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R1. BEMHESFEKIEE D

inheritance chromosome gene mutation treatment (a)ifge:f‘ed
XLSA* X-linked Xpi11.21 ALAS2 missense Vit B6 —
XLSA / A**  X-~linked Xql3.1 ABC7 missense e Nv
SA Autosomal .
misse
/GLRX5  recessive? 14932.13 GLRX5 1ssense ? L
SA Autosomal 3p22.1 SLC25A38  missense ? —
/SLC25A38 recessive?
PMPS***  Maternal  mitochondria mitochondria deletion — ;’; L&K
, Nv
Autosomal .
TRMA®H KR o ssive ? 1g23.3 SLC19A2 missense Thiamine P H, Nv
MLASA* k% Autosomal 12q24.33 PUS1 missense — M
recessive ?
*X-~linked sideroblastic anemia **¥-linked sideroblastic anemia with ataxia

*¥*kPearson Marrow-Pancreas Syndrome *#***Thiamine-respnosove megaloblastic anemia
sk kMitochondrial myopathy and sideroblastic anemia
P; pancreas, L; liver, K; kidney, M; muscle, Nv; nerve system

1. B EMERFIRIEE MOREISEET

SLC19A2; TRMA

TPP

thcina\ﬁ%uccinyl CoA
o Proto IX

Fe @ > L Ferrochela
J GLRX5 Heme .
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]2 : ALAS2IBEEFORIEE S—D IO RAICBWEDT S4I—DIEEES)

IR R AR Forward primer Reverse primer

Promoter & exon 1 | GATGGTCTGATTCCAAAGCC | TGTGTACAGCCCTGAGAGAC
exon 2 CGAGGATCAAAGGCTTGGCT | GGCCAGTATAACTTGGAACT
exon 3 GGGGTACATTAGATATCAGC | ATTAGAATAGCTCAGGACTG
exon 4 CACATGCTTTCTTTTTCCC | GATGCCTTCCCTATTCCGGT
exonb5s ATACAGACTAGCCAGGGAGA | TCATCTCCTCTGGCCACTGC
exon 6 AACATTGACTCCCATCAAGG | CTGGATGCTGTATTGCAGGA
exon 7 CCAGGTCAAACCTGAAGGTT | TTTTGTGAGACCAACACTAG
exon 8 GAAGGTTATGATGTCCTACC | AAGAATTTTGTAAGGGCCTC
exon 9 CATGATGGTGTTGCTCTGGA | AGCGTGAGGCTCCCAGAATA
exon 10 ATCTGCTTAATGGAGCTAGT | AAACTCAGTGGTCTCTGTCC
exon 11 TGGCTCATCTGTACTGTGAC | TGACCAACAAGTGACCTATG
intron 8 GGTACCACTCGCATCCCACTG | GGTACCACACAGCCAAAGGC

CAGAG CTTGCC

3. ABCB7EEFDRIEES —IT O AICAWET 54T —DIEERS

EiE R Forward primer | Reverse primer
ACAGCTGAAGCCTCC | CCCCGAGGTCAGGAG
exon 1 TCCCAGG GGCAA
TGATCCGCCCGCCTT TCTCTGCATTTCCAG
exon 2 AGCCT AAGCAGAAACAT
exon 3 AGTGAATGACACTGG | ACCTTGAAGCACACG
GAAAGCCAG CACACACA
exon 4 ACCAAGCCCTCTGCT | AGTGATTTACACCAG
TTCCTAAAAGG GCCCAGGA
exon 5 AGCCTGAAATGACAG | AACCTCCTTGAAGAK
CTCTCCCA AGTCAACACCTG
exon 6 TCCACAGTAATGCCA | CCCATGGGCATGCAA
TGTGGGCT CAGTACA
CACGTACATAACTTC | GGGACCAACATCATA
exon7 &8 ACGCCACCA GATGCCAAAACA
exon 9 TCAGGGGAAGGCT I T | CCAATCAGTGAGTGA
GTGAAGGA GGCAGTGCT
GGTGGGTCTTTCCCA | AGCACCCCCACCCCT
exon 10 TTCCTAACG GACAA
CCCTCCCCAACCCCA | GAGGUCCCAGGCCAC
exon11 & 12 COToA NCAAC
ACCCCTGGGAAGGG | ACCCAATCAAATGTG
exon 13 AATGGGA ACTCAACGAGCA
exon 14 GCCTCATTCTCATTCT | TGGAAAAAGGGGGA
TCCCACCTGC TAGGCATTTTGCT
TTGCTTTCTCCT GAATCGTAACAGG
exon 16 GGCACTGGG TAGCTC | TGAGCACAACCAGGA
AACAGGGA CAGTGACA




