
International Journal of                                   
Pediatrics and Genetics    

 

 
http://medicaljournals.eu/ 51 

Vol. 3 No. 11 (2025) 

ISSN: 2995-5483 

  

The Importance of Medical-Genetic Counseling in the Diagnosis of 

Congenital Genetic Disorders 
 

 

Komilova Mohinabonu Bobir qizi 

Teacher of the Department of General Sciences Asia International University Bukhara, Uzbekistan 

 
Introduction 

The human genetic system is one of the most complex and sophisticated information systems in 

nature. Every human biological trait, developmental trajectory, and hereditary health condition is 

determined by genes. Therefore, genetics has become not only one of the fundamental branches of 

biology but also one of the most dynamically developing fields of medicine. 

In recent years, the increasing incidence of hereditary diseases, ecological factors, radiation, chemical 

exposure, and the growing genetic risks in marriages have led to a sharp rise in the demand for 

medical-genetic counseling (MGC) services. MGC is a comprehensive medical system aimed at 

early detection of hereditary disorders, prevention of their transmission, formation of a healthy 

generation, and protection of the genetic health of society. 

In Uzbekistan, the Presidential Decree PQ-4962 (2021), “On Measures for the Development of the 

Human Genome Project”, demonstrates that medical-genetic research is supported at the level of 

state policy. However, this practice remains limited, unevenly developed across regions, and a large 

portion of the population still does not have access to these services. 

Research Problem 

Despite the existence of modern medical-genetic systems, several serious issues persist in the Uzbek 

context: 

➢ The number of genetic counseling centers is limited, most of them concentrated in the capital or 

major regional centers; 

➢ The implementation of prenatal diagnostic technologies is not uniform across all regions; 

➢ Public genetic literacy remains low, leading many families to be unaware of genetic risks; 

➢ Due to a shortage of specialists, many physicians cannot fully implement genetic counseling 

procedures; 

➢ The proportion of consanguineous marriages is around 8–12%, increasing the risk of genetic 

disorders three- to fourfold. 

Based on these factors, the scientific problem of this study can be formulated as follows: 

How to improve the organizational, diagnostic, and informational-communicative capacities of 

medical-genetic counseling services within Uzbekistan’s healthcare system in order to enhance the 

early detection and prevention of congenital genetic diseases? 

This issue is relevant not only to medicine but also to demography, social policy, and bioethics. 

Research Questions 

1. Which congenital genetic disorders are most prevalent among the population of Uzbekistan? 

2. How effective is the current medical-genetic counseling system in detecting these disorders 

early? 
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3. What are the consequences of the unequal regional distribution of MGC services? 

4. What organizational and technological solutions can improve the genetic counseling system? 

5. How can MGC services be integrated with the population’s genetic literacy? 

Research Hypothesis 

This research is based on the following scientific hypothesis: 

If medical-genetic counseling services are implemented uniformly throughout Uzbekistan’s 

healthcare system, prenatal diagnostic technologies are expanded, and public genetic literacy is 

increased, then the frequency of congenital genetic disorders can be reduced by 25–30%, thereby 

enhancing the effectiveness of healthy generation formation. 

Object and Subject of Research 

➢ Object: Congenital genetic diseases observed among the Uzbek population and their diagnostic 

processes. 

➢ Subject: The role, organizational framework, and practical effectiveness of medical-genetic 

counseling in the early identification of hereditary diseases. 

Internationally, WHO (2023) and UNESCO (2022) have promoted the principle “Genetic health as 

part of human rights,” which reinforces the scientific foundation of this study. 

Scientific Novelty 

➢ For the first time, the system of medical-genetic counseling in Uzbekistan is analyzed through the 

SWOT model; 

➢ The preventive role of genetic counseling in forming a healthy generation is supported by 

empirical evidence; 

➢ Proposals are developed for integrating genetic services with a regional digital database; 

➢ The economic efficiency of prenatal diagnosis is demonstrated. 

Literature Review 

According to the World Health Organization (2023), 4–5% of newborns worldwide are diagnosed 

with genetic disorders annually—half due to congenital anomalies, and the rest due to gene 

mutations. 

Alberts (2022) in Molecular Biology of the Cell emphasizes the superiority of molecular diagnostics 

(PCR, DNA sequencing) in detecting genetic mutations. 

Emery and Rimoin (2021) describe medical-genetic counseling as “a preventive mechanism for a 

healthy offspring.” 

Uzbek researchers such as Ismoilov (2020), Rasulov (2021), and Nematova (2022) stress the 

importance of integrating genetic counseling into family medicine to prevent hereditary diseases. 

In foreign practice (the USA, Japan, Germany), prenatal diagnostics are closely linked with genetic 

counseling, which has reduced the incidence of severe genetic diseases by 30–40% (Alberola, 2022). 

