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АBSTRACT. This article focuses on a comparative description of anthropometric 

indicators in children with Down syndrome existing adolescence. In the Departments of 

Reproductive Center of Bukhara region, Mother-Child Health, and hereditary diseases, the 

degree of occurrence of Down syndrome in existing children in adolescence, as well as a 

specific Clinic of Down syndrome and modern research methods are presented. 

Keywords. Down syndrome, immune status, reproductive function, blood system, 

metabolism, respiratory infection, anthropometric indicator. 

Down syndrome is the most common chromosomal pathology. The human body consists 

of millions of cells, each of which contains 46 chromosomes. As a result of a genetic mutation, 

not 46, but 47 chromosomes are formed in children with Down syndrome. The clinical picture 

of the disease is diverse: from pronounced defects in the structure and functioning of organs 

to persistent mental disorders and acquired immunodeficiency. People with this syndrome 

need qualified help from doctors of various profiles. The main task of treatment is to correct 

concomitant disorders of physical and mental development and to achieve an improvement in 

the patient's quality of life. In recent years, the number of newborns with Down syndrome has 

increased, which is probably due to the negative impact of environmental factors on the 

health of expectant parents and growth. 

To date, geneticists have identified 3 main variants of the gene mutation in Down 

syndrome: 

• trisomy (the most common form is more than 90% of cases); 

• translocation (4-5% of people with this diagnosis suffer from it); 

• mosaic (less than 1% of cases are registered). 

Symptoms of Down syndrome 

During pregnancy, a woman may encounter obstetric manifestations of fetal Down 

syndrome. With this anomaly, high risks of miscarriages are determined – about 30% of 

pregnancies in which the fetus has an incorrect set of chromosomes are spontaneously 

interrupted at 6-8 weeks. 

A newborn baby is small in comparison with healthy children. Most children have vivid 

clinical signs, due to which chromosomal pathology is easily determined by a neonatologist 

already at the initial examination of the baby. 

A child with Down syndrome is characterized by: 

• * a flat round face; 

• flat nape; 

• small nose; 
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• Wide shortened neck; 

• deformed structure of the ears; 

• the presence of a characteristic skin fold on the neck; 

• narrow, wide-set eyes; 

• the presence of epicanthus – a vertical skin fold covering the corner of the eye from the 

inside; 

• slightly open mouth with enlarged tongue; 

• shortened limbs and fingers; 

• crooked little fingers; 

• eye abnormalities (clouding of the lens, white spots on the iris, strabismus); 

• deformed structure of the chest; 

• malocclusion. 

Such children are painful – they often have infectious diseases. They tolerate any 

diseases more difficult, they often suffer from acute respiratory infections, otitis media, 

pneumonia, adenoids, tonsillitis and other pathologies. The inability of the immune system to 

fight various infections is the most common cause of death in children with Down syndrome 

in the first 5 years of life. 

The syndrome is often accompanied by defects of internal organs (heart, lungs), 

abnormal structure of the genitals, pathologies in the structure and functioning of the 

esophagus. Growing up, the child lags behind in development in comparison with healthy 

children – later begins to sit, crawl, walk, talk. Grown-up children have learning difficulties, 

they have reduced concentration, poor vocabulary, slurred speech. 

Causes of Down syndrome 

As already mentioned, the cells of the human body normally contain 23 pairs of 

chromosomes – the first half from the father, the second from the mother. As a result of a 

genetic mutation, additional genetic material is attached to the 21st pair of chromosomes. At 

this stage of the development of medicine, doctors cannot give an exact answer why this is 

happening. 

It is generally believed that a chromosomal abnormality can be caused by: 

• accidental genetic disorders; 

• abnormal cell division immediately after fertilization of the egg; 

• genetic mutations inherited from the child's parents. 

Neither the lifestyle of the child's mother, nor her ethnicity, nor the environmental 

situation affect the likelihood of having a baby with Down syndrome. The only reliably 

established fact is that the higher the age of the child's mother, the greater the risk of having a 

baby with this disease. 

So, if a pregnant woman under the age of 25 has a probability of having a child with Down 

syndrome of 1 in 1400, then by the age of 40 this indicator increases to 1 in 100, and for a 45-

year-old woman to 1 in 35. Also, a number of studies have proven the relationship between 

the age of the child's father and the risk of developing the disease (at the age of over 45 years, 

the risk increases). 

Other factors that increase the likelihood of an anomaly in the fetus: 

• the young age of the mother (under 18 years); 

• conception from close relatives; 
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• the presence of translocation in one or both spouses (one of the variants of a 

chromosomal mutation). 

Down syndrome (formerly Down's disease) It was first described by the English physician 

John Langdon Down in 1866, but its connection with the 21st chromosome was established 

almost 100 years later by Dr. Jerome Lejeune in Paris. It is the presence of all or part of the 

third copy of chromosome 21 that causes Down syndrome, the most common chromosomal 

abnormality found in humans. It has also been found that the most common live-born 

aneuploidy is trisomy 21, which causes this syndrome. 

