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Patient Exon Type Nucleotide Codon
No.
1 3 deletion €.611-612AAdel p.Lys156 LysfsX5
2 4 deletion €.818-819ATdel p.Met225GlufsX5
3 4 deletion c.979Adel pThr 278 ThrfsX27
4 4 deletion c.1168Gdel p.Gly341Gly fsx27
9 9 insertion  ¢.2157_2158ATins p.Met 671llefsX1
14 10 insertion €.2499_2500Cins p.Pro785fsX41
17 18 deletion €.3778Gdel p.Arg1211 ArgfsX4
18 18 deletion €.3802Tdel p.Asp1219GlufsX6
21 4 missense Cc.1152A>T p.Glu336Vval
22 4 missense c.1175A>G p.Arg344Gly
26 13 missense €.2828A>T p.Asn895Tyr
27 15 missense €.3102G>A p.Arg986Q
29 16 missense €.3282C>T pThri046lle
31 20 missense c.4060C>G p-Asp1305Glu
34 23 missense c.A4394G p.Ser1417Gly
38 4 nonsense c.1403G>T p.Gly 420X
40 5 nonsense c.1618C>A pTyr491x
43 6 nonsense €.1793G>T p.Gly 550X
50 IVS8+6 splice site €.2091+6t>c Skipexon 8
54 IVS19-2  splice site c.3803a->g Not detected
nonsense
mutation missense mutation 24
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Mutation type of

. Prenatal/Neonatal
proband Carrier (%) %)
insertion 2/3(66.7) 1/2 (50)
deletion 6/6 (100) 4/8 (50)
missense 6/8 (75) 1/3(33.3)
nonsense 4/8 (50) 2/4 (50)
splice site 5/5 (100) 1/2 (50)
Total 23/30(76.7) 9/19 (50)
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