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F1. THERI OB G B

MEF) mutation patients
MBI A ~T AR/ RTHESE 19 (24.7%)
MB94I I~ T oAk 6  (7.8%)
E148QFEHEA K 5  (6.5%)
L110P/EMBQ~T AR 14 (18.2%)
R369S/RA0BQA- T Tr~T RHES IR 5  (6.5%)
E148QEM~7T Ik 13 (16.9%)
L1TOPH~T 24K 8  (10.1%)
R202Q~T EA K/ B EHEL K 7 (9.1%)

&2, MG &~ T e B (K /R E A _
No AR R dm >usC w e mEw VS TR LY g R
1 2TM 24 + + - - 35  2~5b ++
2 26F 9 + + + - 12 2~3 ++ RN &
3 51M 30 - - + - - (1/18) 1~2 N
4 30,F 9 + + - - - 9 2 N .
5 39M 16 + + + + + 9 1~2 N =30 | o) EIBQ
6 33F 3l + + + - 5 4~6 N AM-R T
7 3LF 17 + + + + - 12 3~14 ++ TRAPSZE B.(+)
8 33,F 20 + + + + 18 3 ++ HET IR |
9 20M 12 + + + + % 2~3 ++ +L110P
10 40M 18 + + - + - 30 1~2 ++ M6941 homo
11 23M 15 + + + + - 18 7 ++ BD(+)
12 44F 14 + + + - - 12 3~4 ++ AR |
13 51LF 46 + + + - + 9 3 ++
14 29M 23 + + - + - 2 2 N
15 28M 20 + - + + - 12 3~4 ? +E148Q, L110P
16 31,F 13 + - + + + 12 5 N AR
17 26,M 14 + + + + - 12 2~3 ++ BT
18 46,F 32 + - + + 4 7 ++ -l
19 5L,F 19 + + + + + 9 1~3 ++

20.1 94.7% 89.5% 78.9% 78.9% 36.8% 12 1~14 12/12

N:non~administration

F3. M6~ T oAk
No. M TR M >IC MR MW iR OVC R 70T T
1 15M 13 + + - + - 12 2~3 ++
2 30F 28 + + + - - ? 3 N
3 57,M 9 + + - - - ? 3 N
4 51,F 42 + + - + 9 1 ++
5 9M 7 - - - - (1/18) (1-2WFF5) N R T
6 62M 40 + + - - 12 2~3 N

