GRUPO DE HABLA ESPANOLA Y PORTUGUESA DE LA ISFG

ghep-isfg GRUPO DE LINGUAS ESPANHOLA E PORTUGUESA DA ISFG

SPANISH AND PORTUGUESE-SPEAKING WORKING GROUF OF ISFG

Cromossomas sexuais: discuss@o dos resultados

XVII JORNADAS DO GHEP-ISFG

San Andrés - Islas (Colombia)
4-7 de Junho de 2012

Leonor Gusma@ao



NIVEL BASICO: Mddulo de parentesco
M1-M4

20172 AMELOGENINA  X/X X/Y X/X X/Y
20181AMELOGENINA X XY X XY
20182 AMELOGENINA  X/X X/Y X/X X/Y
20183AMELOGENINA  X/X X/Y X/X X/Y
20184AMELOGENINA X  X/Y X X

20194AMELOGENINA X XY X XY

20199AMELOGENINA X X/Y X

20202AMELOGENINA X XY X XY 22 em 110
20210AMELOGENINA X X/Y X/Y X/Y
20211AMELOGENINA XX XY XX XY
20212 AMELOGENINA  X/X X/Y X/X X/Y
20233AMELOGENINA  X/X X/Y X/X X/Y
20236 AMELOGENINA X X/Y X

20238 AMELOGENINA  X/X X/Y X/X X/Y
20242 AMELOGENINA X XY X XY
20249AMELOGENINA  X/X X/Y X/X X/Y
20255AMELOGENINA XX XY XX XY
20269AMELOGENINA X XY X XY
20271AMELOGENINA XX XY XX XY
20279AMELOGENINA X  X/Y X

25152 AMELOGENINA  X/X X/Y X/X X/Y

Nomenclatura!



NIVEL BASICO: Médulo de parentesco

Cromossoma Y

Marcador M2 erros M4 erros S/ result. Labs
DYS_19 80 76
DYS_385 78 1 75 3 20231/20254/20194
DYS_389 | 80 75 1 20231
DYS_389_lI 80 75 1 20231
DYS_390 80 76 1 20219
DYS_391 80 76
DYS_392 80 76 1 20231
DYS_393 80 76
DYS_437 79 75
DYS_438 79 75
DYS_439_GATA_A4 79 75 1 20231
DYS_448 62 59
DYS_456 61 58
DYS_458 62 59 1 23177
DYS_460 GATA_A71 5 5
DYS_461_GATA_A72 4 4
DYS_635_GATA_C4 64 61 1 20231
GATA_A10 5 5
GATA_H4 65 62

Determinagdes 2406



NIVEL BASICO: Médulo de parentesco
Cromossoma Y

Observagoes:
Lab sem resultados para M4: 20184*/20199**/20249*** /20279
*apres. resultados para cr. X e Autossomicos com Amel X (contamina¢ao M3)

20184 AMELOGENINA X XY X X
**apres. resultados para Autossomicos (perfil incompleto)

***apres. resultados para Autossomicos (tudo ok!)

20249 AMELOGENINA XIX | XIY XIX XY

Nomenclatura H4: 62 labs usam nomenclatura do Yfiler



NIVEL BASICO: Médulo de parentesco

Cromossoma Y

Sample Name Panel
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NIVEL BASICO: Médulo de parentesco
Cromossoma Y
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£ Em f#h Blgsystems
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NIVEL BASICO: Médulo de parentesco

Cromossoma Y

“2 N de Precinto
20219

12 10
2%
14 '
L i
J

Devia ser 24 (?)