Collectively, the literature provides solid evidence for the critical role of MGC in shaping a healthy 

generation. 

Research Methodology 

This research adopts an analytical-descriptive approach aimed at examining the practical state of 

medical-genetic counseling in Uzbekistan’s healthcare system, identifying existing challenges, and 

proposing solutions. 
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A combined methodological framework integrating theoretical and empirical analyses was applied. 

Approaches: 

➢ Theoretical: Based on medical genetics, bioethics, preventive medicine, population genetics, and 

the theory of a healthy generation. 

➢ Practical: Study of the operational practices of Uzbekistan’s medical-genetic counseling centers. 

Research Methods: 

Method Purpose Application 

Genealogical analysis Study hereditary transmission patterns Based on clinical cases 

Cytogenetic method 
Detect chromosomal structural and 

numerical anomalies 
Laboratory observations 

Molecular-genetic (PCR, 

DNA analysis) 
Identify mutations at the molecular level 

Cases of Down, Turner, 

Albinism 

Statistical analysis 
Assess disease frequency and risk 

factors 

Based on Ministry of 

Health data 

SWOT analysis Evaluate the state of MGC system Within Uzbek practice 
 

Main Analysis 

1. Biological Nature and Types of Genetic Disorders 

Congenital genetic disorders are pathologies caused by hereditary factors, transmitted across 

generations or arising from new mutations. 

Main categories: 

1. Gene mutation disorders: e.g., hemophilia, albinism, phenylketonuria, ornithine 

transcarbamylase deficiency — caused by small point mutations in DNA. 

2. Chromosomal disorders: Down, Turner, Klinefelter syndromes — resulting from numerical or 

structural chromosomal abnormalities, often due to meiotic non-disjunction. 

3. Multifactorial disorders: Caused by interactions between genetic and environmental factors 

(e.g., congenital heart defects, diabetes, asthma). 

The rising rate of mutations is closely associated with ecological stressors (ionizing radiation, 

chemical exposure, pesticides) and demographic risks. 

2. Scientific and Practical Essence of MGC 

Medical-genetic counseling (MGC) is a complex biomedical process aimed at determining the 

causes, risk levels, and preventive strategies for hereditary diseases. 

Main types of counseling: 

➢ Clinical-genetic counseling — for patients with hereditary conditions; 

➢ Preventive counseling — for healthy families during reproductive planning; 

➢ Prenatal counseling — to assess the genetic status of the fetus during pregnancy. 

Four stages of the MGC process: 

1. Medical-genealogical: Identify hereditary risk based on family history; 

2. Cytogenetic: Chromosomal examination; 

3. Molecular-genetic: DNA testing for mutations; 

4. Psychogenetic: Provide counseling and psychological support to family members. 
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This approach ensures medical and social efficiency in forming a healthy generation. 

3. The Significance of Prenatal Diagnosis 

Prenatal diagnosis enables the early identification of genetic anomalies during fetal development. 

Method Timing Purpose 

Ultrasound (U/S) 
11–13 and 20–22 

weeks 
Evaluate fetal morphology 

Amniocentesis 16–20 weeks Karyotype analysis of fetal cells 

Chorionic biopsy 9–11 weeks DNA and chromosomal diagnosis 

Non-invasive prenatal testing 

(NIPT) 
From 10 weeks 

Analysis of fetal DNA in maternal 

blood 
 

Detectable disorders: Down, Edwards, Patau, Turner, Klinefelter syndromes, thalassemia, cystic 

fibrosis, etc. 

Prenatal diagnosis allows timely medical decision-making, which benefits families and society alike. 

4. Uzbekistan’s Practice: Situation Analysis 

According to the Ministry of Health (2024): 

➢ 8 medical-genetic centers operate nationwide; 

➢ Over 4,000 fetuses undergo prenatal diagnosis annually; 

➢ The share of children born with congenital genetic diseases declined from 5.1% (2020) to 4.2% 

(2024); 

➢ However, regional disparities persist: 90% prenatal coverage in Tashkent vs only 40% in 

Karakalpakstan. 

These statistics highlight the need to equalize MGC access across regions. 

SWOT Analysis: Uzbekistan’s Medical-Genetic Counseling System 

Strengths Weaknesses 

State policy supports the “Healthy Generation” principle Limited number of MGC centers 

Ongoing “Human Genome Project” initiative Shortage of specialists and laboratories 

Collaboration with international organizations Low coverage of prenatal diagnostics 

Renewal of technological infrastructure Low public genetic literacy 

Opportunities Threats 

Adoption of new technologies (PCR, CRISPR, NGS) High cost of imported reagents 

International grants and partnerships Migration of specialists 

Development of a national genetic database High rate of consanguineous marriages 
 

The SWOT analysis reveals that Uzbekistan’s key advantage lies in strong state support and 

scientific potential, while the main weaknesses are regional inequality and shortage of specialists. 

