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OMAS Primer

• Autoimmune disorder, usually paraneoplastic though may be 
parainfectious or idiopathic.

• Ultrarare, only ~2000 known cases worldwide. Est. incidence ~1 per 5MM.

• Most commonly presents in children, median age of onset 16-18 months.

• OMAS may cause long-term impairment in cognitive & motor functions.

• Prompt aggressive immunosuppressive treatments are effective.
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The Diagnosis Challenge
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Symptoms Definition Differentiate from

Opsoclonus
Rapid, involuntary, repetitive eye 
movements -- can be chaotic, 
multidirectional, arrhythmic

Nystagmus, ocular 
flutter, other abnormal 
eye movements

Myoclonus Brief, jerky muscle contractions, 
twitch- or spasm-like

Epilepsies, metabolic 
issues

Ataxia Impaired muscle control and 
coordination

Autoimmune diseases, 
cerebellar ataxia, 
hereditary ataxias

Other Symptoms

Hand Tremors
Sleep Disturbances
Temper Tantrums
Vomiting
Fever
Headache
Difficulty with Speech

Diagnosis Criteria

3 of 4 features: 
• Opsoclonus
• Ataxia or myoclonus
• Behavior change or 

sleep disturbance
• Neuroblastoma
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The OMAS Natural History Registry
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Sociodemographics
Family History
Symptoms & Diagnosis
Systems Review
Functioning
Treatment Types, Medications 
Disease Progression, Relapse
Quality of life

2016

2017

2024

OMAS Natural History Registry launched.

>400 Patients with OMAS registered.

Data collection includes:
NORD with FDA support initiates 
Natural History Registry development 
with 20 Rare Disease Foundations. 



Objective and Patient Selection

To characterize misdiagnosed OMAS for the purpose of raising disease awareness.
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Initially 
Misdiagnosed

n=113

Correctly 
Diagnosed

n=87

Natural History 
Registrants

n=409

Completed Demographics, 
Diagnosis, & Symptom Surveys

n=200

56.5%

43.5%



Symptoms at Onset (n=200)
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88%

60% 60%

49% 47%
42%

25%

12% 10%

Ataxia Myoclonus Opsoclonus Sleep Tremors Temper Vomiting Fever Headache



Misdiagnoses (n=113)
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64%
6%

4%
4%

4%
3%

2%
2%
2%

1%
1%
1%
1%
1%
1%
1%
1%
1%
1%
1%

Acute Cerebellar Ataxia
Encephalitis

Ataxia
Infection

Nystagmus
Epilepsy

Conversion Disorder
Neuroblastoma

Vertigo
Autoimmune encephalitis

Brain tumor
Cerebritis

Chiari malformation
Concussion

Guillain-Barré
Intellectual disability

Mastoiditis
Paroxysmal dystonia

Seizures
Shaken Baby Syndrome

Acute cerebellar ataxia (ACA) is the 
most common childhood ataxia (up to 
50x more common than OMAS).

ACA treatment may be conservative as 
symptoms often resolve with time.



Cohort Comparisons

Misdiagnosed and correctly diagnosed groups were similar for gender, race, ethnicity, insurance type, age at onset, family history of 
cancer and/or psychiatric disorder, and most symptoms at onset.  *US residency was significantly different between cohorts though this 
finding needs further review.
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Correctly Diagnosed 
(n=87)

Misdiagnosed
(n=113) Characteristic

20% (↓) 40% (↑) Immediate Family History of 
Autoimmune Disease

70% (↑) 52% (↓) Opsoclonus at Onset



Symptoms Necessary for Diagnosis

OMAS diagnosis may be made by presence of 3 of the following: opsoclonus, ataxia 
or myoclonus, behavior change or sleep disturbance, and/or tumor.
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0-2 Symptoms
at Onset

53.5% (107/200)

3-4 Symptoms 
at Onset

46.5% (93/200)

Misdiagnosed
60.7% (65/107)

Misdiagnosed
51.6% (48/93)



Summary

• Most patients with OMAS are initially misdiagnosed.

• Cerebellar ataxia is the most common misdiagnosis. 

• Misdiagnosis is higher for patients with a family history of autoimmune 
disease.

• Misdiagnosis is lower when opsoclonus is recognized at symptom onset.

• Even when evidence for diagnosis is present at onset, half of patients are 
still misdiagnosed.
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Key Points

• Time is of the essence.

• What if it isn’t Acute Cerebellar Ataxia??

• Opsoclonus recognition may be the key.  A squeeze test to elicit 
opsoclonus movement could literally change a life.

• Much work remains to be done. 
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The Patients
and Caregivers

The National 
Organization of 
Rare Disorders

Special Thanks to
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Copies of this presentation for personal use are available at

To learn more about OMAS…
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