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#F 2., FIEM LCAT KEE CRE SN TN HER-1

Mutation Genotype Location Ref

¢.31 G deletion Homozygote exon 1 1

N5IAtoT Homozygote exon 1 2

P9 C insertion Homozygote exon 1 3,4,5,6,7,8
¢.102 G deletion Homozygote exon 1 9

G305 Gto A Homozygote exon 2 10, 11, 12
Y83Stop Cto A Homozygote exon 3 13,14

A93T Gto A Homozygote exon 3 15,13, 16, 17
R140H G to A Homozygote exon 4 18

R140CCto T Homozygote exon 4 19

G141 GGC insertion Homozygote exon 4 20
R14TWCtoT Homozygote exon 4 15,17, 21, 22,1
R168C Cto T Homozygote exon 5 15,13

1178 A insertion Homozygote exon 5 23

S208TTto A& L372R T to G Homozygote exonb5 &6 | 24

L209P T to C Homozygote exon 5 15,13, 17, 25
K218NGto C Homozygote exon b 1

N228K Cto A Homozygote exon 6 20

G230R G to C Homozygote exon 6 26

M234I G to A Homozygote exon 6 7

R244G Cto G Homozygote exon 6 5,7, 27

P250R Cto G Homozygote exon 6 28

M252K T to A Homozygote exon 6 29, 30, 31, 32, 33
V264 G deletion Homozygote exon 6 34

T274ICto T Homozygote exon 6 1

M293I G to A Homozygote exon 6 5, 20, 35, 36, 37, 38
V309M G to A Homozygote exon 6 39

T32IMCto T Homozygote exon 6 5, 13, 40, 41, 42
G344S G to A Homozygote exon 6 34

T347M C to T* Compound heterozygote exon 6 15, 43, 44
L372R T to G Homozygote exon 6 1

R399CCto T Homozygote exon 6 3, 26

*Qriginally identified by compound heterozygote, later in vitro experiment showed FLD phenotype (44)
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% 3. FIEME LCAT KIBE CRIESNTWAZERE-2

Mutation Genotype Location Ref

L7 30bp insertion exon 1 45
Compound heterozygote

G33RCto A exon 2 45

Y83Stop Cto A exon 3 14
Compound heterozygote

Y156N T to A exon 5 14

R135WCto T exon 4 13, 17, 46, 47
Compound heterozygote

Q376 A insertion exon 6 13, 17, 46, 47

R14TWCto T exon 4 48
Compound heterozygote

Y171Stop T to G exon 5 48

H168 C deletion exon 5 42
Compound heterozygote

T321IMCto T exon 6 42

Y120Stop A to T & C deletion exon 4 15,5
Compound heterozygote

G183SGto A exon b 5, 49

L32P Tto C exon 2 15,5
Compound heterozygote

T321M Cto T exon 6 5

P9 C insertion exon 1 3,4, 5, 6, 50, 8
Compound heterozygote

R399C Cto T exon 6 3, 26

g.131-157 deletion exon 1 1
Compound heterozygote

R140CCto T exon 4 1

c141-145 deletion exon 1 1
Compound heterozygote

S18INGto A exon 5 1

L212 G insertion exon b 51
Compound heterozygote

¢.794-801 deletion exon 6 51

T321IM Cto T exon 6 52
Compound heterozygote

F382VTto G & S208T T to A exon5 &6 | 52

¢.141-145 deletion exon 1 53
Compound heterozygote

S18INGto A exon 5 53

G71IRGto C exon 2 54
Compound heterozygote

R140HG to A exon 4 54
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x4, AIRREE CTRESNTVWDHER-1

Mutation Genotype Location Ref

PIOLCtoT Homozygote exon 1 15, 55, 56, 57

TiISBM Cto T Homozygote exon 1 58

V46E T to A Homozygote exon 2 1

R99C Cto T Homozygote exon 3 59

T123ICto T Homozygote exon 4 15, 60, 61, 62

N131DAto G Homozygote exon 4 63

L300 (CTC) deletion Homozygote exon 6 64, 65

#5, AIRARBECREINTNLELR-2

Mutation Genotype Location Ref

T123ICto T exon 4 44, 66, 67
Compound heterozygote

T347M C to T** exon 6 15, 43, 44

P10QCto T exon 1 68
Compound heterozygote

R135Q Gto A exon 4 68

Ti23[Cto T exon 4 44, 66, 67
Compound heterozygote

Y144C Ato G exon 4 66

T123ICto T exon 4 44, 66, 67
Compound heterozygote

IVS4:T-22C intron defect intron 4 67, 69

Y83Stop Cto A exon 1 1
Compound heterozygote

T27T4A A to G exon 6 1

S91P Tto C exon 3 1
Compound heterozygote

Al141TGto A exon 4 1

**T347M homozygote mutation results in FLD phenotype (15, 43).
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