	Down’s Syndrome, or the Hearts with no Room for Offence
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Only hardly will they ever understand why so often tears come to their mothers’ eyes, and most of them if not the majority of them don’t remember their mothers’ faces at all. Since they were born they have been surrounded by strangers, who call them “Down kids” when in a good mood, while in a bad mood... However, these little ones cannot take offence up to heart. 
        Down’s syndrome is the most widely spread of all human chromosomal disorders.
        It was first described by doctor Down in 1866, but it was only in 1959 that they found its connection with the chromosomal disorder. This pathology manifests quite typically, strikingly as outlook. Besides physical peculiarities, which are very obvious, Down’s syndrome is also characterized by mental inadequacy. The diagnosis, prophylaxis and possible correction of the disease were the matter of our conversation with the Doctor of Medicinal Studies, Leading Professor of the Genetics Department of MNII of Pediatric Surgery by the Ministry of Health Protection of the Russian Federation, Genetic Principal of Russia, Pyotr Vassilyevich Novikov.
        
        Pyotr Vassilyevich, in which period of pregnancy can the doctors diagnose with Down’s syndrome?
        — There appeared powerful ultrasound technology able to suspect Down’s syndrome early during pregnancy, about the 10th-14th week. As well, since the 12th up to the 16th week, it is diagnosed by the level changes of some specific proteins in the blood of the pregnant women (the so-called biochemical markers). At last, now there exist methods for Down’s syndrome detection with no invasive methods, which are amniocentesis and biopsy of chorionic fleece. It is made only by taking some blood from the mother herself, as pregnant women bear in their blood some pieces of their children’s cells. But they are vary few, and there is a special methodology created for their collection. 

         How affordable is this analysis for the pregnant women?
        — It is used in the Centers of Prenatal Diagnosis in Moscow, Sankt-Petersburg. This is an expensive method but it doesn’t require an invasive, operatory intervention into the woman’s body. The combination of all these methods up to the 16th week of pregnancy permits to determine with 100% guaranty whether the child has Down’s syndrome or not.  This is namely the period when it is admissible to interrupt one’s unwished pregnancy. Yet, another thing is that doctors can only diagnose the fact of the disease, and it’s the woman’s decision whether to abort or not. And there are cases when the mothers-to-be keep their children for some reasons or others, including the religious ones.        
        What about the earliest detections of chromosomal disorders, let’s say, up to 8-10 weeks of pregnancy?
        — It is possible to diagnose some anomaly in the embryo’s development by USG only when some anomaly forms and becomes evident, and it doesn’t happen at once. This is why one of the main directions in clinical genetics and medical-genetic service in Russia consists in paying very much attention to prenatal diagnosis of the disease. Any married couple can beneficiate from the services of the medical-genetic service, present in every regional centre in Russia, and receive a free consultation in various questions related with the genetic prognosis for the embryo-to-be. It is very regretful that only 30% of the couples come before having a baby. Thus, the majority of parents— 70% — come “after the lightning has struck”. When the child with anomaly, with Down’s syndrome in particular, has already been born. Even more, if one gets consulted before conceiving, it is likely to forecast the birth of a child with pathology. For instance, the genetic can discover in the appearance of a parent some anomaly, the features of Down’s syndrome. Or it will turn out that someone works with chemical substances or electromagnetic waves. For one of the causes of Down’s syndrome occurrence is that, as a result of harmful factors, there appears “the non-division of chromosomes” in the early period of the embryo’s development.   And the child gets the 21st chromosome which is superfluous. Besides, the genetic will tell the mother-to-be what analyses are required and when. 
       
 
        Does the age of the pregnant woman have a great impact on Down’s syndrome occurrence? 
        — A greatest one. For women over 35 the risk increases with every year. If one 19-year-old woman out of 1600 bears a sick child, then one 39-year-old woman out of80 bears such a child. Investigations have shown that girls under 16 who get pregnant are also in the risk group.
        
         Are there any prophylactic measures likely to lower the risk in the early period of pregnancy?
        — It is typical for our country to take care of the pregnant women in the last period of pregnancy –to spare them from harmful tasks, to transfer them to some less difficult objects but, as a matter of fact, the most dangerous are the early weeks of pregnancy, when the embryo is forming. During this period, the mother-to-be should maximally stay away from electromagnetic radiance, harmful ecology. It has also been proved that women, who take in vitamins for 2-3 months before and after the moment of conceiving, have lower risks to bear children with malformations and anomalies. This complex must contain folic acid, for instance. On the contrary, if the woman gets a surplus of vitamin А, she has more risks of bearing a child with anomalies. That is, the complex of vitamins should be strictly balanced by a specialist.
        
         The woman who took the decision to give birth to a sick child, what will she have to face? What will the child grow and develop like?
        — This is a serious disease related, first of all, with the disturbance of neuro-psychic development. Besides, it is very often accompanied by internal organs affection—heart, kidneys. A great problem is that, in Russia, we don’t have the necessary conditions to allow the disabled children to integrate into the society and get a valuable place in it. In Great Britain, for instance, there are special working places for disabled people, such as sorting, sticking the timbers etc. For there are different forms of Down’s syndrome. There are very difficult cases, when the Down syndrome person cannot communicate nor take care of him/herself, but still there are such cases when the brain is not much affected, and such people can communicate, perform some work and not feel like aliens.

        What can you say about the cure of Down’s syndrome?
        — Regretfully, neither in Russia nor in Occident there are efficient methods for the correction of Down’s syndrome. No on has yet succeeded in correcting chromosomal defects. There are very few instances of psycho-pedagogical rehabilitation of some children—when, as a result of great efforts of the psychologists, they became valuable people, attended normal compulsory schools and even received higher education. It means that working with such children is not a hopeless thing but it requires special knowledge and great physical and moral expenses.

        
        Do Down’s syndrome people live long?
        — They not only live long but also women can have children. Even healthy ones. It depends on how healthy is the husband and what will the embryo develop like in the first period of pregnancy. As for men, they are usually sterile.
        
        When will it be possible to speak about the cure of Down’s syndrome?
        — No matter that scientists performed the “inventarisation” of the human genome, it is very difficult to understand which are the factors that influence on the movement and division of chromosomes. The main issue for now is the prenatal diagnosis. For the investigations mentioned by me earlier are performed in about 70 regions of Russia, but they differ from place to place, and in other regions they are not performed at all. Меdical-genetic consultations are offered in all regional cities in Russia. And it is desirable for the couples to visit them before conceiving their children.
        


