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Objetivo:

Estudo das taxas de mutacao no conjunto de marcadores STR do
cromossoma X do Kit comercial Investigator Argus X-12 QS — Qiagen, analise
de trios pai-mae-filha.
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Table 1. Population of origin and distribution of the 1,612 analyzed trios.

N2 of unrelate

Population N2 of trios @ haplotypes
Africa Somalia - General population 73 b)
America Greenland - General population 104 b)
Argentina - Santa Cruz 140 250
Argentina — Mendoza 70 140
Argentina - Rio Negro 74 142
Argentina - La Pampa 69 136
Argentina - Buenos Aires 70 140
Argentina — Cordoba 143 286
Brazil - Rio de Janeiro 149 266
Brazil - General population 70 140
Brazil - Sao Paulo 141 282
Ecuador - General population 180 300
Europe Portugal - General population 140 278
Portugal - North region 72 144
Spain - General population 106 150
Other populations 11 c)
Total 1,612 2,654

a) Some trios are related.

Some haplotype data were not considered for population analyses since it: b) is partially published [25] or; c)
concerns to few information scattered by several populations.
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Table 3: Number of mutations considering the parental origin and the

minimal number of gains (+) or losses (-) of repeats or bases that can
explain the inconsistencies between parental and filial genotypes.

Type of mutation
Pa rE;S;nio Different
The same (repeat variation) (bp Total
us Parental L.
.. variation)
origin
{-2} {-1} | {+1} {+2} {-1} v {+1} {+0.1}
Paternal 2 62 48 2 0 0 114
Maternal 0 7 14 1 1 1 24
Undetermi 0 4 | 10 0 4 0 18
ned
Total 2 73 71 3 6 1 156

Praga, Republica Checa, Setembro 2019
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Table 4: Estimates for locus specific mutation rates for male and female meiosis. A total
number of 2*1612 meiosis and a level of confidence equal to 5% were considered in the
calculations. See Tables S5 and S6 for more information.

Mutation Rate (MR)

Paternal Mutation Rate (PMR)

Maternal Mutation Rate (MMR)

Markers EstimatedinTrios Estimatedin Duos EstimatedinTrios Estimatedin Duos EstimatedinTrios PMR/MM
R (intrios)
# #
Mutation Meiosas MR Lower Upper PMR Lower Upper PMR Lower Upper MMR Lower Upper MMR Lower Upper
s
DX510103 5] 3224 1.86E-03 6.83E-04 | 4.05E-03 | 3.10E-02 | 1.01E-03 | 7.22E-03 | 3.72E-03 | 1.3VE-02 | 8.08E-03 ] o 2.29E-03 1] 1] 2.29E-03
DXS8378 2 3224 6.20E-04 7.51E-05 2.24E-03 0 1] 2.29E-03 | 6.20E-04 | 1.57E-05 | 3.45E-03 o ] 2.29E-03 | 6.20E-04 | 1.57E-05 | 3.45E-03 1
DXS10101 10 3224 3.10E-03 1.49E-03 5.70E-03 | 4.96E-03 | 2.14E-03 | 9.76E-03 | 5.51E-03 | 2.46E-03 | 1.06E-02 | 6.20E-04 | 1.57E-05 | 3.45E-03 | 6.89E-04 | 1.75E-05 | 3.64E-03 3
DXS10134 16 3224 4.96E-03 2.B4E-03 8.05E-03 | 6.20E-03 | 2.98E-03 | 1.14E-02 | 6.62E-03 | 3.24E-03 | 1.19E-02 | 3.10E-03 | 1.01E-03 | 7.22E-03 | 3.31E-03 | 1.08E-03 | 7.62E-03 2
DX510074 17 3224 5.27E-03 3.07E-03 8.43E-03 | 9.31E-03 | 5.22E-03 | 1.53E-02 | 1.05E-02 | 6.16E-03 | 1.68E-02 o ] 2.29E-03 0 0 2.29E-03
Dx57132 15 3224 5.89E-03 3.55E-03 9.19E-03 | 8.06E-03 | 4.30E-03 | 1.38E-02 | 9.58E-03 | 5.37E-03 | 1.57E-02 | 1.86E-03 | 3.84E-04 | 5.43E-03 | 2.21E-03 | 5.34E-04 | 5.97E-03 4.33
DX510135 35 3224 1.09E-02 7.57E-03 1.51E-02 | 1.67E-02 | 1.11E-02 | 2.43E-02 | 1.72E-02 | 1.14E-02 | 2.45E-02 | 4.34E-03 | 1.75E-03 | 8.93E-03 | 4.47E-03 | 1.80E-03 | S5.16E-03 3.86
Dx57423 3 3224 9.31E-04 1.92E-04 2.72E-03 | 1.24E-03 | 1.50E-04 | 4.47E-03 | 1.24E-03 | 1.50E-04 | 4.47E-03 | 6.20E-04 | 1L.57E-05 | 3.45E-03 | 6.20E-04 | 1.57E-05 | 3.45E-03 2
Dx510146 9 3224 2.79E-03 1.28E-03 5.29E-03 | 3.72E-03 | 1.37E-03 | 8.08E-03 | 4.19E-03 | 1.61E-03 | 8.79E-03 | 1.24E-03 | L.50E-04 | 4.47E-02 | 1.40E-02 | 1.69E-04 | 4.85E-03 3
DX510079 20 3224 6.20E-03 3.79E-03 9.56E-03 | 9.31E-03 | 5.22E-03 | L.53E-02 | 1.16E-02 | 6.96E-03 | 1.82E-02 | 6.20E-04 | 1.57E-05 | 3.45E-03 | 7.75E-04 | 1.96E-05 | 3.BBE-03 15
HPRTE 5 3224 1.55E-03 5.04E-04 3.62E-03 | 1.24E-03 | 1.50E-04 | 4.47E-03 | 2.07E-03 | 4.27E-04 | 5.88E-03 | 6.20E-04 | 1.57E-05 | 3.45E-03 | 1.03E-03 | 7.44E-05 | 4.24E-03 2
DXS10148 14 3224 4.34E-03 2.38E-03 7.28E-03 | 6.82E-03 | 3.41E-03 | 1.22E-02 | 6.82E-03 | 3.41E-03 | 1.22E-02 | 1.86E-03 | 3.84E-04 | 5.43E-03 | 1.86E-03 | 3.84E-04 | 5.43E-03 3.67
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Table 4: Estimates for locus specific mutation rates for male and female meiosis. A total
number of 2*1612 meiosis and a level of confidence equal to 5% were considered in the
calculations. See Tables S5 and S6 for more information.

