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Blepharospasm

• involuntary spasms of 
the orbicularis oculi 
muscles

• frequent blinking, 
which may be either 
isolated or associated 
with spasms



Oromandibular Dystonia

• movements of lower 
facial muscles, jaw, or 
tongue

• movements can be 
sustained, episodic, 
or action-induced



Primary late-onset dystonia: 
demographic features

Gender Age at onset

♀ > ♂ ♂ > ♀

(O’Riordan S…Hutchinson M, Neurology 2004)



Spread of late-onset dystonia
Weiss E…Perlmutter JL, 

Mov Disord 2006
Svetel M…Kostic VS, 

J Neurol 2007

Blepharospasm Blepharospasm







Informazioni al baseline (664 records)

Distonia n. Pazienti  (%)

Blefarospasmo 296 (45%)

D cervicale 315 (47%)

D laringea 27 (4%)

D oromandibolare 96 (15%)

D arti superiori 75 (11%)

D tronco 12 (1.8%)

D arti inferiori 24 (3.6%)



G. Defazio et al., Lancet Neurology, 2004



Time elapsing from dystonia onset to diagnosis 

according to the year of dystonia onset.

Year of 
dystonia onset

All patients 
(171)

Cranial
Dystonia 

(100)

Extracranial 
dystonia

(71)

Before 1973 39 + 5,1 (5) 36,6  + 5,5 (3) 42,5 + 2,1 (2)

1973 to1982 20,5 + 3,5 (2) - 20,5 + 3,5 (2)

1983 to 1992 13, 8 + 8,5 (25) 9,6 + 7,1 (15) 16 + 6,5 (10)

1993 to 2002 5,5 + 4,1 (54) 4,6 + 3,4 (28) 6,5 + 4,6 (26)

2003 to 2012 2,2 + 2,3 (85) 1,9 + 1,4(54) 2,6 +3,4 (31)

Values are mean years + SD. Total number of patients is in parenthesis



Focal dystonias – factors contributing 

to misdiagnosis

Phenomenological variability of dystonia in 

different body sites

Neurological and non neurological 

conditions mimicking the abnormal 

movements or postures induced by dystonia 

(pseudodystonia)



Development of guidelines for the clinical 

diagnosis of focal dystonias

PROCEDURE

1. Identification of the phenomenological aspects of each focal 

dystonia possibly contributing to diagnosis (Positive signs)

2. Identification of features that are usually absent in dystonia but  are 

part of the clinical spectrum  of pseudo- dystonia (negative signs).

3. Content validity analysis

Content validity ratio (CVR) = (ne-N/2)/(N/2)

ne=number of raters indicating the item as relevant for diagnosis

N=total number of raters.

CVR ranges between -1 and +1 (all raters judge the item as essential).



Phenomenological aspects of blepharospasm 

possibly contributing to diagnosis

Content

validity ratio

1) Involuntary narrowing/closure of the eyelids due 

to orbicularis oculi spasms

2) Presence of the Charcot’s sign 

3) Increased blinking rate

4) Bilateral spasms

5) Symmetrical symptoms

6) Apraxia of eyelid opening

7) Frontal hyperactivity

8) Spasms in the lower face

9) Dystonia in other body sites

10) Sensory trick 

11) Presence of ocular symptoms 

12) Photophobia/photo-oculodynia

13) Inability to voluntarily suppress the spasms

14) Absence of premonitory sensations

15) Absence of paresis of the orbicularis oculi muscles

16) Absence of eyelid ptosis

17) Absence of double vision
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Presence of stereotyped, 

bilateral and synchronous 

orbicularis oculi spasms 

inducing narrowing/closure of 

the eyelids

Presence of effective 

sensory trick 

Blepharospasm

No Reconsider 

diagnosis

Yes

Yes

No

No

Yes

Increased blinking

93 % sensitivity and 90 % specificity

Blepharospasm diagnostic guideline

Defazio et al., Neurology 2013



Raccomandazioni per la diagnosi
di distonia focale

• Distonia cervicale

• Distonia oromandibolare

• Distonia dell’arto superiore

• Distonia laringea

• Distonia arto inferiore



Oromandibular dystonia

Positive Clinical signs Content Validity 

ratio (CVR)

