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MTS-SENSE MUTATION

MISSENSE MUTATIONSOCCUR WHEN THE DNA CHANGE ALTERS A SINGLE AMINO ACID
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A single base-substitution mutation occurs here

Chromosome 1 j_/
i Normal Mutant
CCT GAG GAG mnm: CCT GIG GAG
L R ‘:
GGA CTCCTC anti-sense GGA CACCTC
0 transcription
_CCUGAG GAG CCUGUG GAG_
G translation g
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pro gluac gluac pro val glu.ac
normal Hb
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ADDITION (INSERTION)

THIS IS AN EAMPLE OF A TRAMESAIFT MUTATION "MEANTNG THAT THE ADDITION OF A BASE ALTERS THE
READING FRAME OF THE GENE

@ [HI5 CRANGE WILL AFFECT EVERY CODON BEYOND THE POINT OF MUTATION AND THUS MAY
DRAMATICALLY CHANGE THE AMINO ACID SEQUENCE

DNA Sequence Amino Acid Sequence

Normal: CAG, CCC ACT > Gln -Pro - Thr

Codon 1 Codon 2 Cadon 3

mewion wastion CAG TCC,CACT Gl SR

Codon 1 Codon 2 Cadon 3 Codon 4

tontramesniry. CAG TTT,CCC ACT,—— (Gl |l Pro: {Thr

Codon 2 Codon 3 Codon 4




DELETION

ADULTS WITH
CYSTIC FIBROSIS REACHING
KEY LIFE MILESTONES

THIS IS AN EAMPLE OF A4 TRAMESHIFT MUTATION ‘MEANING THAT THE DELETION OF 24828 ool dpioma
A BASE ALTERS THE READING FRAME OF THE GENE :

o [HI5 CHANGE WILL AFFECT EVERY CODON BEYOND THE POINT OF MUTATION AND
THUS MAY DRAMATLCALLY CRANGE THE AMINO ACTD SEQUENCE

AROUND 0% OF CASES OF CYSTIC FIBROSIS DUE T0 THE DELETION OF THREE NUCLEQTIDES THAT RESULTS IN A LOSS OF
THE AMINO ACID PHENYLALANINE. THIS RESULTS IN A FAULTY MEMBRANE PROTEIN AND SUBSEQUENT RESPIRATORY,
DIGESTIVE ISSUES DUE TO THE BUILD-UP OF MUCUS.
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