Mutation Rate (MR)

Paternal Mutation Rate (PMR)

Maternal Mutation Rate (MMR)

Markers EstimatedinTrios Estimatedin Duos EstimatedinTrios Estimatedin Duos EstimatedinTrios PMR/MM
R (intrios)
# #
Mutation Meiosas MR Lower Upper PMR Lower Upper PMR Lower Upper MMR Lower Upper MMR Lower Upper
s
DX510103 5] 3224 1.86E-03 6.83E-04 | 4.05E-03 | 3.10E-02 | 1.01E-03 | 7.22E-03 | 3.72E-03 | 1.3VE-02 | 8.08E-03 ] o 2.29E-03 1] 1] 2.29E-03
DXS8378 2 3224 6.20E-04 7.51E-05 2.24E-03 0 1] 2.29E-03 | 6.20E-04 | 1.57E-05 | 3.45E-03 o ] 2.29E-03 | 6.20E-04 | 1.57E-05 | 3.45E-03 1
DXS10101 10 3224 3.10E-03 1.49E-03 5.70E-03 | 4.96E-03 | 2.14E-03 | 9.76E-03 | 5.51E-03 | 2.46E-03 | 1.06E-02 | 6.20E-04 | 1.57E-05 | 3.45E-03 | 6.89E-04 | 1.75E-05 | 3.64E-03 3
DXS10134 16 3224 4.96E-03 2.B4E-03 8.05E-03 | 6.20E-03 | 2.98E-03 | 1.14E-02 | 6.62E-03 | 3.24E-03 | 1.19E-02 | 3.10E-03 | 1.01E-03 | 7.22E-03 | 3.31E-03 | 1.08E-03 | 7.62E-03 2
DX510074 17 3224 5.27E-03 3.07E-03 8.43E-03 | 9.31E-03 | 5.22E-03 | 1.53E-02 | 1.05E-02 | 6.16E-03 | 1.68E-02 o ] 2.29E-03 0 0 2.29E-03
Dx57132 ﬁ 5.89E-03 3.55E-03 9.19E-03 | 8.06E-03 | 4.30E-03 | 1.38E-02 | 9.58E-03 | 5.37E-03 | 1.57E-02 | 1.86E-03 | 3.84E-04 | 5.43E-03 | 2.21E-03 | 5.34E-04 | 5.97E-03 4.33
510135 35 3224 1.09E-02 7.57E-03 1.51E-02 | 1.67E-02 | 1.11E-02 | 2.43E-02 | 1.72E-02 | 1.14E-02 | 2.45E-02 | 4.34E-03 | 1.75E-03 | 8.93E-03 | 4.47E-03 | 1.80E-03 | S5.16E-03 3.86
Dxs7423 = rﬁﬂl" 1.92E-04 2.72E-03 | 1.24E-03 | 1.50E-04 | 4.47E-03 | 1.24E-03 | 1.50E-04 | 4.47E-03 | 6.20E-04 | 1L.57E-05 | 3.45E-03 | 6.20E-04 | 1.57E-05 | 3.45E-03 2
Dx510146 9 3224 2.79E-03 1.28E-03 5.29E-03 | 3.72E-03 | 1.37E-03 | 8.08E-03 | 4.19E-03 | 1.61E-03 | 8.79E-03 | 1.24E-03 | L.50E-04 | 4.47E-02 | 1.40E-02 | 1.69E-04 | 4.85E-03 3
DX510079 20 3224 6.20E-03 3.79E-03 9.56E-03 | 9.31E-03 | 5.22E-03 | L.53E-02 | 1.16E-02 | 6.96E-03 | 1.82E-02 | 6.20E-04 | 1.57E-05 | 3.45E-03 | 7.75E-04 | 1.96E-05 | 3.BBE-03 15
HPRTE 5 3224 1.55E-03 5.04E-04 3.62E-03 | 1.24E-03 | 1.50E-04 | 4.47E-03 | 2.07E-03 | 4.27E-04 | 5.88E-03 | 6.20E-04 | 1.57E-05 | 3.45E-03 | 1.03E-03 | 7.44E-05 | 4.24E-03 2
DXS10148 14 3224 4.34E-03 2.38E-03 7.28E-03 | 6.82E-03 | 3.41E-03 | 1.22E-02 | 6.82E-03 | 3.41E-03 | 1.22E-02 | 1.86E-03 | 3.84E-04 | 5.43E-03 | 1.86E-03 | 3.84E-04 | 5.43E-03 3.67
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Estudo de mutagdes num conjunto de 12 X-STRs:

