Table 4. Characteristics of NOTCH1 mutation.
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case No.  Nucleotide change Amino acid change mutation
1 €.3640C>T p.QI1214Ter nonsense
2 c.1270G>A p.E424K missense
3 ¢.1400G>T p.C467F missense
4 c.1114C>T p.L372F missense
5 c.1270G>A p.E424K missense
6 c.1451G>T p.G484V missense
7 c.1415G>A p.G4T2E missense
8 ¢.4232dup p.T1412LfsTer67 frameshift
9 €.5950C>T p-R1984Ter nonsense
10 ¢.6011G>C p.R2004P missense
11 c.4132_4143del  p.F1378_P1381dei inframe deletion
12 €.6557G>T p.G2186V missense
¢.1253T>C p.L418P missense
13 c.928G>A p.G310R missense
14 ¢.951_963dup p.V322WfsTerl3 frameshift
15 c.5843_5855del  p.L1948QfeTer29 frameshift
€.5840T>A pL1947Q missense
16 c.928G>A p.G310R missense
17 c.1423del p.Q4755£sTer156 frameshift
18 c.2014+2T>A - splice donor variant
19 €.6286C>A p.L2096M missense
20 €.5935-3C>T - splice region variant
¢.3880G>T p.E1294Ter nonsense
21 ¢.868C>T p.Q290Ter nonsense
22 c.1313G>A p.C438Y missense
23 €.2963_2964del  p.T988RfsTer36 frameshift
24 ¢.3856C>T p.Q1286Ter nonsense
25 c.928G>A p.G310R missense
26 ¢.5529G>A p.T1843Ter nonsense
27 c.1799G>A p.C600Y missense
28 c.255dup p.A86CfsTer57 frameshift
29 c.1895_1896dup  p.T633GfsTerl40 frameshift
c.1293C>A pN431K missense
30 c.1363G>A p.E455K missense
31 ¢.1293C>G pN431K missense
32 c.981G>A p-W327Ter nonsense





