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Abstract: Porphyria cutanea tarda has a complex etiology with genetic factors not completely elucidated. The miscegenation 

of the Brazilian population has important implications in the predisposition to diseases. There are no studies concerning the 

genetic ancestry of patients with porphyria cutanea tarda from a mixed population. Thirty patients living in Rio de Janeiro 

with sporadic porphyria cutanea tarda were studied for the genetic ancestry through informative markers - INDELS. There 
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a chronic hepatic porphyria caused by the reduction in the activity 

of the enzyme uroporphyrinogen decarboxylase. The etiology is not 

for the clinical expression of the condition.

It is known that the predisposition to different conditions 

Brazilian population went through an intense process of miscege-

-

in other parts of the world.  

know the potential role of the ancestry as an independent risk factor 

associated to the condition.

-

ulational studies and has a substantial advantage over physical fea-
 5

-

are particularly useful to estimate individual ancestry proportions. 

that can result in important implications on the inherited diseases 

of genetic origins to improve the understanding of the mechanisms 

involved in the predisposition to the disease.

-

tory and/or histopathologic diagnosis of sporadic PCT seen at the 

Hospital Universitário Pedro Ernesto/UERJ from 2012 to 2014 were 

included in the study.

them and approved by the Ethics in Research Committee under the 
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for the analysis of genetic ancestry. Each genetic ancestry was deter-

mined by AIMs.

-

ing to the protocol described by Pereira et al. 8

marked with dye were separated and detected by the automatic se-
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Samples %African %European %Amerindian

TABLE 1: Results of the genetic ancestry of the 30 patients with PCT
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-

menclature of the alleles is according to Pereira et al. 8

To test the population structure and estimate the propor-

-

Pop               Infered groups Number of individuals

1 2 3

  1:      0.996 0.003        0.002 105

  2:      0.002 0.994        0.004 158

  3:      0.001 0.025         64

  4:      0.198 0.095 30

Pop1                    Pop2                    Pop3                    Pop4                    

FIGURE 1: 

African European

Amerindian 
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composition of the Brazilian population.

AIMs were used in the study patients to estimate the pro-

-

We calculated the mean percentage of the 30 patients with 

a small contribution from the African and native American origins 

This datum supports the fact that most of the studies of 

-

contributing to an iron overload. 9

Manta et al. 10 evaluated the proportion of ethnic mix in in-

dividuals born in Rio de Janeiro using autosomal markers. In this 

Comparing the genetic ancestry only of people born in Rio 

et al. 10 

above the estimate by Manta et al.; -

would be interesting to organize the health system and incorporate 

-

clude PCT.

predominance of contribution of European origin. 
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