Oromandibular movements / postures -

either spontaneous or triggered by motor 

tasks   

1

Mobile involuntary posture 0.6

Stereotyped or patterned movements 0.6

Jaw tremor 0.4

Difficult voluntary jaw movements 0.6

Sensory trick -0.8

Dystonia in other body parts -0.8



Alternative 

Diagnoses
Negative Clinical signs Content 

validity 

ratio

Bruxism - Prolonged/forceful jaw closing and marked dental 

attrition during sleep or emotional situations 

- teeth/periodontium lesions

0.4

-0.8

Hemimasticatory 

spasm

Unilateral masseter and temporal muscle ipertrophy 0

Geniospasm Autosomal dominant inheritance and high penetrance 0.2

lower motor neuron 

disease/miopathy

Jaw drop associated with  masticatory muscle weakness 0.8

Temporomandibular 

joint disorders

- Fixed jaw posture

- Temporo-mandibular joint pain 

0.6

-0.6

Edentulous 

diskinesia

Edentoulism 0

Non-dystonic jaw 

tremor 

jaw tremor without any jaw dystonic posturing or 

limitation in jaw movements

0.6

Jaw chorea Non-stereotyped movements  0.6

Jaw tics Ability in voluntarily suppress movements / postures 0.8



Positive/negative Clinical signs OROMANDIBOLAR 

DYSTONIA

ALTERNATIVE 

DIAGNOSIS 

Oromandibular movements / 

postures - either spontaneous or 

triggered by motor tasks  

YES

Mobile involuntary posture YES NO 

[TMJ disorders]

Stereotyped or patterned 

movements

YES NO 

[chorea]

Jaw tremor without dystonic

posturing and no limitation in 

jaw movements

NO YES 

[non-dystonic tremor]

Ability in voluntarily

suppressing movements/postures

NO YES 

[jaw tics]

Masticatory muscle weakness NO YES  [lower

motorneuron

disease/miopathy



Positive/negative Clinical signs OROMANDIBOLAR 

DYSTONIA, BRUXISM, 

HEMIMASTICATORY 

SPASM,  GENIOSPASM

ALTERNATIVE 

DIAGNOSIS 

Oromandibular movements / 

postures - either spontaneous or 

triggered by motor tasks  

YES

Mobile involuntary posture YES NO 

[TMJ disorders]

Stereotyped or patterned 

movements

YES NO 

[chorea]

Jaw tremor without dystonic

posturing and no limitation in 

jaw movements

NO YES 

[non-dystonic tremor]

Ability in voluntarily

suppressing movements/postures

NO YES 

[jaw tics]

Masticatory muscle weakness NO YES  [lower

motorneuron

disease/miopathy



GRAZIE PER L’ATTENZIONE



P.C. 65 anni

Esordio BSP con fotofobia e GA 

- EON: quando parla si manifestano spasmi 

prolungati, quando tace gli occhi si aprono; parziale 

controllo volontario degli spasmi

2008



P.C. 65 anni

Esordio BSP con fotofobia e GA 

- EON: quando parla si manifestano spasmi 

prolungati, quando tace gli occhi si aprono; parziale 

controllo volontario degli spasmi

2008

Infiltrazione BTX  e sol fisiologica senza effetto 2012 -2013

Remissione completa BSP in seguito all’uso di 3 colliri 2014 – 2016

Ripresa BSP con efficacia transitoria di diversi colliri 2016



 Il disturbo psicogeno non è congruente con il 

corrispondente organico

 I segni clinici psicogeni si modellano su 

credenze personali circa l’anatomia e la 

fisiologia, non sulla realtà clinica

Incongruenza



 La tipologia del disturbo 

psicogeno si modifica nel 

tempo

 La severità del disturbo 

psicogeno fluttua da una 

situazione all’altra (periodi di 

remissione spontanea, effetto 

di distraibilità, risposta atipica 

ad agenti farmacologici…)

Inconsistenza

Hess et al., 2014



Normal excitability of brainstem blink reflex circuit 

as measured by R2 area in the blink reflex recovery cycle



P.C. 65 anni

Esordio BSP con fotofobia e GA 

- EON: quando parla si manifestano spasmi 

prolungati, quando tace gli occhi si aprono; parziale 

controllo volontario degli spasmi

2008

Infiltrazione BTX  e sol fisiologica senza effetto 2012 -2013

Remissione completa BSP in seguito all’uso di 3 colliri 2014 – 2016

Ripresa BSP con efficacia transitoria di diversi colliri 2016

Blink reflex recovery cycle normale 2016



P.C. 65 anni

Esordio BSP con fotofobia e GA 

- EON: quando parla si manifestano spasmi 

prolungati, quando tace gli occhi si aprono

2008

Infiltrazione BTX  e sol fisiologica senza effetto 2012 -2013

Remissione completa BSP in seguito all’uso di 3 colliri 2014 – 2016

Ripresa BSP con efficacia transitoria di diversi colliri 2016

Normal blink reflex habituation cycle 2016

Valutazione psichiatrica

DDSI: lamentele somatiche

SCID I: Disturbo depressivo maggiore ricorrente in 

remissione

SCIDII: Disturbo dipendente di personalità

2016



Pellicciari R and Defazio G, 2015


