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£2 HH SN TV D NGLY RABREBFH O NGLY 75 B4

milw  EEEs axowy CHOFR NGLYI V55t
Enns 5 '¢ 1 % 5 ¢.C1891del (p.Q6318)/c.1201A>T (p.R401X)
2 L' 20 ¢.1370dupG (p.R458fs) /c.1370dupG (p.R458fs)
3 'S 4 ¢.1205_1207del (p.402_403del) /c.1570C >T (p.R523X)
4 5 2 ¢.1201A>T (p.R401X) /c.1201A >T (p.R401X)
5 % 5%2 ¢.1201A>T (p.R401X) /c.1201A>T (p.R401X)
6 % 0.75*  c.1201A>T(p.R401X)/c.1201 A>T (p.R401X)
7 n 3 c.1201A>T (p.R401X) /c.1201A >T (p.R401X)
8 n 16 c.1201A>T (p.R401X) /c.1201 A>T (p.R401X)
Cagalyan 5 ¥ 1 % 16* ¢.1533_1536delTCAA (p.N511KfsX51)/c.1533 1536del TCAA (p.N511KfsX51)
2 % 9 c.1533 1536delTCAA (p.N511KfsX51)/c.1533 1536del TCAA (p.N511KfsX51)
Heely 5 7 1 L 14 ¢.347C>G (p.S116X) /c.881 + 5G (p.IVS5 + 5G>T)
Boshe 5 ¥ 1 7 3 c.1201A>T (p.R401X) /c.1201A>T (p.R401X)
Lam 5 ¥ 1 5 3 ¢.953T>C (p.L318P)/c.1169G >C (p.R390P)
4 'S 5 ¢.931G>A (p.E311K)/c.730T >C (p.W244R)
5 5 6 ¢.1604G > A (p.W535X) /c.1910delT (p.L637X)
7 n 8 ¢.622C>T (p.Q208X)/¢.930C >T (p.G310G (splice site) )
8 % 10 ¢.622C>T (p.Q208X)/c.930C >T (p.G310G (splice site) )
10 n 17 ¢.1201A>T (p.R401X) /c.1201A >T (p.R401X)
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PUB: a dinain present in PNGase/UBA or UBX-containing proteins, TG: fransglutaminase domain,
PAW: a domain present in PNGase and other worm proteins, X: NGLY1 RIBEEEICHITIERS
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