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Fig. 2 Diagnostic laboratory geneticist working together closely with clinical
geneticist in genotype and phenotype to ensure accurate clinical genetic diagnosis
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laboratory geneticist, and genetic counselor for patients and their families
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Importance of accurate variant interpretation and genetic counseling in
precision medicine for rare diseases

LU Guohui'?, XU Yiming', ZHANG Wei"’

1. AmCare Genomics Laboratory, Guangzhou 510300, China
2. School of Medicine Greenville, University of South Carolina, Greenville, SC 29605, USA
3. Baylor College of Medicine, Houston, TX 77030, USA

Abstract The practice of precision medicine is quickly accepted and popularized as a new frontier for genetic disease diagnosis and
management, particularly in diagnosing rare diseases, especially, genetic diseases and birth defects.The variety of mutation types associated
with rare diseases include the protein coding sequence variations, the noncoding variations or the copy number variations, some of which
are rare or de novo, in a broad mutation spectrum. Based on various case analyses, this paper shows the challenge and the importance of an
accurate genetic variant interpretation and the standard follow—up genetic counseling service in providing the precision medicine for
patients of rare diseases.

Keywords precision medicine; rare disease; variant interpretation; genetic counseling
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