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15 I Het [ C3GIC3GN p.G110EfsTer8; c.338_483del p.E314GfsTer9; c.941_1144del c.1331_1429del; p.C444-D457del
*Reference range: 18-44 mg/L F W\bg — H -t H — B L w "
Table 2. Variant information 'eec1330)
. del; p.R406-D457del
Variant Genomic Position MAF* ClinVvar** Franklin SpliceAl me i ; 217_1426 PRA% D457 -
Score | B— 5 — == @ -
c.355G>A 4-110685820-C-T 4.25x104  Conf. Interp. 0.41 poppiies
Cc.472G>A 4-109764547-C-T 1.19x10-5 Not Reported VUS (-0.01) & 0.30 Figure 4. Impact of Variants. (A) Variant location. (B-D) RT-PCR results. A 1.5% agarose gels depicting the
. Impact of c.472G>A, ¢.355G>A, c.950G>A, ¢.1429+1G>C, & ¢.1429G>C. (E-F & ) Visual depictions show
C.950G>A 4-110670749-C-T 2.12x10 VUS VUS (-0.36) Sanger sequencing displaying the affects of the exonic variants, c.472G>A and & ¢.355G>A, arranged from
C.1429G>C 4-110667378-C-G 1.99x10-5 VUS VUS (-0.75) & 0.37 |the uppermost to lowermost band. (G-I) Visual depictions show Sanger sequencing displaying the affect of
the exonic variant, c.950G>C, arranged from the uppermost to lowermost band. (J-M & 1) Visual depictions
C.1429+1G>C 4-110667377-C-G 2.83x107 P/LP P (-0.77) &0.41 | show Sanger sequencing displaying the affects of the splice site variants, ¢.1429+1G>C & ¢.1429G>C,
*collected from the gnomAD database (GRCh37/hg19: ENSG00000205403.8). arranged from the uppermost to lowermost band. The amino acid consequences are shown above the
**Conf. Interp. = Conflicting Interpretations Sanger seguencing results.
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