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Mendelian disorders in humans

There are many diseases in man due to gene mutations( dominant or recessive ).The mutated person may

 become incapable to produce specified enzyme, so result in inborn errors of metabolism .

1.Chondrodystrophic Dwarfism

It is a dominant autosomal mutation, most people are homozygous for recessive allele (c\c). The presence

 of one dominant C results in the premature closure of the growth areas of long bones of arms and legs, 
resulting  in shortened and bowed and arms and legs. 

2.Huntington disease

Huntington disease is caused by dominant gene on chromosome 4.  The mutated gene causes abnormality

by producing a substance that interferes with normal metabolism in the brain that leads to progressive 
degeneration  of brain cells. The death comes 10 to 15 years after the onset of symptoms.

3.Neurofibromatosis 

Neurofibromatosis caused by dominant gene on chromosome 17. The affected individual may have tan

spots on the skin which may later increase in size and number. Small benign tumor called neurofibromas

May occur under the skin and various organs.

4.Tay- Sachs disease 

Tay Sachs disease results from the lack of dominant gene on chromosome 15 for the production of 

Hexosaminidase and subsequent shortage of its substrate, of a fatty acid  known as glycosphingolipid , in 

Lysosomes. The patients offers from defective vision, muscular weakness and gradual loss of all mental and

physical control, death occurs by the age of 3 or 4. 

5.Alzheimer’s Disease 

 Alzheimer’s Disease named after the German neurologist  Alzheimer, is a degenerative brain disease 



characterized my memory loss, confusion, restlessness, speech disturbances, erosion of personality 

Judgement, inability to perform the functions of daily life. It is a form of dementia occurs in karyotypically 

 normal individuals. About 5% of karyotypically normal individuals over age of 65 develop this disease 

And nearly 25% of those over age 80 do so. The brain of these patients show marked loss of neurons. 

These patients also show an accumulation of Senile plaques which are thickened nerve cell processes 

surrounding a deposit of particular type of polypeptide called amyloid beta protein.

6.Cystic fibrosis 

Cystic fibrosis common Lethal genetic disease due to a recessive mutation on the chromosome 7. The

body produces abnormal glycoprotein which interferes with salt metabolism. The mucus secreted by the body

becomes abnormally viscid  and blocks passage in lungs, liver and pancreas.

7.Marfan syndrome 

Marfan syndrome is due to dominant mutation resulting in the production of abnormal form of connective

tissues and characteristic extreme looseness of joints. The long bones of body grow longer, fingers are very 

 Long called spider fingers and the lenses in the eye become displaced.



The thumb and little finger overlap when grasping
the wrist of the opposite hand.
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