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Identification of the candidate gene for PFAPA syndrome
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We performed whole exome analysis for 45 samples of 12 families with PFAPA.
Firstly, we searched the mutations in 6 known candidate genes(MEFV, MVK, TNFRS1A, LPIN2, NOD2, ELANE) for
hereditary autoinflammatory syndromes, but we coud not detect any pathogenic mutations in these genes.
Narrowing down the candidate variants in each family, we detected 26-98 candidate variants in the
families with autosomal dominant inheritance model and 1-3 candidate variants in the sporadic families.
We then searched the candidate genes whose variants were found in two or more families. However, we could

not find any common genes having pathologcal mutations.
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sample_ID | Mean depth | % bases above
20
1 139.82 91.9
2 126.45 90.9
3 164.37 92.8
4 139.84 91.7
5 116.69 90.3
6 134.37 91.6
7 125.67 91.1
8 142 .52 91.9
9 142.33 91.9
10 140.63 92
11 125.96 91
12 130.56 91.8
13 137.2 91.8
14 142.07 91.9
15 99.49 88.4
16 115.56 89.9
17 119 90.5
18 122.14 90.7
19 103.85 89
20 149.19 92.3
21 136.13 91.8
22 154.53 91.8
23 153.22 91.9
24 159.37 91.9
25 157.2 92
26 145.85 92
27 154.7 92.3
28 144.89 92
29 139.48 91.7
30 162.07 92.2
31 164.53 92.1
32 147.02 91.6
33 121.24 89.9
34 148.55 91.4
35 163.23 92.2
36 183.38 92.9
37 105.99 93.2
38 109.34 93.7
39 110.86 93.4
40 89.71 93
41 101.69 93.8
42 91.56 92.9
43 105.2 93.5
44 84.11 92
45 93.9 92.8
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