26 83.3% 83.3% 66.7% 16.7% 16.7% 11 1~3 2/2

N:non-administration



#4. B1BQRTHEEHR _
No Rt KR ma >sC W W BB (0e) (o omp PR
1 24M 18 + + + + + 6 ? ?
2 37F 37 + + - - - 12 3~14  ++ BD(+)
3 32M 31 o+ + - - + ? 3 N BD(+)
4 27TF 22+ - - + - 12 3~4 N
5 25M 20 @+ + + - + 6 3 N
25.6 100% 80%  40% 40%  60% 9 3~14 1/1
N:non—administration
#5. E148Q/L1 10P~F rgEa iR —
No. HE B gt >38C ki Wl B ) (1 o BT
1 26F 25 + + - - - ? 4~5 N s/o0 BD
2 16F 15 - + - - - 6 9~3 N
3 30F 11+ + - - - 6 ? N s/0 BD
4 bH1M 48 + + - - + 3 14~21 N
5 35M 35  + - - - - ? 14 N BD(+)
6 30F 3 + + + - - 9 3~4 N
7 25F 18 + + - - - 12 4~5 N AT
8 20F 18 + + + - - 5 14 N ucH)
9 HM 5 - + - - ? 1 N
10 16F 15 - + + - - 9 3~5 4+
11 30F 28 + - - + 5 3~5 N L
12 BLF 8 - + - - - ? ? N
13 2M - - - - - - ? ? N
14 2F - - - - - - ? 14 N
25.1 85.7% 78.6% 35.7% 0% 14.3% 7 1~21 1/
N :non—administration
#6. P369S/R408QE EEp ~T R B A _
No. .t T R >uvC W Wew MR Vo (R CDCRY mawr  mw
1 19M 19+ - - - 12 >7 N +E148Q, L110P
2 29F 29 + - + + 6 <7 N +L110P
3 23F 23 - - + - - (1/38) 3 + ZR-A T +E148Q, R202Q
4 36F 33 + - + - + 9 3~7 + +E148Q homo
5 39F 39 + - + - + (L) 2~T + EH T
28.6 80% 40% 60% 20% 60% varied 2~>7 3/3
N :non—administration
7. El4BQEUM~T o 5K _
No M TR RA >IC N Wi M o) R ToE R
T 40M 34 = + + - - 4 7~10 o+
2 49F 12+ - + - + 2~3 7 ++ TR |
3 18M 17+ + + - - 1~2  2~3 N
4 35M 34+ + + + + 16 [~2 N
5 29M 28 - - + - - 12 1 N
6 6LF 20 + + - - 1 2~3 N
7 40F - - - - - ? N
8 33F 25 <+ - - - ? ++ BD(+)
9 49M 39 + - - + ? ? - BD(+)
10 55M - - - - - ? N AAT IRAR—L A
11 4L,F 38  + - - - ? 7 -
12 21,M 20 + - - 2 2~3%#f -
13 ?M - - - - - N
26.7 69.2% 38.5% 53.8% 7.7% 23.1% 56  1~90 3/6

N:non-administration



&

. LILOPHA~T i 4K

No. 41 %ég; #H >3C MR MR R (@ﬁi ?g’? 3;;;;;/ B -
1 28F 18 + + + - - ? ? ?
2 34.M 30 + + + - - ? ? ? s/oUC
3 oM 2 - - - - 9 9 ?
4 26,F 26 + + - - - 12 7~14 N
5 968 11+ + - - - 49 ?
6 39F 38  + + P - 12 e 9
7 43M 40+ s - - - > 9 N BD(+)
8 35,M 35 + + - - + 12 2~3 N s/o SLE

28.3 87.5% 87.5% 37.5% 12.5% 12.5% 10 2~14 0/0
N:non—administration

R9. R202Q~T ot Sk T A
No. fE Mk OE ga S38C MR WE AT (EE Bt VTS pgwmy zam

Raai Bl/AE) (B OHE

1 29M 28 + + - - 12 7 N s/o BD R202Q/E148Q
2 56,F 45 - - + - - (1/:8) 1~2 N s/0 MCTD R202Q homo

3 13,M 55 + + - - +  (1/#%H) <« N

4 T2M 12 + + + - + ? ? N

5 32M ° + + + - - ? 30 N R202Q hetero
6 37,M 20 - - - - + ? Frist ++

7 45F 37 + - + - - WED 14 N

32.8 71.4% 57.1% 57.1% 0% 42.9% varied varied 1/1

N :non-administration

K10, B 7MW RBFMOBTEOFED
FE R >38C MEm Mdm BER B R SALTFv

Bl a N % W W & % @ (H) OB
M6UIE S ~T 0, IRE 19 20.1 947 895 789 789 36.8 12 1~14 12/12
M6 941 B~ 7 1 6 26.0 83.3 833 667 167 16.7 11 1~3 2/2
E148QRE 5 25.6 100 800 40.0 40.0 60.0 9 3~14 1/1
E148Q/L110P~F 1 14 25.1 857 786 357 0.0 14.3 7 1~21 1/1
R369S/P408Qa & dr~T 0 5 28.6 80.0 40.0 60.0 20.0 60.0 varied 2~>7 3/3
E148QHiM~F 13 26.7 69.2 385 538 7.7 23.1 5.6 1~90 3/6
L1LOPHEA~T 8 28.3 87.5 875 375 125 12.5 10 2~14 0/0
R202Q~7 0, RE 7 32.8 71.4 57.1 57.1 0.0 42.9 varied varied 1/1
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