Tabela 1. Quantidade de Variantes Encontradas nas Amostras (VCF's)

Numero de Variantes por Arquivos VCF's
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Arquivos VCFs
WP048 ®mWP056 mWP060 ®WP064 mWP066 mWP072 =WP078 =WP087 ®WP093 mWP126 ®WP140 =WP160 mWP162 ®WP164 mWP170
mWP180 ®WP188 mWP196 =WP204 mWP212 ®WP216 mWP270 mWP274 mWP276 mWP280 mWP285 mWP291 mWP295 mWP297 ®WP306
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Tabela 2. Quantidade de Cada Classe de Variantes (Todas Amostras Juntas)

CLASSES DE VARIANTES - GERAL
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Tabela 3. Quantidade de Cada Classe de Variantes por Amostras

deletion
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insertion
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496
594
563
495
544
579
659
547
631
625
534
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478
705
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646
715
700
621
780
639
586
741
826
552
638
712
694
745
410
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2917
1959
1710
1947
3913
3765
3501
3854
3080
2803
5700
3207
5914
2774
2730
3566
3565
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3478
2589
6492
3684
5760
4215
3528
5453
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4433
37996

sequence_alteration
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341
290
279
296
322
372
250
391
251
178
170
192
320
256
288
332
284
238
397
253
242
339
408
189
298
356
345
367
153




Proporcbes de Classes de Variantes por Amostras

159689

]
<
o
=
%]
o
=
<

50% 100%
PORCENTAGENS

deletion msubstitution insertion INDEL SNV sequence_alteration




Tabela 4-9. Quantidade de Cada Classe de Variantes (Visao Individualizada)

Class "deletion"
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Class "substitution"

substitution

0 —269—20'6—289_
120 123 96 101 109 132 133 120 141 154 129 135 157 141 175 158 146 177 132 153 157 168 155 139 122 162 138
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Class "insertion"
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Class "INDEL"
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Class "sequence_alteration"
10000
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4000 sequence_alteration
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Tabela 10. Quantidades de Cada Tipo de Fator de Patogenicidade

PREDITOR DE EFEITOS FUNCIONAIS — PATOGENICIDADE

Provavelmente Patogénica; 4339; 2%

Nao Classificada / Desconhecido

Provavelmente Benigno

Benigno

® Provavelmente Patogénica

Patogénica




Tabela 11. Consequéncias Patogénicas

inframe_insertion,splice_region_variant
stop_lost,inframe_deletion

start_lost,start_retained_variant, 5_prime_UTR_variant
frameshift_variant,start_lost,start_retained_variant

splice_acceptor_variant,non_coding_transcript_variant

splice_acceptor_variant,coding_sequence_variant

stop_retained_variant, 3_prime_UTR_variant

protein_altering_variant

start_lost

stop_lost

inframe_insertion

()]
©
O
c
@
=)
(on
()
0
c
O
O
()
©
(7]
O
o
|_

splice_donor_variant
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upstream_gene_variant

5 prime_UTR_variant

missense_variant
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