Supplementary figure 3. The c.2330_del G variant of exon 19 in patients 2 and 3 disturbs the reading frame and leads to a premature stop codon.
c.2330_delG
p.Gly777AsnfsX6
WT 

2300 CCACCATCATGATCCAGAAAACTGTCCGGGGATGGCTGCAGAAGGTGAAATATCACAGGC

 767 A--T--I--M--I--Q--K--T--V--R--G--W--L--Q--K--V--K--Y--H--R—

Mutated

2300 CCACCATCATGATCCAGAAAACTGTCCGGGATGGCTGCAGAAGGTGAAATATCACAGGC
 767 A--T--I--M--I--Q--K--T--V--R--D--G--C--R—-R--X-