Most patients with Down syndrome (ICD-10 code: Q90) have an additional copy of 

chromosome 21. There are various hypotheses related to the genetic basis of Down syndrome 

and the association of various genotypes with phenotypes. Among them is an imbalance in the 

dosage of genes, in which there is an increased dosage or number of Hsa21 genes, which leads 

to increased gene expansion. This also includes the possibility of associating different genes 

with different phenotypes of Down syndrome. Another popular hypothesis is the hypothesis 

of increased developmental instability, according to which a genetic imbalance is created by a 

number of trisomal genes and leads to a greater influence on the expression and regulation of 

many genes. 

The critical domain hypothesis is also well known in this list. The critical regions of Down 

syndrome (DM) are several chromosomal regions that are associated with partial trisomy for 

Has21. DSCR 21q21.22 is responsible for many clinical signs of Down syndrome. After careful 

study of various analyses, it became clear that one gene of a critical region cannot cause all the 

phenotypic features associated with trisomy 21, rather, it is more obvious that several critical 

regions or critical genes play a role in this phenomenon. 

Prevalence 

The frequency of Down syndrome increases with the age of the mother, and its prevalence 

varies in different populations (from 1 in 319 to 1 in 1000 live births), it is also known that 

the frequency of conception of fetuses with Down syndrome is quite high during conception, 

but about 50% to 75% of these fetuses are lost prematurely. The occurrence of another 

autosomal trisomy is much more common than 21, but postpartum survival is very low 

compared to Down syndrome. It is believed that such a high survival rate in patients with 

trisomy 21 is a function of a small number of genes in chromosome 21, called Hsa21, which is 

the smallest and least dense of the autosomes. 

An additional copy of chromosome 21 is associated with Down syndrome, which occurs 

due to the inability of chromosome 21 to separate during gametogenesis, which leads to the 

appearance of an additional chromosome in all cells of the body. Robertson translocation and 

isochromosome or ring chromosome are two other possible causes of trisomy 21. An 

isochromosome is a condition in which, in Robertson translocation, two long branches 

separate from each other instead of a long and short branch. This occurs in 2-4% of patients. 

The long arm of chromosome 21 is attached to another chromosome, mainly chromosome 14. 

In mosaicism, there are 2 different cell lines due to a division error after fertilization. 

Clinical features 

Different clinical conditions are associated with Down syndrome because it affects 

different systems. These patients have a wide range of signs and symptoms, such as 

intellectual and developmental disorders or neurological features, congenital heart defects, 

gastrointestinal (GI) disorders, characteristic facial features and abnormalities. 



IB
M

S
C

R
 |

 V
o

lu
m

e
 2

, I
ss

u
e

 8
, A

u
g

u
st

 

IB
M

S
C

R
 | 

V
o

lu
m

e
 4

, I
ss

u
e

 2
, F

e
b

ru
a

ry
 

 

99 

INTERNATIONAL BULLETIN OF MEDICAL SCIENCES 

AND CLINICAL RESEARCH UIF = 9.2 | SJIF = 7.988 ISSN: 2750-3399 

IBMSCR 

Treatment of people with Down syndrome / management 

The management of patients with Down syndrome is interdisciplinary. A newborn with 

suspected Down syndrome should be karyotyped to confirm the diagnosis. The family should 

be referred to a clinical geneticist for genetic testing and counseling of both parents. 

Educating parents is one of the most important aspects of Down syndrome treatment, 

as parents need to be aware of the various possible conditions associated with it so that they 

can be diagnosed and treated appropriately. Treatment is mostly symptomatic, and full 

recovery is impossible. 

These patients should have their hearing and vision assessed, and since they are more 

prone to developing cataracts, timely surgical intervention is therefore required. Thyroid 

function tests should be performed annually, and appropriate treatment should be provided 

in case of a violation. 

For optimal growth and weight gain, a balanced diet, regular exercise and physical therapy 

are necessary, although nutritional problems do improve after heart surgery. 

Referral to a cardiologist should be directed to all patients, regardless of the clinical signs 

of congenital heart disease, which, if present, should be adjusted during the first 6 months of 

life to ensure optimal growth and development of the child. 

Other specialties involved include developmental pediatrician, pediatric pulmonologist, 

gastroenterologist, neurologist, neurosurgeon, orthopedist, child psychiatrist, physiotherapist 

and occupational therapist, speech therapist and audiologist.  

References: 
1.American Academy of Pediatrics. Committee on Sports Medicine and Fitness . Atlantoaxial 

instability in Down syndrome: subject review. Pediatrics. - 2022.-p.151-153 

2.Ghobadi H., Rajabi H., Farzad B., Bayati M., Jeffreys I. Anthropometry of world-class elite 

handball players according to the playing position: reports from men's handball world 

championship 2019. J Hum Kinet. - 2019. – No. 39. – P. 213-220. 