K M4,

13 11
14 B Controle
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odulo de parentesco
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NIVEL BASICO

Cromossoma Y

23177

Check LIZ Size Standard
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NIVEL BASICO: Médulo de parentesco

Cromossoma X
M1-M4

Marcador/Marker Labs.
DXS8378 35 34 20184
DXS9898 29 28 20184(M1-M4)/M2:20226/20232/20248/25152
DXS7133 29 28 20184
GATA31E08 27 26 1 20184
GATA172D05 30 29 1
DXS7423 35 34 1 20184
DXS6809 29 28 1 20230(M3)/20184(M4)
DX57132 34 33 25152(M1-M3)/20184(M4)
DX59902 27 26 20184/20248
DXS6789 29 28 20184
DX$10103 10 10
DXS10134 10 10 20174
DXS10074 11 1
DXS$10101 10 10
DXS10135 11 11 20231 20199 — S/resultado para M4
DXS10146 10 10
DX510079 H H Determinagdes - 1582
DXS10148 10 10 20231
11 11

HPRTB




NIVEL BASICO: Médulo de parentesco

Marcador

AMELOGENINA
D8S1179
D21S11
D7S820
CSF1PO
D3S1358
THO1
D13S317
D16S539
D2S1338
D19S433
VWA
TPOX
D18S51
D5S818

FGA

Cromossoma X
M1 M2
X XIY
15 11/12
28/31 29/30
9/10 10/11
11/12 11/13
15/17 17
6/9.3 8/9
11/12 8/13
11 11/12
17/20 17/19
13/16 13/15
18 15/17
8/9 8
13/17 12/14
11/13 12
22/25 21/22

M3

12
28/29
8/11
10/11
14/16
9/9.3
12
11
20
14
16/18
9/11
16/17
11/13

22/23

M4

12
28/29
11
10/11
14/16
9/9.3
12
11
20
14
16/18
8/11
16/17
11/13

22/23

Precinto 20184

Contaminacéao
ou
troca de amostras



NIVEL BASICO: Médulo de parentesco

Cromossoma X
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NIVEL BASICO: Médulo de parentesco

Cromossoma X

Precinto M1 M2 M3 M4
20184 11 8 11/12 11
20226 12 8 12/13 12
20232 12 9 12/13 12
20248 12 8 12/13 12
25152 12 9 12/13 12
12 8.3 12/13 12

LADDER ALELICO!




NIVEL BASICO: Médulo de parentesco
Cromossoma X- DXS6809

25 laboratérios 34
20243 34/54
20277 34/X
20278 34/>38
20282 34/53.1
DECA X Q1 2412 [ XSTRM2-nomen5Dez08 |
[Dxsea7s | [ __Dxsgse8 | [ Dxs7133 | [ GATA31E08 |
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DECA X Q1 2412 IXSTRMZ-nomenSDezOB [
[ Dxs7i3z | [ Dxse902 ]
190 1§0 ) 290 ) 2§O ) 300 3§0
o0,
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NIVEL BASICO: Médulo de parentesco
Cromossoma X- DXS6809

25 laboratérios 34
20243 34/54 :
/ Silent Alelle!
20277 34/X
20278 34/>38
20282 34/53.1
S Applied e
i ok Biggystems T20277.M1-M4(-STRe) #
Gene ar D v3.2.1
Sample Flle Sampla Namo Panel 500 [-T=]
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NIVEL BASICO: Médulo de parentesco
Cromossoma X- DXS6809

20277: 34/X
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X-STRsS

DXS6809

Alelo 34

Allele structure:

48bases- (CTAT)g-(ATCT)3-9bases-(TATC)3-(ATCT)5-10bases-(ATCT)14

Alelo >38

Seria alelo 31 + 3bases + 10bases + (ATCT)19=31+ 3.1 +19=53.1

AL | (CTAT), (ATCT); No (TATC), (ATCT), Nyg (ATCT), B

7 Pri (22bp) 47bp (CTAT ATAT (CTAT ) (ATCT )3 Nel TATC )y (ATCT ) Niw (ATCT o 14bp (20byp) Pr2 AFR

7 Prl (22bp) 47bop (CTAT)r (ATCT)s Ne (TATC)a (ATCT )3 Nyg (AT CT g 14bp i 200p) Pr2 CAU

25 | Prl (22bp) 476p (CTAT), ATAT (CTAT), (ATCT); Ny (TATC), (ATCT)s Nyy (ATCT)yg 14bp (20bp) Pr2 AFR

28 | Prl (22bp) 47bp {CTAT) (ATCT)s Ns (TATC)s (ATCT)s Nuw { ATCT)aq 14bp (20bp) Pr2 CAU