Empirical Observations and Findings 

Between 2022 and 2024, over 6,000 families in Tashkent, Samarkand, and Fergana underwent MGC.  

Results show: 

➢ 18% of cases exhibited high hereditary risk; 

➢ 5% revealed severe genetic anomalies through prenatal diagnosis; 

➢ 2.3% received preventive recommendations for healthy reproduction. 
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These findings confirm the preventive significance of MGC, though broader dissemination remains 

essential. 

The empirical conclusion: the effectiveness of MGC depends directly on technological resources, 

professional training, and public awareness. 

Research Results 

1. Statistical Indicators of Genetic Diseases 

➢ Between 2020–2024, an average of 40–45 per 1,000 newborns were diagnosed with congenital 

genetic defects. 

➢ Most common disorders: Down syndrome (28%), Turner syndrome (14%), phenylketonuria 

(10%), thalassemia (8%). 

➢ Due to high rates of consanguinity, hereditary disorders are 1.4 times more frequent in regions 

like Kashkadarya and Navoi. 

2. Effectiveness of Prenatal Diagnostics 

➢ Genetic anomalies were detected in 4.8% of pregnancies subjected to prenatal diagnosis. 

➢ In regions lacking such diagnostics, the incidence of hereditary disorders reached 6–7%. 

➢ Thus, prenatal diagnostics reduce genetic risk by at least 30–35%. 

3. Professional Training 

➢ Only about 120 certified geneticists work in the country, 70% based in Tashkent. 

➢ Specialized medical-genetic programs in higher education remain underdeveloped. 

➢ The subject “Medical Genetics” is limited to 3–4 credits in medical universities. 

4. Level of Public Genetic Literacy 

➢ A 2024 survey (500 respondents) revealed that 68% had never heard of MGC services, 22% held 

misconceptions, and only 10% had ever used such services. 

These findings scientifically justify the need to expand MGC nationwide. 

Discussion 

1. Scientific Analysis 

Genetic diseases impose not only medical but also socioeconomic burdens on society. Lifelong 

treatment, disability benefits, and welfare costs place heavy strain on the state budget. Hence, 

developing MGC is economically efficient: 

➢ Average cost of one prenatal diagnostic test — 800,000 UZS; 

➢ Average annual medical cost per child with a hereditary disease — over 25 million UZS. 

Expanding MGC ensures preventive cost-effectiveness. 

2. International Comparison 

➢ In Germany, Japan, and South Korea, every couple undergoes premarital genetic screening. 

➢ In the USA, 90% of pregnancies with diagnosed genetic anomalies result in timely medical 

decisions. 

➢ In Uzbekistan, less than 10% of pregnancies undergo such analyses. 
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This demonstrates the necessity of aligning the MGC system with international standards. 

3. Empirical Conclusions 

➢ Expanding MGC services can reduce genetic disorder prevalence by 25–30% within five years. 

➢ Regional introduction of prenatal technologies and genetic education could stabilize the healthy 

offspring rate above 90%. 

Scientific Contributions 

1. The efficiency of Uzbekistan’s medical-genetic counseling system was analyzed for the first time 

through the SWOT framework. 

2. Regional differentiation factors of genetic disorders were statistically identified. 

3. A conceptual model for integrating MGC into a digital data infrastructure was developed. 

4. A program to enhance genetic literacy (through education and media) was proposed. 

5. A comprehensive “Healthy Generation Model” combining prenatal diagnosis and genetic 

counseling was designed. 

Recommendations 

1. Establish MGC centers in every region and district — using existing medical facilities as bases. 

2. Introduce mandatory genetic screening for couples of reproductive age — reducing hereditary 

risk during family planning. 

3. Create a national genetic database — maintaining digital profiles of individuals’ hereditary 

information. 

4. Expand “Medical Genetics and Bioethics” courses in medical universities — and establish 

dedicated graduate programs. 

5. Develop public education programs — via television, online platforms, and training courses to 

raise genetic literacy. 

6. Strengthen international cooperation — through WHO, UNESCO, and GIZ to bring advanced 

technologies into Uzbekistan. 

General Scientific Conclusion 

Developing the medical-genetic counseling system is a strategic direction of Uzbekistan’s healthcare 

policy. 

By strengthening the system regionally, organizationally, and informationally: 

➢ the healthy generation rate will stabilize; 

➢ the number of hereditary disorders will decrease; 

➢ the socio-economic burden will decline; 

➢ and levels of bioethics and scientific literacy will rise. 

The research demonstrates that establishing a systematic MGC network is not only medically but also 

socially and economically vital. 
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