3.Газиева З.Ю. Гимнастика билан шуғулланувчилар юрак-қон томир тизимининг 

функционал ҳолатини баҳолашнинг самарадорлиги / Биология ва тиббиёт 

муаммолари. - 2020. - № 4 (80). - С. 55-56. 

4.Sharipova Gulnihol Idiyevna. DISCUSSION OF RESULTS OF PERSONAL STUDIES IN THE USE 

OFMIL THERAPY IN THE TREATMENT OF TRAUMA TO THE ORAL MUCOSA// European 

Journal of  Molecular medicinevolume 2, No.2, March 2022 Published by ejournals PVT 

LTDDOI prefix: 10.52325Issued Bimonthly Requirements for the authors.  

5.Sharipova Gulnihol Idiyevna. THE EFFECTIVENESS OF THE USE OF MAGNETIC-INFRARED-

LASER THERAPY IN TRAUMATIC INJURIES OF ORAL TISSUES IN PRESCHOOL 

CHILDREN//Academic leadership. ISSN 1533-7812 Vol:21Issue 1 

6.Karshiyeva D.R.,The Importance of Water Quality and Quantity in Strengthening the Health 

and Living Conditions of the Population//CENTRAL ASIAN JOURNAL OF MEDICAL AND 

NATURAL SCIENCES. Voleme: 02 Issue: 05I Oct 28 2021 Page 399-402\ 

7.Karshiyeva D.R.,The Role Of Human Healthy And Safe Lifestyle In The Period 

Of Global Pandemic-Covid 19//The American Journal of Applied Sciences.Voleme: 02 Issue: 

11-15I November 28, 2020 ISSN: 2689-0992. Page 78-81  



IB
M

S
C

R
 |

 V
o

lu
m

e
 2

, I
ss

u
e

 8
, A

u
g

u
st

 

IB
M

S
C

R
 | 

V
o

lu
m

e
 4

, I
ss

u
e

 2
, F

e
b

ru
a

ry
 

 

100 

INTERNATIONAL BULLETIN OF MEDICAL SCIENCES 

AND CLINICAL RESEARCH UIF = 9.2 | SJIF = 7.988 ISSN: 2750-3399 

IBMSCR 

8.Sharipova G. I. The use of flavonoid based medications in the treatment of inflammatory 

diseases in oral mucus //Asian journal of Pharmaceutical and biological research. India. – 

2022. – Т. 11. – №. 1. – С. 2231-2218. (Impact factor: 4.465) 

9.кизи Наркулова, И. Р. (2022). ОСОБЕННОСТИ ОБУЧЕНИЯ РУССКОМУ ЯЗЫКУ 

КУРСАНТОВ-БИЛНГВОВ С ИСПОЛЬЗОВАНИЕМ ИНФОРМАЦИОННО-

КОММУНИКАЦИОННЫХ ТЕХНОЛОГИЙ. Educational Research in Universal Sciences, 1(3), 

185-193. 

10.Хайдаров, И. О. (2023). ЎҚУВЧИ ЁШЛАРДА КАСБИЙ ҚОБИЛИЯТЛАРНИ 

ШАКЛЛАНТИРИШ ПСИХОЛОГИК ОМИЛЛАРИ. PEDAGOGS jurnali, 32(3), 40-42. 

11.Muratovich, M. R., Ollokulovich, X. I., & Karaboev, A. A. (2023). Military Pedagogical 

Science: Problems And Solutions. Texas Journal of Multidisciplinary Studies, 16, 20-22. 

12.Sharipova G. I.Changes in the content of trace elements in the saliva of patients in the 

treatment of patients with traumatic stomatitis with flavonoid-based drugs // Journal of 

research in health science. Iran. – 2022. – Т. 6. – № 1-2. – С. 23-26. (Scopus) 

13.Sharipova G. I. Paediatric Lazer Dentistry //International Journal of Culture and Modernity. 

Spain. – 2022. – Т. 12. – С. 33-37. 

14.Sharipova G. I. The effectiveness of the use of magnetic-infrared-laser therapy in traumatic 

injuries of oral tissues in preschool children //Journal of Academic Leadership. India. – 2022. 

– Т. 21. – №. 1. 

15.Sharipova G. I. Discussion of results of personal studies in the use of mil therapy in the 

treatment of trauma to the oral mucosa //European journal of molecular medicine. Germany. 

– 2022. – Т. 2. – №. 2. – С. 17-21. 

16.Sharipova G. I. Peculiarities of the morphological structure of the oral mucosa in young 

children // International journal of conference series on education and social sciences. 

(Online) May. Turkey. – 2022. – С. 36-37. 

17.Sharipova G. I. Dynamics of cytological changes in the state of periodontal tissue under the 

influence of dental treatment prophylactic complex in young children with traumatic 

stomatitis // Multidiscipline Proceedings of digital fashion conference April. Korea. – 2022. – 

С. 103-105. 

18.Sharipova G.I. Assessment of comprehensive dental treatment and prevention of dental 

diseases in children with traumatic stomatitis // National research in Uzbekistan: periodical 

conferences: Part 18. Tashkent. -2021. - S. 14-15. 