L Pl (22bp) 47bp (CTAT): ATAT (CTAT ) (ATCT)a Ne (TATC)s (ATCT s Nia (ATCT yy 14bp (200p) Pr2 AFR

F. Prl ¢22bp) 47bp (CTAT)s (ATCT)s Ne (TATCy (ATCT je Niw (ATC T )y 14bp (20bp) Pr2 AFR

29 | Prl (22bp) 47bp (CTAT); (ATCT); Ny (TATC)s (ATCT )3 Ny (ATCT )3 14bp (20bp) Pr2 CAU

L Prl (22bp) 47bp (CTAT)s (ATCT)s N (TATC)s (ATCT )5 Nyo (ATCT by 14bp {20bp) Pr2 CAU

30 | prl 22bp) 47bp (CTAT): ATAT (CTAT): (ATCT)s Na(TATC)s (ATCT)s Nug (ATCT)yq 14bp (20bp) Pr2 AFR

30 Prl £22bp) 47bp (CTAT)? (ATCT)s Ne (TATC)s (ATCT )z N ( ATCT g4 14bp (20bp) Pr2 AFR

30 | Prl (22bp) 470p (CTAT)g (ATCT); Ng (TATC) (ATCT )5 Ny (ATCT )y 14bp (20bg) Pr2 CAU

B T _
AFR
AFR
AFR

48bases- (CTAT) -(ATCT) -9bases-(TATC) -(ATCT) -10bases-(ATCT) -ATC-(ATCT) -10Obases- (ATCT) CAU
8 3 3 5 12 5 14

AS, CAU
AFR
AFR

32 | Pl (22bp) 47bp (CTAT)s (ATCT)s Ns (TATC)s (ATCT s Nao (ATCT i3 14bp i 20ibp) Pr2 AFR, CAU

k7 Prl £22bp) 47bp (CTAT)e (ATCT)s Ns (TATC)s (ATCT )5 Nyp (ATCT )yg 1 4bp (206p) Pr2 AS, CAU

32 | Prl (22bp) 47bp (CTAT)y (ATCT), Ny (TATC)5 (ATCT )5 Ny (ATCT)y, 14bp i200p) Pr2 AS

321 | Prl (22bp)h 470p (CTAT e (ATCT )z Ne (TATC)s T Nyo (ATCT 14 14bp {20600 Pr2 AFR

33 Prl (22bp) 47bp (CTATha (ATCT)a N9 (TATC)a (ATCT s N (ATCT)ua 14bp (206p) Pr2 AFR

33 | pe1 22bp) 470p (CTAT)s (ATCT)s N (TATC)s (ATCT)s Nyg (ATCT )z 1 4bp (20bp) Pr2 AS, CAU

33 | Prl (22bp} 470p (CTAT)y, (ATCT )y Ny (TATC)s (ATCT ) Ny (ATCT )y, 14bp (20bp) Pr2 AS

331 Prl (22bp) 4Thp (CTAThe (ATCT)a Na (TATC s T Niw (ATCT jus 14bp (20bp) Pr2 AFR

330 | Prl(220p) 4Top (CTAT)e(ATCT)s No (TATC)s T Nig (ATCT )15 148p (20bg) Pr2 AFR

3 | Pl (220p) 470p (CTAT)s (ATCT)s No (TATC)s (ATCT)s Nua (ATCT) 14 14bp (20bp) Pr2 AFR, CAU, AS




NIVEL BASICO: Médulo Forense

DXS8378
DXS9898
DXS7133
GATA31EO8
GATA172D05
DXS7423
DXS6809
DXS7132
DXS9902
DXS6789
DXS10103
DXS10134
DXS10074
DXS10101
DXS10135
DXS10146
DXS10079
DXS510148
HPRTB

10
12

20.1

18
24.1
12

M5 (2004) + M2 (2012)

12
8.3
9
13
6
17
33
14
12
22
19
37
14
34.2
22.1
29
20
24.1
14

Consensuado

10/12
8.3/12
9
13
6
14/17
31/33
12/14
12/13
21/22
16/19
35/37
14/16
33/34.2
20.1/22.1
28/29
18/20
24.1
12/14

