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Basics of clinical genetics, disease mechanism, variant nomenclature

BB and ACMG interpretation
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This lecture covers the essentials of clinical genetics, focusing on
/,\n%jﬁjﬁ

genetic disorders, their mechanisms, and how genetic variants are
named and classified. We begin with a brief introduction to clinical
genetics, defining its scope and historical evolution. The fundamental
concepts include DNA structure, gene function, and inheritance
patterns like autosomal dominant and recessive. We then explore
disease mechanisms, discussing single-gene disorders, chromosomal
abnormalities, and multifactorial conditions. Understanding these
mechanisms helps in diagnosing and treating genetic conditions.
Variant nomenclature is addressed by explaining types of genetic
variants (e.g., point mutations) and classification systems, highlighting
their clinical relevance. The lecture concludes with an overview of
genetic testing, counseling, and emerging technologies like CRISPR,

underscoring their impact on future medical practices.
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The Challenges and Preparations of NGS from the Perspective of

BB Psychological Assessment and Counseling
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Overcoming the Pitfalls of Next-Generation
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