#F®4. GLRXS5EEFDIRIEE

J

=D L2 AICBWET 54X —DIREEES

IETRARIE forward primer reverse primer
exon 1 TTGCCGACGACCAATAGTAAGG ACTCCTCGCCCTAACCCGGCTC
exon 2 GGGAAGCCAGGGAGGGACAGTG | CAGGGCTCCAGAGATAGGCAGGTG

#+5 SLC25A3SEEFDIREEL S —I IO RICBWET 54 Y—DIERES

IR AR forward primer reverse primer
exon 1 GTCGTCCACGCTGGTCTCCA | CCCCGGCAATTCCGCCCTTT
exon 2 TGAGGCACCA$CAGGTAAGTG GCTGCTCAGGAACGGACCCC
exon 3 AGGAAGTGTTTGAGTGGGGA | AGACCACATAGGTACTCCCAC
ATTGTTT CACT
exon 4 TGGGGTCWXE%GGMMCCC GTGACTCGCATGGAGGCGCT
exon 5 GCCCCATMC%Y GCAGTCTGC | p cCCTATCCTCACCCCGCCA
exon 6 GGTGGGCAACTTGCACTGACC | GCCTAGATTTTAACCTGGGCA
T TGGGG
exon 7 TGGTGGTGGGCGCCTGTAGT | ATCAGTGGTGGCCTGGGGCT
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E3. MDSO#EH#ERE

RARS RCMD

idicX(q13)
(3.7%)

Inciuding -7 and 5¢~
(3.7%)
Including 20q~ and -7

-7 (7.4%) (3 700



6. By 51

SBE1E(CSA) RARS RCMD PiE PiE
(1881) (a761) (7281) (CSA vs RARS) | (CSA vs RCMD)
S 17 33 44 =
o
i i 14 28
SEEEE(A) | 19.0 (£ 20.2) | 72.5 (+ 10.4) | 71.0 (& 13.0) <0.01 <0.01
5547 4814 4105
BiR (/1) (+ 2022) (+ 2478 ) (+ 1847 ) 0.27 <0.01
bk 384.3 245.6 239.4
(x104/pl) (+ 100.0 ) (+ 45.6 ) (£ 56.4 ) <0.01 <0.01
~NESOEY
o 71(£21) | 87(x17) | 83(x18) <0.01 0.02
MRS R 69.0 106.8 106.5
(f1) (£ 11.6) (£ 9.0) (£ 9.2) <0.01 <0.01
VR 28.5 25.9 23.9
(x10%/pl) (£ 12.2) (£ 15.5) (£ 24.1) 0.53 0.44
iz2.1 i7.7 21.8
HRARITR (%) (+ 10.9 ) (+ 10.8 ) (+ 20.0 ) 0.07 0.05
st
x7. BERT—452
| SBIEM(CSA) RARS RCMD PE PiE
(1861) (4781) (72461) (CSA vs RARS) | (CSA vs RCMD)
T-Bil (mg/dl) | 1.1(x08) | 1.3(x09) | 1.1(20.7) 0.47 0.78
AST (GOT) | 33 (1 24.3) | 24.9( 11.7) | 27.9 (+ 20.8) 0.08 0.38
(IU/1)
AL&(}%T) 32.3 (£ 20.0) | 22.6 (+ 15.2) | 26.4 (+ 20.0) 0.04 0.28
218.3 263.5 246.1
LDH (1U/1) (+ 98.9) (£ 119.2) (£ 97.7) 0.16 0.28
CRP(mg/dl) | 0.13 (£ 0.15) | 0.40 (& 1.16) | 1.17 (+ 3.81) 0.37 0.30
Serum 210.7 162.8 171.1
iron(mg/dI) (£ 75.6 ) (£ 73.6 ) (+ 66.2) 0.03 0.04
80.4 102.4 78.2
UIBC(mg/dl) | (4 113.6) (+82.7) (£ 60.7) 0.48 0.93
Ferritin 1239.8 743.4 804.3 0.08 013
(ng/mi) (+ 1306.8) (+ 815.3) (£990.2) * :