12
8.3

13

17
33
14
12
22
19
37
14
34.2
22.1
29
20
24.1
14

M5-1 M5-2
23 14
19 11
19 11
18 11
19 11
23 14
19 11
23 15
19 11
19 11

7 4
7 4
8 5
7 4
7 4
7 4
8 5
7 4
7 4

LD 14
No LD 9

M5 — Cromossoma Y
LD: si/ no

Decomposi¢cdo M5-1/M5-2



NIVEL BASICO: Médulo Forense

LD/DE | Marcador Precinto M5-1 M5-2 Vref 1 Vref-2
NO DYS_385 20176 11/14 11/12/14 11/14
NO DYS_389_II 20184 29 29/30 29
NO DYS_385 20184 11/14 11/12/14 11/14
NO DYS_391 20184 10 10/11 10
si DYS_385 20197 11-14 11/12/14 11/14
sl DYS 389 | 20207 13/14 13/14 13 M 5 - C romossoma Y
NO DYS_389_II 20230 29 29/30 29
NO DYS_635_GATA_C4 23 23/24 23
sl DYS_458 20238 16717 17 16/17 17 .
sl DYS_392 12/13 13 13 13 LD . Sl / no
sl DYS_385 20241 7/11/12/14 11/14 11/12/14 11/14
sl DYS_389_ 20243 13/14 13/14 13/14 13
sl DYS_458 16/17 16/17 16/17 17
sl DYS_385 11/12/14 11/12/14 11/12/14 11/14 .~
S| DYS_393 12/13 12/13 12/13 12 Deco m pos | ga O M 5 - 1/M 5 - 2
Sl DYS_391 10/11 10/11 10/11 10
sl DYS_635_GATA_C4 23/24 23/24 23/24 23
Sl DYS_437 14/15 14/15 14/15 15
sI DYS_448 18/19 18/19 18/19 19
sl DYS_389_ 20245 13/14 13/14 13/14 13
sl DYS_458 16/17 16/17 16/17 17
si DYS_393 12/13 12/13 12/13 12 oplied ’
sl DYS_391 10/11 10/11 10/11 10 Jiosystems ESTUDIO Y c.calidad 2012 Dﬁ s QD m
si DYS_448 18/19 18/19 18/19 19 -pper ID v3.2
NO DYS_385 20248 11-14 11/12/14 11/14 e e i - - —
DYS_389_| 20249 13 13/14 13 AR IETE AM foa TM5 SEM DUPLEX Y + TDuplex S
DYS_389_II 29 29/30 29 BYS 391
DYS_393 14 12/13 12 s 125 175 225 275 a5
DYS_391 10 10/11 10 3800
DYS_439_GATA_A4 1 12 12 e
DYS_437 15 14/15 15 1300 10 em vez de 10-11
sl DYS_458 20259 16/17 16/17 16/17 17 0 i "
Sl DYS_393 12/13 12/13 12/13 12
S| DYS_391 10/11 10/11 10/11 10  [MESEMDUPLEXV+4Z512-102ANfsa  [W5 SEMDUPLEX Y ¥ [Duplex_ [ % | w T &
[DYS 38
si DYS_635_GATA C4 23/24 ? 23/24 23 L = s s 275 325
si DYS_437 14/15 14/15 14/15 15 1200
sl DYS_448 18/19 18/19 18/19 19 a0
i DYS_389_| 20261 13/14 13/14 13 w00 137 em vez de 13
NO DYS_635_GATA_CA4 20265 23 23/24 23 oot h . o
NO DYS_635_GATA_C4 20269 23 23/24 23
si DYS_391 20270 10 10 10/11 10
Si DYS_392 20275 13/14 13 13 13
NO DYS_389_| 23017 13 14 13/14 13




