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Opinion
Dear editor, from the point of view of law and medicine, the 

advice of family members with patients who have lethal diseases 
are complex, because many of them are incompatible with life 
such as tanatoforic dysplasia and achondrogenesis. It is complex 
considering several points; As they are due to mutations in lethal 
genes, the products are incompatible with life, or die in the first 
days after birth. And for their study it is necessary to take blood 
samples or biopsies of several tissues from the relatives of the 
patients, to extract DNA, RNA and look for de novo mutations, germ 
mutations, and/or mechanisms. In this sense, as it implies risk, it 
is very difficult for family members to agree to participate in the 
study, especially when they are asymptomatic or when they have 
not apparent benefit. For this reason, specialists in the area of 
orthopedics, genetics and pediatrics, who are the ones who attend 
to these patients, must raise awareness among family members so 
that they can participate, weighing the risk of benefit [1-5].

It is possible that molecular studies serve to prevent other 
cases in subsequent pregnancies. If it´s a limitation, because in 
many hospitals, studies are not approved in asymptomatic relatives  

 
or even in the corpses of stillbirths, or severely affected unborn, for 
issues related to the integrity and risk benefit of the patient-family 
members. Recently we publish a new variant of achondrogenesis, 
which could be explained by mutations in the type 10 collagen 
gene, however, the study could not be completed because the study 
was not authorized in relatives due to risk or benefit issues [1-5].

In many cases of lethal gene diseases, there are abortions 
and/or recurring still born, because are incompatible with life. 
In these cases, is very important to manage the authorization of 
family members and hospital bioethics committees, so that the 
forensic pathologist, criminalist or geneticist made the molecular 
complementary study in search of the mutation [1-5].

The immunohistochemical study is complementary to jointly 
estimate the cause of death and prevent future family cases and 
populations. In this sense we studied a case with a new variant of 
achondrogenesis 1A1, whose family history was   recurrent  abor-
tions, of which there was no tissue or DNA sample. A histopatho-
logical study was made of the case index that demonstrated the 
absence of alterations in the collagen and the presence of a struc-
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Abstract 

The legal medical approach to family members with relatives who have lethal diseases is complex, because many of them are incompatible with 
life such as tanatoforic dysplasia and achondrogenesis. It is complex considering several issues; As they are due to mutations in lethal genes, the 
products are incompatible with life, or die in the first days after birth. And for their complete study, it is necessary to take blood samples or biopsies 
of several tissues from the relatives of the patients, to extract DNA, RNA and look for de novo mutations, germ mutations and other hand. 
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tural disorder such as vacuolated chondrocytes, which allowed the 
diagnosis of achondrogenesis in the patient. It was proposed as a 
new variant because it did not present the inheritance pattern of 
the four current types reported, however it is to be known that the 
product died minutes later, and the relatives was no longer author-
ized more studies to the index case.

With these considerations, it is necessary that the treating 
physicians, the forensic pathologist and the hospitals establish 
protocols for the diagnosis and prevention of these conditions, 
with the respective bioethical and legal considerations, so that it is 
not a limitation in establishing the exact cause or etiology of lethal 
diseases in order to establish a better genetic counseling of their 
family. These would be the most important considerations at the 
level of molecular autopsy.
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