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Editorial
Congenital hypothyroidism is a public health problem in many 

Latin American countries. Its consequences such as mental and 
psychomotor retardation are important but if diagnosed early can be 
preventable. With these considerations, neonatal screening programs 
have been implemented in the newborn to allow its detection; blood 
TSH quantization of umbilical cord or heel. Another strategy is the 
search for genetic susceptibility markers. Researchers have focused in 
this sense on three axes;

1. Molecular alterations related to thyroid dysgenesis (mutations 
in FOXE1, NKX2.1, PAX8).

2. Molecular alterations related to thyroid dyshormonogenesis, 
the genes related to this pathway are divided in to several categories: 
a) Poor response to TSH due to alterations in the TSH gene, or 
mutations in the GNAS1 gene, b) Defects in the transport of iodine at 
the basal membrane due to mutations in the SLC5A and the SLC26A4 
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gene, c) Defects in the synthesis of thyroglobulin due to mutations in 
the TG gene, d) Defects in the organization of iodine by mutations in 
the thyroperoxidase gene (TPO) or in THOX1 genes and THOX2, e) 
Defects in the dehalogenase gene.

3. Molecular alterations related to central cause of hypothyroidism; 
mutations in the genes HESX1, LHX3, PROP1 and POU1F1.4. 
Molecular alterations related to peripheral hypothyroidism caused 
by mutations in thyroid hormone receptors TSHR A and B or by 
alterations in the mechanism of deiodinases, especially in the genes 
for DUOX2 and DUOXA2) responsible for the conversion of T4 to 
T3 [1-4].

In this sense, the ATXN10 is a candidate gene for cases of 
dyshormonogenesis, considering that it is an important gene in 
development, its deficiency becomes lethal in embryogenesis, it is 
highly expressed in thyroid tissue (Genecards ID: GC22P045673). The 
gene has a repeated pentanucleotide which relates to the expression 
of ataxin 10. ATXN10 gene may be a marker particularly if agenesis, 
athyireosis, Thyroid hypoplasia and Thyroid hemiagenesis or could 
be involved in the phenotype of various syndromic hypothyroidism; 
Bamforth-Lazarus syndrome (Albright hereditary osteodystrophy, 
Pendred syndrome, ectodermal dysplasia with ciliary dyskinesia, 
Hypothyroidism-dimorphism, postaxial polydactyly, intellectual 
deficit syndrome Kocher-Duty-Semilange and Obesity-colitis-
hypothyroidism- hypertrophy, cardiac-developmental delay, which 
should be undertaken by researchers in the biomedical area in the 
following years, since it is a field that is little explored in Mexico as 
well as worldwide.
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