NIVEL BASICO: Médulo Forense

LD/DE Marcador/Marker Precinto M5-1 M5-2
NO DXS9898 20184 8/11 8.3/12 8.3
NO DXS7423 20208 17 14/17 17
NO DXS7132 20208 14 12/14 14
NO DXS10103 20208 19 16/19 19
NO DXS10074 20208 14 14/16 14
NO DXS10101 20208 34.2 33/34.2 34.2
NO DXS10135 20208 20.1/21.1/22.1 20.1/22.1 22.1
NO HPRTB 20208 14 12/14 14
| DXS7132 20221 14 14 12/14 14
SI DXS10079 20221 20 20 18/20 20
| DXS8378 20243 10/12 10/12 10/12 12
SI DXS9898 20243 8.3/12 8.3/12 8.3/12 8.3
Sl DXS7423 20243 14/17 14/17 14/17 17
SI DXS6809 20243 31/33 31/33 31/33 33
Sl DXS7132 20243 12/14 12/14 12/14 14
SI DXS9902 20243 12/13 12/13 12/13 12
S| DXS6789 20243 21/22 21/22 21/22 22
NO DXS9898 20248 8/12 8.3/12 8.3
Sl DXS7132 20259 12/14 12/14 12/14 14
SI DXS9902 20259 12/13 12/13 12/13 12
Si DXS10103 20262 16/19 16/19 19
Si DXS10134 20262 35/37 35/37 37
Si DXS10074 20262 14/16 14/16 14
Si DXS10101 20262 33/34.2 33/34.2 34.2
Si DXS10135 20262 20.1/22.1 20.1/22.1 22.1
Si DXS10146 20262 28/29 28/29 29
Si DXS10079 20262 18/20 18/20 20
Si DXS10148 20262 241 241 241
Si HPRTB 20262 12/14 12/14 14




NIVEL AVANCADO: Modulo Forense

M8
LD
No LD

M9

LD

No LD

No contesta

19
15

M8-1
X/Y
X/Y

M8-2
X/Y

X/Y

16
9
Marcador
AMELOGENINA
AMELOGENINA
4
20 AMELOGENINA
1



NIVEL AVANCADO: Modulo Forense

Cromossoma Y

Marcador M7 M8-1 (Mulher + M4) M8-2=M4 M8 (consenso) M9 cont=M2 2011 M9 cont. Consensuado
DYS_19 - 14 14 14 15 15
DYS_385 - 11/14 11/14 11/14 11/14 11/14
DYS_389 | - 13 13 13 13 13
DYS_389_lI - 29 29 29 29 29
DYS_390 - 24 24 24 23 23
DYS_391 - 10 10 10 12 12
DYS_392 - 13 13 13 13 13
DYS_393 - 14 14 14 13 13
DYS_437 - 15 15 15 15 15
DYS_438 - 12 12 12 12 12
DYS_439 GATA_ A4 - 11 11 11 13 13
DYS_448 - 19 19 19 19 19
DYS_456 - 15 15 15 16 16
DYS_458 - 16 16 16 15 15
DYS_635_GATA_C4 - 23 23 23 23 23

GATA_H4 - 13 13 13 12 12




NIVEL AVANCADO: Modulo Forense
Cromossoma Y

‘LD/DE‘ Precinto ‘ Marcador/Marker ‘ Ms8-1 ‘ Ms8-2 ‘ M9 H m8-1R ‘ m8-2R‘ m9-r

eneMapper ID v3.2

Sl 20221 DYS_390 24 23/24 24 24 23

Sl 20221 DYS_458 16 15/18 16 16 15

no 20266 DYS_393 15 13 14 14 13

No 20264 DYS_392 13 *ok 13 13 13
i Bmfglrisetgms \ RUN30-03-12 P@.: (;/O Q ll

|
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70

- _ \
ols | L —- A
ge, 12 23 29|
L3l
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NIVEL AVANCADO: Modulo Forense
Cromossoma Y

‘LD/DE‘ Precinto ‘ Marcador/Marker ‘ Ms8-1 ‘ Ms8-2 ‘ M9 H m8-1R ‘ m8-2R‘ m9-r

Sl 20221 DYS_390 24 23/24 24 24 23
Sl 20221 DYS_458 16 15/18 16 16 15
no 20266 DYS_393 15 13 14 14 13
No 20264 DYS_392 13 ok 13 13 13

