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Summary

Researcher experienced in the integrative analysis of large genomic datasets. Strong background in
molecular biology and statistics. Proficient in Python, R, and Shell scripting. Currently, focused on
clinical genomics. Particularly, the clinical consequences of variants affecting the mitochondrial-nuclear

genetic coordination.

Education
2016 Ph.D. in Bioinformatics and Genomics.
Pennsylvania State University, University Park, PA, USA.
2012 MSec. In Biochemistry and Bioinformatics.
Universidad de Concepcion, Concepcion, Chile.
2009 Bioengineering, minor in Molecular and Cell Biology.

Work experience

Universidad de Concepcion, Concepcion, Chile.

2019 - present

2016 -2019

2010 - 2016

2008 - 2010

Teaching experience

Assistant Professor and Bioinformatics Core coordinator.
Universidad del Desarrollo, Santiago, Chile.

Postdoctoral research assistant.
Universidad del Desarrollo, Santiago, Chile.

Graduate research assistant.
Pennsylvania State University, University Park, PA, USA.

M.Sc. candidate.
Universidad de Concepcion, Concepcion, Chile.

2017 - present

2017 - present

Biostatistics.
Instructor. Ph.D. in Science and Innovation in Medicine.
Universidad del Desarrollo, Santiago, Chile.

Advanced topics in Bioinformatics and Biostatistics.
Instructor. Ph.D. in Science and Innovation in Medicine.
Universidad del Desarrollo, Santiago, Chile.

Funded research projects

2017 -2020

FONDECYT (postdoctoral) N°3170280.

Contribution of mitochondrial DNA heteroplasmy to the phenotype of patients with
maternally transmitted 22q11.2 deletion syndrome.
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Latest presentations (latest talks)

1.

Contribution of Mitochondrial Genomics to the Congenital Cardiac and Palatal Phenotypic Variability in
22q11.2 Deletion Syndrome. Weekly Wartik Genomics Lecture Series; 2020 Nov 11. Pennsylvania State
University, USA.

2. Bioinformagic in the study of rare diseases. Inaugural address for 2020 MSec. in Biochemistry and
Bioinformatics University of Concepcion program, Chile.

3. Symposia: Paving the road towards collaborative genomic research in Chile. 51° Annual meeting of the
Chilean Genetics Society; 2018 Nov 20-22. Puerto Varas, Chile.

4. Mitochondrial Genomics in 22q deletion syndrome. 50° Annual meeting of the Chilean Genetics Society;
2017 Nov 9-11. Puerto Varas, Chile.

5. Maternal Age Effect and Severe Germline Bottleneck in the Inheritance of Human Mitochondrial DNA. 39°
Annual meeting of the Chilean Society for Biochemistry and Molecular Biology; 2016 Sept 27-30. Puerto
Varas, Chile.

References

Gabriela Repetto, M.D. Universidad del Desarrollo, e-mail: grepetto@udd.cl
Anton Nekrutenko, Ph.D. Pennsylvania State University, e-mail: aunl@psu.edu



