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RESUMEN

El objetivo de este estudio es el desarrollo de un
modelo logistico de riesgo pretest de ser portador
de mutacion en familias espafiolas con cancer de
mama/ovario, y la evaluacion de su valor
predictivo. Para ello se desarroll6 un estudio con
148 familias con sindrome mama/ovario. Este
estudio consistio en el analisis mutacional completo
de los genes BRCAL y BRCA2, y en la realizacion
de un estudio retrospectivo de distintos parametros
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Genetic counselling: prediction model of mutation in
breats/ovarian cancer families

SUMMARY

The aim of this study is to develop a statistical
model to calculate pre-test probability of being a
BRCA1/2 mutation carrier in Spanish
breast/ovarian families, and its prediction
capability. 148 breast ovarian families participated
in the study. This, consisted in the complete
mutational screening of BRCA1 and BRCA2 genes
and the development of a retrospective analysis of
different variables for predicting the probability of
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caracteristicaés fenotipicas, como el n
de canceres de ovario y la edad de diagnéstico de
cancer de mama. El punto de corte estadisticamente
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family. The result is a pre-test logistic model that
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diagnosis of breast cancer. The statistical cut-off for
risk value is 30%. Also, the model increase the
discrimination power of an experienced risk

counsellor, suggesting that the use is valuable in the
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