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[R]
Abstract

Objective: To present a case of  myotonic syndrome in a 35-year-old male patient and to review and 
discuss the literature. Discussion and conclusion: The myotonic syndrome is a steadily progressive, 
familial, distal myopathy with associated weakness of  the muscles of  face, jaw, neck and elevators of  the 
eyelids, a tendency for myotonic persistence of  contraction in the affected parts and testicular atrophy. 
The patient was referred to the Department with complaint of  recurrent temporomandibular joint dis-
location, presenting with the characteristic oro-facial manifestations of  myotonic syndrome.
[P]
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[R]
Resumo

Objetivo: Apresentar um caso de síndrome miotônica em um paciente adulto, 35 anos, sexo masculino, bem como 
rever e discutir a literatura pertinente. Discussão e conclusão: A síndrome miotônica é uma miopatia distal de 
progressão contínua, familiar, e associada à fraqueza dos músculos da face, mandíbula, pescoço e músculos elevadores 
das pálpebras, com tendência de persistência de contratura miotônica nas partes afetadas, bem como atrofi a testicular. 
O paciente se apresentou ao departamento com queixa de deslocamento recorrente da articulação temporomandibular, 
apresentando as características de manifestações orofaciais de síndrome miotônica.
[K]
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of  lower third of  face with ptosis and generalized 
weakness of  facial musculature, gave the patient a 
characteristic “myopathic facies” and “swan neck” 
appearance (Figure 1). 

Introduction

Myotonic dystrophy, or dystrophia myotonica 
(DM), or Steinert disease is a hereditary neuromus-
cular multisystem, autossomal dominant disease 
with varying clinical expression and severity. The 
genetic locus for DM is localized on the long arm 
of  chromosome 19 (1). The mutation is caused by 
an increased number of  CTG trinucleotide repeats 
in the 3’ untranslated  region of  the DM protein 
kinase gene (or myotoninkinase) (2, 3). The number 
of  CTG trinucleotides in normal chromosomes 
ranges from 3 to 30 in normal individuals, from 
50 to 80 in mildly affected persons, and 2000 or 
more copies in severely affected individuals (2). 
The size of  the fragment is related both to age 
at onset of  the disease and to the severity of  the 
phenotype and increases through successive gen-
erations in parallel with increasing severity of  the 
disease (anticipation phenomenon) (3). It is the 
most common form of  adult muscular dystrophy. 
DM usually begins to manifest during the second 
and third decades of  life. 

Muscular involvement is characterized 
by myotonia, progressive muscular weakness and 
atrophy, mainly of  the facial, neck and the distal 
muscles of  the limbs (4, 5). Temporomandibular 
dislocations, recurrent locking of  the jaw and fre-
quent clicks are common complaints (4). Myotonia 
is defi ned as an inability of  the skeletal muscles to 
relax after voluntary muscle contraction and usually 
occurs after the third year of  life, being the fi rst sign 
of  the disease.

Report or case

A 35-year-old male patient reported to the 
Deparment with a complaint of  recurrent temporo-
mandibular joint dislocation from 3 years. Medical 
history revealed weakness of  both upper and lower 
limbs from past few years, progressively worsening to 
present state. There was increased fatigability and the 
patient was unable to carry out his normal day-to-day 
activities. Patient presented hypersomnia; excessive 
yawning lead to recurrent temporomandibular joint 
dislocation. Weak, monotonous, nasal type of  voice 
and complaint of  subsequent dysphagia were pres-
ent. On general examination, patient had an abnor-
mal gait, short stature and poor built. Narrowing 

Figure 1 - “Myopathic face”; eyelid ptosis; narrowed 
lower third of  face

Moderate pallor was present. Vital signs 
were within normal range and patient was well 
oriented to time, place, and person. Cardiovascular 
examination revealed S1S2 split sounds with occa-
sional missed beats. Central nervous system exami-
nation revealed normal higher mental functions 
and no other cranial nerves obvious abnormalities 
noted. Motor function test revealed slow relaxation 
of  extensors in hand grip (Table 1). Weakness of  
neck and trunk muscles present. No sensory involve-
ment noted. Refl exes of  the patient were found to 
be affected. 

