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Basics of clinical genetics, disease mechanism, variant nomenclature

JE AR
BB and ACMG interpretation
s | sk A R PEBIREUR R SORL LAY s 2L K ACMG AHRHTS

e g s

514
— - This lecture covers the essentials of clinical genetics, focusing on
EERE - . . . .

genetic disorders, their mechanisms, and how genetic variants are
(200~300 named and classified. We begin with a brief introduction to clinical
Z) 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.

(Z) A ERR

7 bl 4 7

#
B R PLUBEAR

2 X F

B R:BREHRAM 5. 2007/6
R B E — =
BB (FBAE)
WiAzr (8L ) offfAT (BBL) okS8 (L)
o TR oARE
as = - HE| BB | WX
Galll Lyt K15 13 13 13
| g | PLIESASM EfE 27 | 2T 27
]

%%ﬁ%ﬂﬁ%& EEEE 27 27 27




&

&

I

ESES

aXBRESEE

i

=N AN i

i

BESEEAHL S

AT gE




i o 11 32 R AR B B R 3R

(—)iERE B REE

=

¥ )

Hise H Genetic counseling in NGS
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From Adversity to Renewal: Strengthening Family Resilience and
Recovery After Genetic Testing
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Overcoming the pitfalls of next generation sequencing

Hise H

wEagE EBFEP LR B TR EAE Fr IR LA s B
E#BIEE | Next generation sequencing had been utilized in

( 200~300 . . . . - :
=, various clinical scenarios regarding clinical reproductive

genetics and medical genetics, including exome
sequencing, expanded carrier screening,
preimplantation genetic testing, non-invasive prenatal
testing, and even whole genome sequencing. The
speaker will give a few examples of the difficulties and

mistakes encountered at a clinical setting, especially

from the genetic counseling perspective.
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