3 24.2
M/ iR(x1044/ml) (+11.4) (+142) (+246) 0.56 0.58
13.4 182 22.0
BRFMACe) | (4 q09) (+10.7) (+205) U4 540
—
F®5. KT —42 2
bt RARS RCMD piE pi
(n=17) (n=40) (n=68) (WEEMELRARS) | (=it LRCMD)
Total
bilirubingmgiay | 13(190) | 13(x10) | 12(x07) 0.92 0.54
AST(GOT) (UN) | 31.9 (+253) | 25.7 (+12.4) | 27.8 (£ 21.2) 0.23 0.50
ALT(GPT) (lUn) | 30.7 (+33.2) | 23.3(+16.2) | 26.5 (+202) 0.15 0.45
2322 238.2 2336
LDH (1un) e 0T} LS5} (E8413 0.83 0.96
CRP(mg/dl) | 0.13 (+0.15) | 021 (=056) | 1.04 (= 3.71) 0.48 0.34
Serum 206.2 170.5 168.5
iron(pgrdl) (+78.1) (+£74.2) (+65.9) 0-12 0.05
81.6 949 81.5
UIBC(pg/di) (+109.0) (= 88.0) (+60.5) 085 N
N 1096.5 758.8 785.9
ferritin{ng/ml) (< 1089.1) (+ 842.6) (£977.1) 0.22 0.26




