MUTATIONAL ANALYSIS_TH GENE

ctgatcacat cococtaccct tagocccaacc ctggacagga gtoctgtoggo

tccaggagec tccgtggect gtgcccccac cccagecacaqg cctcocctgaco
cgtgcatcoc ctctgococctc agtGCTTCTC GEACCAGGETGE TACCGECCAGT

(;CQGGQQGCT GATTGCTGAG ATCGCCTTCC AGTACAGGCR gbtgaggggcc 2189086

2185234
2189186

2189136 EX6

c.698G>A (p.R233H)
(p.Arg233His)

c.982C>T (p.R328w)
(p.Arg328Trp)

c.1196C=T (p.T399M)
(p.Thr399Met)

cetgcgcteg ggacccagac tecgtcctge aggctgacgc tggacctggg 2183036
gggtgggagg gaaggacaaa ggggaggacc catctigica ccagcatcag 2188386
Egectcoctgc caggcagctc tgctcocaggg ctticcoatgt ccoccaaatcc 2188336
ggggccgggg at cagcc aagcgcccca ccccagcgceg gctccageoce 2188036
gtcccggete ggcagtgace cgcgtggoce cttgeocagiGC GCACGGGCTT 2187586 EXS
CCAGCTGCEE CCTETGECCE GCCTGEETETO CGCC(:GGGEC TTCCTGECCAE 2187936
GCCTEGECCTT CCGOGTGTTC CAGTGCACCC AGTATATCCGE CCACGCGTCC  2187HHE
TCGCCCATGEC ACTCCCCTGR GCCgtgagtg cgcgccctgg cocgeocagcce 2187836
gagggtgggg ggtgcgacgg gocggcccctc agoccccctitc teocctoctac 2187786
agagacccct ggaggggctg ctgacaccce cggtgcccce acctcgagcoca 2187336
tgacccaggg cEgectetce ccatecttca tectccctge tcocacagthC 2187286 EX 11
ATTGGCCTGEE CGTCCCTGGE GGCCTCGGAT GAGGRARATTG AGRAGCTETC 2187236
CE(ZEEtHEEt tgacccctce ctgeagggec tggggtgtgg gtttgggggt 2187186
ctgaatccag gocctcaccct cttgeocgtce aggcotgagge ctoctecttoce 2187136
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aligmment position

SeqReFc. 698G A 145
AJ Blood 185
A6 Fibroblasts 179
AT Clon 10 189
AB Clon 17 189
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GAAGCTGATT GCTGAGATCG CCTTCCAGTA CAGGCAGTGA GGGGCCCCTG CGCTCGGGAC CCAGACTCCOG TOCTGCAGGEC TGACGCTGGA CCTGGGGGGT
GAAGCTGATT GCTGAGATCG CCTTCCAGTA CAGGCAGTGA GGGGCCCCTG CGCTCGGGAC CCAGACTCCOG TOCTGCAGGEC TGACGCTGGA CCTGGGGGGT
GAAGCTGATT GCTGAGATCG CCTTCCAGTA CAGGCAGTGA GGGGCCCCTG CGCTCGGGAC CCAGACTCCOG TOCTGCAGGEC TGACGCTGGA CCTGGGGGGT
GAAGCTGATT GCTGAGATCG CCTTCCAGTA CAGGCAGTGA GGGGCCCCTG CGCTCGGGAC CCAGACTCCOG TOCTGCAGGEC TGACGCTGGA CCTGGGGGGT
GAAGCTGATT GCTGAGATCG CCTTCCAGTA CAGGCAGTGA GGGGCCCCTG CGCTCGGGAC CCAGACTCCOG TOCTGCAGGEC TGACGCTGGA CCTGGGGGGT
FEEEETErrr eeerrrrrer veerreeere reeeeeeeer veeeereerr teerrerrer teerrrrerr reernn
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SegReFc.982C T 111  CCTGTGGCCG GOCTGCTGTC CGCCoGGGAC TTCCTGGCCA GCCTGGCCTT CCGOGTGTTC CAGTGCACCC AGTATATCCOG CCACGCGTCC TCOGCCCATGC ACTCCccTGA

213 Blood 37  CCTGTGGEOCG GCCTGCTGTC CGCCTGGGAC TTCCTGGCCA GOCTGGOCTT COGOGTGTTC CAGTGCACCC AGTATATCOG CCACGOGTCC TCGCCCATGC ACTCC--TGA
Al4 Fibroblasts 57  CCTGTGGOOG GOCTGCTGTC CRCCTGGGAC TTCCTGGEOCA GOCTGGOCTT COGOGTGTTC CAGTGCACCC AGTATATCOG CCACGOGTCC TOGCCCATGC ACTCC--TGA
A3 Clon1 57  CCTGTGGROCG GCCTGCTGTC CGCCTGGGAC TTCCTGGCCA GOCTGGOCTT COGOGTGTTC CAGTGCACCC AGTATATCOG CCACGOGTCC TCGCCCATGC ACTCC--TTA
A16 Clon15 57  CCTGTGGOOG GOCTGCTGTC CRCCTGGGAC TTCCTGGEOCA GOCTGGOCTT COGOGTGTTC CAGTGCACCC AGTATATCOG CCACGOGTCC TOGCCCATGC ACTCC--TGA
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alignment position . i I 21 K 41, . unnn i 6l....000n Tleweeuans i L li. ......
SeqReFc.1196C T 1 tgacccaggy ctgecctctec ccatcctteca tectococctge tocacaggac attggoCTGG COGTOCCTGGG GGCOCTOGGAT GAGGAAATTG AGAAGCTGTC CACGGTGGGT
217 Blood 1 e e e e - CTGG COGTCCCTGEG GGOCTCGGAT GAGGARATTG AGAAGCTGTC CATGGTGGGT
218 Fibroblasts 1 - e e s CGTCCCTGEG GGUCTCGGAT GAGGAAATTG AGAAGCTGTC CATGGTGGGET
219 Clonl 1 ——————— e -GTCCCTGEG GGOCTCGGAT GAGGAAATTG AGAAGCTGTC CATGGTGGGT
A20 Clon 15 1 - e e e e e e CCTCGGAT GAGGAMATTG AGAAGCTGTC CATGGTGGGT
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