
 ` 
 
 
 

Myotonic dystrophy is an inherited condition caused 
by an alteration in a gene.  A gene is a tiny segment 
of DNA found in all the cells in our bodies which act 
like instructions or recipes.  Genes determine many 
of our personal characteristics, such as eye and hair 
colour. Genes lie on tiny structures called 
'chromosomes', rather like beads (the genes) 
threaded onto a string (the chromosome). 
Chromosomes come in pairs and are numbered 1-
23. We inherit one of each pair from our mother and 
the other of each pair from our father. The gene 
alteration causing Myotonic dystrophy is found on 
chromosome 19 and needs only be present on one of 
the pair.(Autosomal Dominant) It can be inherited 
from either a mother or a father and causes a 
repeated part of the ‘recipe’ to expand. You may hear 
it described as a repeat expansion disorder. 

As Myotonic dystrophy is passed on through the 
generations this expansion tends to get bigger 
resulting in worsening symptoms seen at an earlier 
age in subsequent generations.  
Testing is available in pregnancy to predict whether 
the pregnancy is affected. (Further information is 
available from the genetic clinic) 
 
 
 
When the condition is suspected, a blood test will 
confirm the diagnosis. This test would then be 
available to other family members at risk following 
genetic counseling.  

 

 

 
 

 
Clinical Genetics Departments 
Northern Scotland (main base Aberdeen) 
Tel: 01224 552 120      
(Aberdeenshire, Moray, Highland, Western & Northern Isles) 

Tayside (main base Dundee) 
Tel: 01382 632035     Fax: 01382 645731 
(Perth & Kinross, Angus, North East Fife) 

South East Scotland (main base 
Edinburgh) Tel: 0131 537 1116     
(Borders, Lothian, South West Fife) 

West of Scotland (main base Glasgow) 
Tel: 0141 354 9201     
(Glasgow, Argyll & Bute, Aryshire, Dumfries & Galloway, Stirling, 
Lanarkshire, Falkirk) 

Muscular Dystrophy UK 
61A Great Suffolk 
Street 
London 
SE1 0BU 
Helpline: 0800 652 6352 (Mon-Fri 830-6pm) 
Website: 
www.musculardystrophyuk.org 
Email: info@musculardystrophyuk.org 

Myotonic Dystrophy Support Group 
19-21 Main Road 
Gedling 
Nottingham NG4 3HQ 
Helpline: 0115 987 0080 
National Office: 0115 987 5869 
E-mail address: contact@mdsguk.0rg 
Website: 
www.myotonidystrophysupportgroup.org 

             If your ability to work or get around is affected by 
             myotonic dystrophy, you may be entitled to special benefits. 

You can find out more about this from a local  
Citizen's Advice Bureau and support groups listed.  

 
 

The information in this leaflet was produced with the help of the Scottish Muscle 

Network and was written by Clinical Genetics, Guys Hospital. 

Updated by Yvonne Robb on behalf of ScotGEN, July 2018. 

For  more information on Myotonic Dystrophy: 
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Inheritance 
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Work, employment  and mobility 

Other information leaflets are also 
available from the myotonic support 
group and also the Scottish Muscle 
Network (www.smn.scot.nhs.uk) 



This leaflet describes Myotonic dystrophy type 1    
(DM1). This is the most common genetic muscle 
condition affecting adults. Myotonic dystrophy type 
2 is much less common and will not be discussed 
in this leaflet.  
Myotonic dystrophy may be very mild, with virtually 
no symptoms. Some people, however, can be 
quite severely affected. The age of onset of 
symptoms varies from birth to old age. 

 
 
 
 

Myotonic dystrophy is caused by a fault in a gene. 
People who have this gene fault (sometimes called a 
mutation or expansion) may develop a variety of 
symptoms. These symptoms can affect various parts 
of the body. 
Not everyone with the gene fault will develop all 
the symptoms, and some people may have no 
obvious symptoms at all. It is very unlikely one 
person would develop all these problems. 

 
 
 

Muscle problems are often the first symptom of 
myotonic dystrophy. The muscles may feel weak, 
although this weakness is very variable and can 
range from mild to severe. It particularly involves the 
face and eyelids, jaw, neck, forearms and hands, 
lower legs and feet. If the muscles of the face and 
tongue are affected, it can affect speech and 
swallow. Facial weakness can also affect facial 
expression and cause eye lids to become heavy 
and droop.  

 

Myotonia is a common symptom in myotonic 
dystrophy. This is difficulty in relaxing a muscle 
after it has been contracted. People with 
myotonia may describe that they find it difficult to 
release their grip on things such as shopping 
bags or steering wheels.  

 
 
 

 
Myotonic dystrophy can affect the heart causing 
rhythm disturbance (the heartbeat may be 
abnormally slow or irregular).Individuals may 
describe a flutter in their chest or palpitations or 
develop dizzy spells. 

 
Regular ECG tests (heart tracings) can detect 
rhythm disturbance. We recommend that everyone 
with myotonic dystrophy should have an ECG every 
year with referral to a heart doctor if any 
abnormality occurs. 

 
 
 
 

Chest infections may result from food entering lungs 
as a result swallowing difficulties or weakness of the 
breathing muscles including the diaphragm causing 
weakness and poor coughing ability. Weakness in 
these muscles can also result in shallow breathing 
at night. Symptoms would include disturbed sleep, 
snoring, feeling unrefreshed, morning headaches 
and daytime sleepiness. Treatment is available.  
 

 
 

As the muscles of the digestive system may be 
affected, a variety of symptoms can result including: 
- Swallowing problems, indigestion, abdominal pain, 
constipation, diarrhoea, increased urgency and 
frequency of bowel movements. Regular monitoring 
of symptoms and maintaining a healthy diet and 
exercise can help, with medication when required.  
 
 
 
Problems in affected women during pregnancy 
include; difficult labour due to womb muscle 
involvement causing long or even quick labour, 
increased risk of bleeding after the birth and slight 
worsening of general muscle symptoms. 

 
When myotonic dystrophy is present in babies at 
birth (congenital myotonic dystrophy), symptoms 
can be very severe affecting the muscles of 

breathing, swallowing and moving. These babies are 
often born prematurely and require intensive 
therapy. Despite advances in this area, they may be 
so sick that they don’t survive.  

 
When they do or myotonic dystrophy is diagnosed in 
early childhood, there can be problems with motor 
milestones, learning disability and behavioral 
problems.  

 
People with myotonic dystrophy may have problems 
with surgery when certain anaesthetic drugs are 
used. Some operations are carried out under 
sedation only  but this still requires additional 
monitoring in myotonic dystrophy. Make sure the 
surgeon and anaesthetist know about your 
myotonic dystrophy before any operation or 
procedure. 

Carry an Alert Card, wear a Medic Alert bracelet or 
necklace at all times, in case of an accident or 
emergency. You can obtain a free card from the 
Genetic Clinic or from the Myotonic Dystrophy 
Support Group. 
 

Cataracts can cause blurring and dimming of vision. 
They are common in the general population in old 
age but can occur at a younger age in Myotonic 
dystrophy. This may be the only problem that 
myotonic dystrophy causes. 
 
Droopy eyelids can develop and cause a problem 
with field of vision. Regular checks at the optician 
are recommended with referral to a medical eye 
specialist if there is any concern 

 
Endocrine (hormonal) problems; infertility, insulin   
resistance and diabetes. 
 

 

 

 

 Pregnancy and childbirth 
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