Patient was subjected for complete blood 
examination, liver function and thyroid function test, 
which came out to be within normal range, except for 
a signifi cant increase in the level of  creatinine phos-
phokinase 528.62IU/L (normal value-10-50IU/L). 
ECG revealed poor progression of  ‘R’ wave. ECHO 
cardiogram revealed normal chambers, valves, and 
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Canada, and the northern parts of  Sweden) (4). In a 
recent study from western Sweden, the prevalence of  
DM in childhood was reported to be 5 per 100,000 (9).

Facial examination of  a patient with DM 
may show premature frontal scalp balding and facial 
narrowing (mask-like faces). Muscle wasting of  the 
masticators (ie, temporalis, masseter, pterygoids), 
sternocleidomastoids, muscles of  the tongue, and 
pharynx is frequently present (10, 11). This may 
manifest as a triangular mouth opening, protruding 
mandible, lingual myotonia, velopharyngeal incom-
petence and dysphagia.  

 Dysphagia and delayed gastric emptying 
predispose this group of  patients for high risk of  
aspiration (12, 13).  Dentofacial fi ndings include 
increased interocclusal space, increased facial height, 
high palatal arch, transverse maxillary defi ciency, 
dental crowding, and anterior open bite (10, 12, 14). 
Facial weakness, one of  the earliest and most constant 
features of  DM, leading to the typical expressionless 
face, wasting of  the temporalis muscles (a prominent 
feature of  myotonic dystrophy), temporo-mandibular 
dislocation (well documented in DM), recurrent 
locking of  the jaw, diffi culty in chewing and frequent 
clicks along with weakness of  the palate contrib-
uting to nasal, indistinct speech, were important 
diagnostic orofacial manifestations in our patient 
Systemic manifestations include weakness of  the 
limbs, characterized by distal to proximal paresis, a 
very common fi nding in DM patients. The patient’s 
inability to release their hand after a handshake is a 
classic sign (10).  Ocular manifestation includes cata-
racts, macular degeneration and ptosis of  the eyelids. 
Mild to moderate degree of  mental retardation is 
often present (15). Cardiac manifestations occur in 
the form of  dilated myopathy, conduction defects 
and mitral valve prolapse (16). Approximately 73% 
of  the patients exhibit abnormal electric cardiogram 
(ECG) fi ndings (17).  

Weakness of  the diaphragmatic and inter-
costal muscle generally leads to decreased lung vol-
umes (vital capacity) and reduction in the maximum 
expiratory pressure (18). Hypersomnolence is noted 
frequently in these patients. It is likely a direct result 
of  alveolar hypoventilation and may be worsened by 
administration of  respiratory depression agents such 
as benzodiazepines and narcotic (19). Patients with 
DM also may be affl icted with endocrine abnormali-
ties such as diabetes mellitus, diseases of  the thyroid, 
testicular  and ovarian dysfunction.

fl ows. Concentric needle EMG was performed 
which showed myotonic discharges. Clinical fi ndings, 
medical history, elevated creatinine phosphokinase 
level and concentric needle EMG were suggestive 
of  myotonic syndrome.

Table 1 - Results of  the motor function test

S. No. Power

Right Left

1. Shoulder 5/5 5/5

2. Elbow 5/5 5/5

3. Hand grip 3/5 3/5

4. Hip 5/5 4/5

5. Knee 4/5 4/5

Discussion

Four types of  DM can be discerned, with 
varying symptoms, as follows:

 – mild, with age of  onset > 50 yr and very 
slight problems; 

 – adult-onset or classical, which is the com-
monest type, with symptoms presenting 
between age 10 and 50 yr; 

 – childhood-onset, with symptoms starting 
between age 1 and 10 yr; and  

 – congenital type, with symptoms at birth. 

Myotonia and progressive muscular weak-
ness are the hallmarks of  the disease. In childhood 
and congenital types of  DM, learning and speech 
diffi culties, and neuropsychiatric disorders, are com-
mon (6). Patients also present with a characteristic 
feature of  facial diplegia with a tented upper lip and 
sagging jaw (1). 

Reduced bite force and slower chewing 
cycle have been shown in adult DM patients and 
temporomandibular dislocation, recurrent locking of  
the jaw and frequent clicks are common complaints 
(7, 8).The prevalence of  DM worldwide is 5 to 19 
per 100,000, but there are regions with a much higher 
prevalence (e.g. the Saguenay province in Quebec, 
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