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Objectives

By the end of the session, the students should 
be able to: 
1. Describe the components of standard 
variant nomenclature
2. Explain the abbreviations in variant 
nomenclature
3. Recognize type of mutation from its molecular 
name
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Standard variant nomenclature
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Sequence Variant Nomenclature
http://varnomen.hgvs.org/
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Letter Prefix.

• a letter prefix is mandatory to indicate the type 
of reference sequence used. Accepted prefixes 
are;
• “c.” for a coding DNA reference sequence
• “g.” for a linear genomic reference sequence
• “m.” for a mitochondrial DNA reference sequence
• “n.” for a non-coding DNA reference sequence
• “p.” for a protein reference sequence
• “r.” for an RNA reference sequence (transcript)
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Numbering

• Genomic reference sequence nucleotide 
numbering is g.1, g.2, g.3, …, etc. from the 
first to the last nucleotide of the reference 
sequence.

Example:
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Variant is located 
at the  32338271 
position in the 
sequence 

Guanine changed 
to Adenine
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Coding DNA reference sequences (c.):



Letters

8No need to memorize this!



Gene symbols

• Find the gene name and related genetic 
disorder in OMIM database:

https://omim.org/

Example: BRAF gene
If entered in OMIM , disease name and mode 
inheritance will be shown
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10



What is type of mutation?

Name of mutation

A c.482G>A; p.R117H

B c.1756G>T; p.G542X

C c.16_17delAG; p.Ser6ProfsX2

A.Missense
B.Nonsense
C.Frameshift
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Case 1
• 4 year old girl with bilateral 

postaxial polydactyly; Conical 
shaped tooth; Genu valgum; 
Long philtrum; Low hanging 
columella; Nail dysplasia; 
Short stature; Smooth 
philtrum; Thin lower lip 
vermilion.

• Genetic test showed:
Homozygous likely pathogenic 
variant:
EVC: NM_153717.2:c.2T>A
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• What is the diagnosis?
• What does it mean by homozygous variant?
• How this disorder is inherited?
• Describe the molecular change?
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Case 2

• 7 year old boy known to have chronic 
diarrhoea and vomiting since birth.

• Genetic test showed:
Homozygous pathogenic variant in:
SLC26A3:NM_000111.2: c.559G>T ; p.(Gly187*)
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• What is the diagnosis?
• What does it mean by homozygous variant?
• How this disorder is inherited?
• Describe the molecular change?
• What is the type of mutation based on 

mutation name?
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THANK YOU
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