Duchenne muscular dystrophy

How is it inherited?
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Duchenne muscular dystrophy is caused by an X-linked gene (that is, the gene is on the X chromosome; girls have two of these and boys only one). This means that only boys are affected but that their mothers may be carriers. Actually in almost half of all affected boys nowadays it turns out that the faulty gene has arisen by a change in the gene or ‘mutation’ in the boy himself and no other family member carries it. But this may be difficult to prove and can be decided only after careful and expert assessment of the family.

In just over half of all cases the mother carries the gene but is usually not herself affected by it. Such women are known as ‘carriers’. Each subsequent son of a carrier has a 50:50 chance of being affected and each daughter has a 50:50 chance of being a carrier herself. A small number of female carriers of the gene have a mild degree of muscle weakness themselves and are then known as ‘manifesting carriers’. 

One of the most important things that needs to be done soon after the diagnosis of a boy with Duchenne muscular dystrophy is to seek genetic advice and appropriate tests for those family members who are at risk of being carriers. 

Can any carriers in the family be identified?

This may be less easy but geneticists can identify from the family tree which women are at risk of being carriers. A combination of creatine kinase and DNA blood tests allows the great majority of such women to be either identified as carriers or given a strong reassurance that their risk is very low. Specialised genetic advice is now available to all families.

