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Bolivia in the
literature: signals, not P
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Very limited published evidence
No national prevalence studies =
E G Y o c"«:'“ ‘ - mm,“._,”:;"'?.:.d-

7

-

No Bolivian molecular cohort
No structured national registry

Main evidence: isolated family reports

Epidemiology of Autosomal Dominant
Spinocerebellar Ataxias in Latin America: A
Systematic Review and Meta-Analysis
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The strongest evidence: SCA2/SCA10 family

* Genetically confirmed Bolivian kindred = HHS Public Access
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* Hybrid phenotype: Bolivian Kindred with Combined Spinocerebellar Ataxia Type 2
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* slow saccades
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* Hypothesis: possible local enrichment, still
unproven
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A second report: probable Friedreich ataxia,

but not confirmed

* Three siblings from Potosi

* Childhood onset gait disorder

* Hyporeflexia

* Foot deformities / scoliosis
 Visual abnormalities / nystagmus

* Clinically compatible with Friedreich
ataxia

* No genetic testing available

Rev Inf Cient 2013; 80(4)

INFORME DE CASO

Ataxia de Friedreich. Informe de tres casos realizado por la
Brigada Médica Cubana en Bolivia

Friedreich's ataxia. Report of three cases carried out by the Cuban
Medical Brigade in Bolivia

Dra. Mayra Lopez Milian!, Dra. Maria Victoria Fajardo Gomez2, Dra.
Leyda Méndez Lopez?

! Especialista de II Grado en Pediatria. Master en Atencidén Integral al
Niflo. Asistente. Facultad de Ciencias Médicas. Guantanamo. Cuba

2 Especialista de I Grado en Medicina General Integral. Master en
Asesoramiento Genético. Instructor. Centro Provincial de Genética.
Granma. Cuba

3 Especialista de I Grado en Medicina General Integral. Policlinico
Universitario “4 de Abril”. Guantanamo. Cuba




Local experience in context: Bolivia and Neurocenter

e Bolivia:
-11.36 million inhabitants

* Neurocenter:
-3,188 first-time outpatient
neurology visits

* Movement disorders/ Parkinsonism:
-313 patients

e Separate internal review:
4 suspected genetic ataxia cases

* No local molecular confirmation
* Real-world signal, not epidemiology
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What Bolivia needs next

Preliminary discussions with Peruvian neurogenetics
colleagues are underway to explore future sequencing
pathways.

From isolated cases to systematic data:

Multicenter registry

Standardized phenotype collection

Access to genetic testing

Regional collaboration through AGI

Inclusion of Bolivia in Latin American ataxia research
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