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7 b=k U/ (ACN) HPLC/ L — FERIZAR 7 L—FK

TR 99.5 %

T AF VAR F T K (DMSO) HPLC 7 L — R

x % ) — /) (EtOH) p.a., 96 %

X1 (FA) p.a., 98 - 100 %

A & ) —)b (MeOH) AJBC (LiChrosolv)

kU 7 A v EElg (TFA) purum > 98 %
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NP A/B NP C NPC S—3I =5 MOLSD fEH %tHR
(ESE
A EN 18 36 16 14 114 106
% 5.9 11.8 5.3 4.6 37.5 34.9
B EHN 19 63 26 78 151 111
P (%) 2.0 17.0 47.5 440 34.0 47.0

(Pofefii, U4y (1.0-14) (78-25.0) (35.5-53.3) (27.5-58.0) (14.0-49.0) (36.0-54.0)
P PA)

(R %0 (n=11) (n=34)  (n=14) (n=13) (n=91) (n=98)
n(%E f(& m f m f m f m f m f
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cDNA n B RBIBIHRT 5%

c.2861C>T 5 10,4%

¢.3019C>G 4 8,3%

¢.3104C>T 3 6,3%

c.1166G>T 2 4,2% 30
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c.1990G>A 2 4,2%
c.2196dupT 2 4,2%
c.3245G>A 2 4,2%
c.3478-6T>A 2 4,2%
¢.3493G>A 2 4,2%
¢.1112delT 1 2,1%
c.1114C>T 1 2,1%
c.1202C>T 1 2,1%
c.1501G>T 1 21%
c.1535A>G 1 21%
¢.2621A>T 1 2,1%
c.2660C>T 1 21%
€.2684dupG 1 21%
c.2727G>A 1 2,1%
c.2795+1G>C 1 2,1%
c.289T>A 1 21%
¢.3001A>G 1 2,1%
c.58-3T>G 1 2,1%
c.616_619delACTC 1 2,1%
c.749_755delAGCCCCA 1 21%
c.1143G>C 1 21%
.1554-1900G>A 1 21%
c.2292G>A 1 21%
€.2668T>C 1 21%
c.2872C>T 1 2,1%
c.3100G>A 1 21%
€.3433T>C 1 2,1%
c.3618delA 1 21%
c.3662delT 1 2,1%
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