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Cace Age Position SF3B1 Hb at | MCVat of Hb of mutant protein*
numbee at Gender | of ALAS2 mutation onset | onset | by VitB6
diag mutation (g/dl) (fl) treatment .
(a/dl) wloPLP | with PLP
1 0 M R170C N/D 4.8 52.5 1.7 64.1% 72.5%*
2 20 M R411C N/D 4.8 52.5 5.2 11.9% 25.1%er1°
3 68 M R452C - 6.0 67.3 No effect | 99.9% 94.0% ef 21
4 17 M D190V N/D 8.9 66.9 No effect | 98.6% 98.5% ref20
5 36 M R452C - 7.4 70.0 No effect | 99.9% 94.0% ref21
6 36 M M5671 N/D 6.5 64.4 3.4 38.1% 25.2% e
7 14 M V562A - 8.1 61.2 47 150.6% | 116.9% rf2!
8 31 M R170L - 4.1 50.8 8.1 3M1% 60.8% **
9 3 M R452C - 5.4 54.4 29 11.9% 25.1% rer1®
10 62 M R170L N/D 8.0 73.9 No effect | 31.1% 60.8% **
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- Gene mutation
Case él.e a Gend Family Hb MCV | Response
number h:aog} ender | history sLC sLe (gidl) | (A) | toVvitBe
ALASZ | yiico | GLRXS | ABCB7 | g0 | PUST | SF3B1
Ex11
1 14 M g 74 | 60.0
12 19 M : '"t1'°" : : : : s z 78 | 739
13 4 M "“1r°“ 66 | 736
14 0 M L . . : : : 39 | 650
15 20 M . |PEER : . 5 : : 76 | 820 .
16 0 M 68 |831| ND
17 32 M ND | ND NID ND | ND | ND | ND | 112 | 69 +
18 36 M ND | ND NID ND | ND | D | ND | 108 | 673 +
19 18 F + 2 : : - : ¢ 2 9.3 | 962 +

N/D: not done, *Vit B6 was not administered due to PMPS
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