
 

III./3.2.3.3 Dystonia syndromes

III./3.2.3.3.1 Blepharospasm

Blepharospasm is an abnormal contraction or twitch of the eyelid caused by the
involuntary and sustained contraction of the orbicularis oculi muscle.
Blepharospasm often starts with an increase in frequency of blinking, followed
by eyelid spasm, uncontrollable contractions or twitches of the muscles around
the eye. This pathological blinking can be triggered by light, wind, and certain
activities like driving a car or watching TV. Emotional stress is another
provoking factor in blepharospasm.

Blepharospasm mainly affects patients at age 45 to 65 years, and there is a slight
gender preference for females (2:1). In some cases, blepharospasm is the first
symptom of cranial, segmental or even generalized dystonia. There is some
genetic predisposition for blepharospasm, as 10-20% of patients have a positive
family history for movement disorders. Temporary or complete remission may
occur in about 10% of the cases.

Video 1: Blepharospasm

III./3.2.3.3.2 Cranial dystonia

In some patients with blepharospasm, progression occurs after month or years.
In addition to the periocular muscles, other muscles, such as the oromandibular
muscles also become affected. These include the masseter, the tongue and other
facial muscles, and often the pharyngeal muscles. Blepharospasm and
oromandibular dystonia was called Meige syndrome earlier, the appropriate
current term is cranial dystonia. A gender preference for females (4-6:1) is
present. The first symptom of cranial dystonia is most often blepharospasm, and
the average age at onset is 51 years. Spontaneous remission is rare.



Video 2: Cranial dystonia Fig. 1: Dystonia of the tongue

III./3.2.3.3.3 Cervical dystonia

The involuntary sustained contraction of cervical muscles disturbs physiological
head movements and result in abnormal postures. Cervical dystonia may present
as torticollis, retrocollis, laterocollis or anterocollis, depending on the type of
abnormal posture or movement of the head. In the early stage of cervical
dystonia, abnormal movements are characteristic, but later an abnormal
sustained posture is typical. Sixty-six percent of patients complain of pain in the
affected muscles. Dystonic muscles are often hypertrophic. The resulting
disability varies, ranging from slightly affected non-disabled patients to severely
affected and disabled persons. Geste antagoniste, a physical gesture or position
(such as touching one’s chin) can serve to temporarily interrupt or reduce
dystonia, as the positioning of the head or lying down can also be helpful.
Electromyography documents the simultaneous contraction of agonist and
antagonist muscles.

Again there is a gender preference for females (2:1). The age of onset is
typically between 30 to 60years, the average is 42 years. Only 10-20% of
patients report of temporary spontaneous remission, which occurs only in the
first 5 years of disease course. In 30% of cases, dystonia progresses with time
and other regions of the body become also involved. Interestingly, every tenth
patient reports of some trauma few months prior to the onset of dystonia. This
observation underlines the possible role of environmental factors beside genetic
disposition, particularly the microlesion of afferent nerve fibers as a trigger for
dystonia in predisposed persons.

Video 3: Cervical dystonia

III./3.2.3.3.4 Spasmodic dysphonia

Spasmodic dysphonia is a focal dystonia affecting the laryngeal muscles causing
hoarseness, fluctuation in the strength of voice and speech disorder. Spasms of
the laryngeal abductor muscles with hyperadduction of the vocal cords are
responsible for the symptoms. The age of onset varies between 20 and 70 years,
the average is 38 years. There is no significant gender preference, but people
who have to speak a lot due to their profession (e.g. school teachers or priests)
are more often affected. Family history for essential tremor and other forms of
dystonia is positive in 27% of cases.

III./3.2.3.3.5 Writer’s cramp



Writer’s cramp is a focal task-specific dystonia (FTSD), also called focal
occupational dystonia, such as musician’s dystonia or sport-related dystonia.
The occupational forms of dystonia differ from other forms in that the
involuntary muscle spasms occur only when a specific activity is performed.
Writer’s cramp is a typical form of occupational dystonia: there are no cramps
when the patient is not writing. When the patient starts to write, not only the
muscle usually active in writing, but all the muscles of the forearm are activated.
This causes an abnormal posture of the hand, often associated with pain, and an
altered handwriting. In about 33% of patients with writer’s cramp, postural and
intentional tremor is also present during writing.

Video4: Writer’s cramp

III./3.2.3.3.6 Generalized dystonia

DYT1 Oppenheim dystonia

The most common form of young onset generalized dystonia is the autosomal
dominant DYT1 dystonia described by Oppenheim in 1911. The mutation
responsible for this form of dystonia was localized by linkage analysis on
chromosome 9q34.1; later the exact GAG deletion was detected. Segregation
analysis provided evidence for a low penetrance (30-40%) and highly variable
phenotype (expressivity). In certain populations such as Ashkenazi Jews, the
incidence of DYT1 deletion is significantly higher compared for example with
the Caucasian population.

The DYT1 gene encodes the torsin-A protein, which regulates the cellular
trafficking of the dopamine transporter and other membrane-bound proteins, and
acts as a chaperone. DYT1 dystonia usually starts in a leg or an arm. Initially,
dystonia is apparent during specific activities; typically there is a change in gait
(foot inversion or eversion, abnormal flexion of the knee or hip) or problems
with writing. A small number of patients show initial involvement in the neck or
a cranial muscle, rather than in a limb. DYT1 is estimated to account for
approximately 16% to 53% of early-onset dystonia in non-Jews and
approximately 80% to 90% in Ashkenazi Jews. The incidence in non-Jewish
population is about 1:12,000.



Video 5: Childhood onset generalized
dystonia

Video 6: Young-onset generalized dystonia
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Video 7: Late-onset generalized dystonia

DYT5 dopa responsive dystonia (DRD)

Due to the excellent therapeutic response to levodopa, DYT5 dopa responsive
dystonia has an outstanding place among primary dystonias. The gene
responsible for DRD is the GTP cyclohydrolase-1 gene on chromosome 14s. In
10% of cases, DYT5 dystonia presents as childhood or early onset generalized
dystonia. Although it is rare, DYT5 dystonia should be kept in mind because it
is a treatable form of dystonia. DRD was first described by Segawa in 1976. In
addition to dystonia, he also described bradykinesis, rigidity and severe gait
disturbance often associated with DRD. There is a marked diurnal fluctuation of
symptoms. Even low doses of levodopa may have a noticeable clinical effect.


