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Unlike other medical specialties, medical genetics deals 

with families, rather than with individual persons, as 

patients. 

Thus,  

as a person is the object of Medicine, and 

a family is the object of Medical Genetics, 

a population must be the object of Population Medical 

Genetics. 



 



Health facts: positive 

Victora et al., 
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• Population Genetics and Medical Genetics 

 

–Demographic factors: migration, founder 
efect,  isolation, inbreeding, consanguinity 

–Major predisposition gene 

 



Geographic 
isolates 



Cultural or Religious Isolates 

• Jewish Populations 

• Amish 

• Romanis (ciganos) 

• Menonitas (Brasil) 







Americas – colonial period 



Isolados Genéticos e Consanguinidade no Brasil. 

 

 





LMBR1 

Acheiropodia 

http://www.brasil-turismo.com/mapas.htm




CENISO-BRA 

 

 
Brazilian  

Census of  

Isolated Populations 







• ‘Rumor’ is the systematic and scientific 
evaluation of any account of unusual 
occurrence of a given congenital anomaly or 
risk factor exposure.  

 

• A lay person’s anecdotal description of many 
cases of a given malformation in a given 
village is a rumor; a newspaper reporting 
dioxin contamination of the soil in a given 
area is a rumor. 

 





https://www.surveymonkey.com/r/Rumor-LatinoAmericano 

https://www.surveymonkey.com/r/Rumor-LatinoAmericano
https://www.surveymonkey.com/r/Rumor-LatinoAmericano
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Phase 1 
• Registration of the rumor 

Phase 2 
• Validation process of the rumor 

Phase 3 

• Cluster being studied by research 
group 

Phase 4 
• Publication of results 
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Results 

Short Rib Polidactily, Gameleira – PE 

DOI: 10.1136/jmg.2009.069468 

Aniridia, Água Branca 

– AL 

DOI: 10.1111/cge.1232

9 

Xeroderma Pigmentosum, Araras - 

GO 

http://g1.globo.com/goias/noticia/201

4/05/povoado-em-goias-tem-maior-

taxa-mundial-de-doenca-rara-de-

pele.html 

Fraser Syndrome, Vinhedo - SP 

DOI: 10.1002/ajmg.a.31426 

Acheiropodia, Minas Gerais 

PMCID: PMC1762812 

Gaucher Disease, Tabuleiro do Norte – CE 

DOI: 10.1007/8904_2011_19 

Fig 1. Rumors and clusters identified by CENISO. 
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Rumors and 
clusters 











http://www.inagemp.bio.br/videos/quatro-herancas-genetica-medica-populacional/ 
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