Ampliagéo
XXIIl Jornadas GHEP-ISFG, Araraquara, 2018

Coordenadores e contactos:

Nadia Pinto, IPATIMUP/i3S, Porto, Portugal: npinto@ipatimup.pt; nmgapinto@gmail.com

Leonor Gusmao, UERJ, Rio de Janeiro, Brazil: leonorbgusmao@gmail.com

Gabriela Garcia, Manlab, Buenos Aires, Argentina: gabriela.garcia@manlab.com.ar

Objetivos:

Estudo das taxas de mutag¢ao no conjunto de marcadores STR do cromossoma X do Kit
comercial Investigator Argus X-12 QS — Qiagen (novas populagdes; + dados).

Usar os dados obtidos anteriormente na primeira edicao do exercicio e os novos para
encontrar uma correlagao entre as taxas (e o tipo) de mutagao, o motivo repetitivo da
sequéncia, o comprimento do alelo de origem e a populacao.
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Estudo de mutagdes num conjunto de 12 X-STRs:

Ampliagéo
Metodologia:

* Os coordenadores enviarao, a cada um dos laboratérios que manifestar interesse
em participar, um formuldrio com toda informag¢ao requerida e no formato mais
adequado ao seu tratamento.

* Os dados analisados serao referentes a trios pai-mae-filha (kit Argus X12-QS), em
situacdes em que a relacao bioldgica esta assegurada pela analise de marcadores
autossomicos.

* Serao feitas inferéncias estatisticas tentando relacionar o tipo de mutacao com a
sequéncia do motivo repetitivo, o comprimento do alelo de origem e a
populacao.
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Ampliagéo

Prazos:

Manifestacao de interesse de participacdo: até 15 de outubro de 2019

Envio da informacdo genética: até 31 de junho de 2020

Notas:

Os laboratdrios participantes deverao enviar certificados do exercicio de controle de
qualidade do GHEP-ISFG (ou outros, SAGF, p. ex.) dos ultimos anos (2017-2019),
demonstrando a obtencao de resultados corretos para os marcadores do Investigator
Argus X-12 QS — Qiagen até 01 de maio de 2020.

Para a publicacao dos dados estabelece-se o limite de um autor para cada 70 trios de
individuos genotipados, para um maximo de 2 autores por laboratério.

Os autores serdao ordenados em funcao do numero de trios analisados (por autor) e,
para laboratérios com igual niumero, por ordem alfabética.
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Obrigada!
Gracias!



