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Exon 4 ¢.468_c.469insG

hxon 11: c 1352_c.1353del

Magnetic resonance imaging (MRD) showed that uneven high sig-
nals in the left thigh lateral root muscles, the medial groin area, and the
left side of the abdominal pelvic cavity.
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Figure 1 T2 lipid- pressure sequence of left femur and

bilateral hip joint by MRI plain scan of case 1
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Exon
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Exon 14: ¢ 2015( >A

A: Frameshift variation ¢.468_c.469insG and nonsense mutation ¢.799-12(IVS6)G > A in exon 4 of F13A1 gene in case 1. B: Frameshift variation
¢.1352_c.1353del in exon 11 and nonsense mutation ¢.2015G > A in exon 14 of F13A1 gene in case 2.
2 FXICD B/LF1B3AL EEAHFRE MR R EE
Figure 2 Schematic diagram of pathogenic mutation site of F13A1 gene in children with FXIICD
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A: There was frameshift mutation ¢.468_c.469insG in the F13A1 gene in case 1, but no mutation in his father. B: There was missense variation

¢.799-12(IVS6)G>A in the F13A1 gene both in case 1 and his father.
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Figure 3 Genetic sequencing of case 1 and his father
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A: There was frameshift mutation ¢.1352_c.1353del in the F13A1 gene in case 2 and his father, but no mutation in his mother. B: There was mis-
sense variation ¢.2015G>A in the F13A1 gene in case 2 and his mother, but no variation in his father.
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Figure 4 Genetic sequencing of case 2 and his parents
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