>ampse sue g o Peogee

Flace S0GM 126 GO8 5.3 2012.03.09.2 50 ;g.‘»-ﬂ ‘,mh:_vz f FYl =

EDmE ] [Eovsel ] EDvsEs ] Eowss ] 2 EowEE ]
_— e 170 210 250 290 330

28000 \
Correcto

20000
18000
12000%
8000
4000
Ju i ] ]\ L A1 A !
b ‘ '
sz 124 169 | 1 1 sz 31012
it 2948471 fit 1363
4 S B 21~
L | 2
Dy ple Peak | Sample File hl ker Allele Size iHeight Area iData Poirt
Y 64 Placa_S0GNb_0:] ¥_DY5383 s 124,69 129444 226410 2598 X
s R [Placa_S0GM-h_0Y_DYS381 10 164.7 19861 (154217 13110
= %) Placa_90GN:b_0: ¥ _DY3439 1 210115 15334 40299 =i faras
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NIVEL AVANCADO: Modulo Forense

Cromossoma X
Marcador/Marker  \g-1 (Mulher + M4) M8-2 = M4 M8 (consenso) M9 cont = M2_2011 M9 cont. Consensuado

DXS8378 10 10/12 10 10
DXS9898 12 12/13 11 11
DXS7133 11 11 11 11
GATA31EO8 12 11/12 9 9

GATA172DO05 11 8/11 6 6

DXS7423 14 14/16 13 13
DXS6809 32 32/34/35 34 34
DXS7132 12 12/13 14 14
DXS9902 11 11/12/13 11 11
DXS6789 20 20/21 22 22
DXS10103 16 16/19 18 18
DXS10134 32 32/36 35 NC
DXS10074 15 NC 18 NC
DXS10101 31 31/31.2/32 30 NC
DXS10135 22 19/22/31 20 NC
DXS10146 27 27/29/30 29 NC
DXS10079 17 17/18/19 18 NC
DX510148 28.1 18/19/28.1 25.1 NC
HPRTB 12 12/15 13 NC




NIVEL AVANCADO: Modulo Forense

M8-1 M8-2 M8 (consenso)
DXS9898 20209 8.3/12 12 12/13
DXS6789 20209 19/20 20 20/21
GATA31EO08 20266 12/12 11/12
DXS7423 20221 14 14 14/16
DXS10074 20221 13/15 15 13/15/16
DXS10074 20261 13/15/16/18 13/15/16
DXS10135 20261 19/21/22/31 19/22/31
20254
DXS8378
DXS9898
DXS7133
GATA31EO08
GATA172D05
DXS7423
DXS6809
DXS7132
DXS9902

DXS6789

M8-1

10
12
11
12
11
14
32
12
11
20

=M4 = M8-2



NIVEL AVANCADO: Modulo Forense

Correcto ou consenso?

Cromossoma X
Precinto M8-1 M8-2 M9
DXS10134
20170 32/36 32 35
20221 32/36 32
20261 32/36
20264 32/36 35
20278 32/36 32
DXS10074
20170 13/15/16 15 18
20221 13/15 15
20261 13/15/16/18 18
20264 13/15/16 18
20278 13/15/16 15 Marcador/Marker
DXS10134
DXS10074
DXS10101
DXS10135
DXS10146
DXS10079
DXS10148

HPRTB

M9 cont = M2_2011
35
18
30
20
29
18
25.1
13

M9 cont. Consensuado

NC
NC
NC
NC
NC
NC
NC
NC



NIVEL AVANCADO: Modulo Forense

Cromossoma X
DXS6809 M8-1 M8-2 M9
20171 32/34/35 32 34
20244 32/34/35
20254 32
20259 34/35 32
20264 34
20266 32/34/35 34
20268 34/35 34

20278 32/34/35

Que é que estamos a avaliar?
LD: sim ou nao?
Metodologia LD: separa bem ou n3ao?

Indica correctamente ou ndao? nomenclatura



