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RNA-binding proteinfifk THY, 7 EAA L EDOHEDN
PISS-ABLIRLITRO IR DD E I TED T2
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BT, EBRICAT oA R E (RF Do
) EDERINE DO TEHLW (BHAWITIRTE T 5) JEH]
BRI THEET D, 5 hSOICHFHER HE <
L. B—OFFEEIT% 9% CSF-HT ULRNP HLIED IR Y
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#&1 TRAPSELWEEZRUEShLTE - 23

L BERT BT dbSNP_ID TBRZ:. BEH pofiicicd in silico BEREFRI™

[l (Allele 152)  (Build137) 11 12 22 MaF~ 11 12 22 MAF~ PROVEAN  SIFT
EFEER
TNFRSF1A (ENSP00000162749)
p.Thr90lle (T61l) c.269C>T rs34751757 169 8 0 0.024 356 7 0  0.010 D D
p.Vali65Met (V136M)  c.493G>A NA 166 1 0 0003 192 0 0 0 N D
p.Ser350lle (83211 c.1049G>T  NA 166 1 0 0.003 192 0 0 s} N T
MEFV (ENSP00000219596)
p.Glu84Lys (E84K) ¢.250G>A r$150819742 164 3 0 0.009 188 4 0 0.010 N D
p.Leu110Pro (L110P) ¢.3297T>C rs11466018 141 24 2 0.084 321 40 2 00861 N T
p.Pro115Arg (P115R) c.344C>G NA 165 2 0 0.006 365 1 0  0.001 N D
p.Glu148Gin (E148Q) c.442G>C rs3743930 97 61 g9 0.237 244 101 21 0195 N D
p.Arg202Gin (R202Q) ¢.605G>A 15224222 152 13 2 0.051 347 19 0 0.026 N T
p.Thr249Ala (T249A) C.745A>G NA 166 1 0 0.003 386 0 0 0 N T
p.Gly304Arg (G304R) ¢.910G>A 1s75977701 161 6 0 0018 348 16 0 0.022 N D
p.Pro369Ser (P369S) c.1105C>T r$11466023 162 15 g 0.045 177 15 0 0.038 D D
p.Arg408GIn (R408Q) c.1223G>A 1511466024 153 14 0 0.042 179 13 0 0.034 N T
p.His478Tyr (H478Y) ¢.1432C>T rs104895105 166 1 0 0.003 192 0 0 0 N T
p.Ser503Cys (S503C) c.1508C>G  rs190705322 160 7 0 0.021 175 17 0 0.044 D D
p.lle591Thr (1591T) c.1772T>C rs11466045 166 1 0 0.003 189 0 0 0 N T
p.Tyr688Cys (Y688C) ¢.2063A>G rs104895122 166 1 0 0.003 192 0 0 0 D D
p.Met694lle (M6941) c.2082G>A  rs28940578 166 1 0 0.009 192 0 0 0 N T
MVK (ENSP00000228510)
p.Val109Leu (V109L) €.325G>C NA 166 1 0 0.003 191 1 0 0.003 N T
p.Asp386Asn (D386N) c.1156G>A  rs104895380 166 1 0 0.003 NA N T
NLRP3 (ENSP00000337383): exon 3 & 24
p.Arg137Cys (R137C)  c.409C>T NA 156 1 0 0.003 NA N T
p.Ser198Asn (S198N) ¢.593G>A rs180177459 156 1 0 0.003 NA N T
p.Leudd47Phe (L447F) c.1339C>T NA 156 1 0 0.003 NA D D
p.GIn705Lys (Q705K) c.2113C>A rs35829419 156 1 0 0.003 NA N T
F&ER
TNFRSF1A (ENSP00000162749)
p.Pro12= (P12P) ¢.36A>G rs767455 114 47 6 0177 140 50 1 0136
p.Ser56= (S56S) c.168G>A rs104895280 166 1 0 0.003 363 0 0 o
MEFV (ENSP00000219596)
p.Asp102= (D102D) ¢.306T>C r$224225 115 47 5 0171 273 84 6 0132
p.Gly138= (G138G) c.414A>G rs224224 115 47 5 0471 276 84 6 0.131
p.Ala165= (A165A) ¢.495C>A rs224223 111 50 6 0.186 275 84 7 0134
p-Ala3ti= (A311A) ¢.933G>A NA 166 1 0  0.003 191 1 0 0.003
p.Arg314= (R314R) €.942C>T r$224213 13 70 84 01287 24 92 76 0.365
p.Glud74= (E474E) c.1422G>A  rs224208 19 76 72 0.341 30 99 63 0.414
p.Gind76= (Q476Q) c.1428A>G rs224207 19 73 75 0.332 29 96 67 0.401
p.Arg501= (R501R) ¢.1503C>T 1576464258 148 19 0 0057 172 20 0 0.052
p.Asp510= (D510D) ¢.1530T>C rs224206 19 73 75 0.332 29 96 67 0.401
p.Pro588= (P588P) ¢.1764G>A  rs1231122 71 77 19 0.344 63 96 30 0413
p.Gly779= (G779G) €.2337G>C  rs104895153 166 1 0 0.003 190 2 0 0.005
MVK (ENSP00000228510)
p.Glug6= (EB86E) c.258G>A rs139299227 166 1 0 0.003 NA
p.Ser128= (S128S) c.384C>T NA 166 1 0 0.003 NA
p.Asp170= (D170D) c.510C>T rs2287218 115 45 7 0177 NA
p.Arg277= (R277) c.831C>T rs104895353 163 4 0 0.012 NA
NLRP3 (ENSP00000337383): exon 3 D& T
p.Thr221= (T221T) c.663C>T rs7525979 117 34 6 0.146 NA
p.Ala244= (A244A) c.732G>A rs3806268 33 68 56 0427 NA
p.Asp312= (D312D) ¢.936C>T rs143840033 156 1 0 0.003 NA
p.Serd36= (S436S) ¢.1308C>T rs34298354 123 30 4 0121 NA
p.Pheb42= (F642F) ¢.1926C>T rs34698071 1563 4 g  0.013 NA

P /EEE S LEnsemblD 7 /F—L 3 (ENSPEYERER) Tk-f, K7/ BERNEROBERZ (TOINDLSIZRLE, Thit,
TNFRSFIAIZBL TRV T F LR TFRIIHE S OB S THD. ENLRPIZEL Tlkinfevers TF—4R—ATH 7 /FT—Lav (BB O 7S /B%5%
ORVEL TS KUYEFA2DOXREN, AXFTHINALOREEFEAL .

=*TAF—FUIVEE

“**PROVEAN -k (http://provean.jevi.org/) ZR AL, BED G TRITL, D EHEE LR (PROVEANT B TldDeleterious, SIFTF R Tl
Damaging), N (Neutral) 8 &UT (Tolerated) (P MAZTELDFHTHB,
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