
Chromosomal Mutations
• Chromosome structure

• Variation in Chromosome structure
• Duplication 
• Deletions 
• Inversions 
• Translocations

• Change in Chromosome number and sets



Chromosome structure

• Human Karyotype
• Groups A-G 
• P and q arms 
• centromere location 
• banding patterns 



Karyotypes



Variation in Chromosome structure



Duplication



Deletions

• terminal 
• intercalary 

• Pseudodominance



Cri cu chat



Inversions



Inversions
Paracentric inversion                     Pericentric inversion                                   



Inversions

• Suppression of recombinant recovery
• Maintenance of a set of specific alleles at 

adjacent loci
• Can lead to evolutionary advantage 



Translocations



Meiosis 



Familial Down syndrome



Change in Chromosome number 
and sets

• Aneuploidy
• Non-disjunction 
• Monosomy
• Trisomy
• Sex-chromosomes 
• Polyploidy 



Non-Disjunction



Monosomy & Trisomy



Trisomy and Triploid



Monosomy & Trisomy



Polyploidy

Multiples of same
genome

Multiples of 
Different 
genomes


