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MODERN METHODS FOR DIAGNOSING HEREDITARY EYE DISEASES

IN THE SURXONDARYO REGION

https://doi.org/10.5281/zenod0.22076609

Maxmudov Nazar Xodjanazarovich
Lecturer, Termez University of economy and service
Annotation

This article analyzes the prevalence, etiology, and modern diagnostic methods of
hereditary eye diseases in the Surkhandarya region. If not diagnosed ecarly, hereditary
ocular diseases may lead to visual impairment and disability. Clinical features of
retinitis pigmentosa, congenital cataract, glaucoma, albinism, and the role of
molecular genetic diagnostics are discussed. Recommendations for improving

diagnostic efficiency under regional conditions are provided.

Keywords: hereditary diseases, ophthalmology, diagnostics, genetic testing,

Surkhandarya region

SURXONDARYO VILOYATIDA IRSIY KO'Z KASALLIKLARINI
TASHXISLASHNING ZAMONAYVIY USULLARI

Maxmudov Nazar Xodjanazarovich
Termiz iqtisodiyot va servis universiteti o'qituvchisi
Annotatsiya

Ushbu maqolada Surxondaryo viloyatida uchraydigan ko‘z bilan bog‘liq irsiy
kasalliklarning tarqalishi, etiologiyasi va ularni diagnostika qilishning zamonaviy
usullari tahlil qilinadi. Irsiy ko‘z kasalliklari erta aniqlanmasa, ko‘rish qobiliyatining
pasayishi va nogironlikka olib kelishi mumkin. Maqolada retinitis pigmentoza,

tug‘ma katarakta, glaukoma, albinizm va boshqga irsiy oftalmologik kasalliklarning
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klinik belgilari hamda molekulyar-genetik diagnostika usullari yoritilgan. Hududiy

sharoitda diagnostika samaradorligini oshirish bo‘yicha takliflar berilgan.

Kalit so‘zlar: irsiy kasalliklar, oftalmologiya, diagnostika, genetik tekshiruv,

Surxondaryo viloyati.

COBPEMEHHBIE METOIbI IMAI'HOCTUKHN HACJIEACTBEHHBIX
3ABOJIEBAHUM I'JTIA3 B PETUOHE CYPXOHJIAPHO

Maxkcemyanos Hasap Xoa:xxanazapoBu4
IIpenogaBartenb, TepMe3cKkuii yHUBEPCUTET DKOHOMMKH U CEPBHCA
AHHOTANUA

B naHHOW cTaThe paccMaTpUBAIOTCS BOMPOCHI PacHpOCTPAHCHHOCTH, STUOJIOTHH U
COBPEMCHHBIX METOJIOB JMArHOCTUKH HACJICACTBCHHBIX 3a00JeBaHUU TJa3 B
CypxannapsuHckoi o6mactu. HacnencrBeHHnbie odTampMoiorndeckue 3a00ICBaHUs
Py OTCYTCTBUM paHHEH TUArHOCTUKH MOTYT TNPUBECTH K CHWKCHHUIO 3PCHUS U
uHBaTUHOCTH. OCBeIEeHbl KIWHUYECKUE TPOSBICHUS PETHHUTA MUTMEHTO3HOTO,
BPOXKJCHHOW KaTapakThl, TJAyKOMBI, aJbOMHU3Ma, a TaKKe BO3MOMXHOCTH
MOJICKYJIIPHO-TCHETUYCCKONM  JIMarHOCTUKU.  IIpeJUIo’KeHbl  IIyTH  ITOBBIIICHUS

3(1)(1)6KTI/IBHOCTH JAUATrHOCTHUKHU B PCTHOHAIIBHBIX YCIIOBUSAX.

Kiarw4eBble cjioBa: HacieICTBCHHBIC 3a00JIcBaHUS, O(DTAIBMOJIOTHS, AUATHOCTHKA,

reHeTudeckmne uccienoBanus, CypxanmapbiuHCKas 00J1acThb.
INTRODUCTION

In recent years, hereditary diseases, including genetic eye disorders, have become one
of the pressing problems of modern medicine. According to data from the World
Health Organization, a significant proportion of visual impairments are associated
with hereditary factors. Such diseases are especially more frequently recorded in
regions with a relatively young population and where consanguineous marriages are

common.
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The Surxondaryo region, due to its demographic and social characteristics, is

considered an important area for the study of hereditary diseases. Therefore, the aim
of this article is to analyze modern methods for the detection and diagnosis of

hereditary eye diseases.
[. GENERAL CLASSIFICATION OF HEREDITARY EYE DISEASES

Hereditary ophthalmic diseases arise as a result of changes in genetic information and

are classified into the following groups:

« monogenic diseases
« polygenic diseases
o chromosomal diseases

The most common hereditary eye diseases include:

retinitis pigmentosa

congenital cataract

congenital glaucoma

albinism

Leber’s optic neuropathy

II. SIGNIFICANCE OF HEREDITARY EYE DISEASES IN THE
SURXONDARYO REGION

The persistence of consanguincous marriages among certain segments of the
population in the region increases the risk of developing hereditary diseases.
Insufficient medical awareness among the population and inadequate preventive

examinations contribute to the late detection of these diseases.

Under regional conditions, eye diseases often manifest in early childhood and are

detected during school age due to decreased visual acuity.
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III. CLINICAL FEATURES OF MAJOR HEREDITARY EYE DISEASES

Retinitis Pigmentosa

This disease is characterized by degenerative damage to the retina. The main clinical

signs include:

o decreased night vision
« narrowing of the visual field
« photophobia

Congenital Cataract

It is characterized by clouding of the eye lens. Without timely surgical treatment, it

can lead to amblyopia.
Congenital Glaucoma

This condition is associated with increased intraocular pressure and results in damage

to the optic nerve.
IV. MODERN DIAGNOSTIC METHODS
Currently, the following methods are used to diagnose hereditary eye diseases:

ophthalmoscopy

« biomicroscopy

e perimetry

« clectroretinography

o molecular genetic testing

Genetic tests make it possible to detect diseases at an early stage and assess

hereditary risk.
V. WAYS TO IMPROVE DIAGNOSTICS UNDER REGIONAL CONDITIONS
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organizing screening examinations in districts and rural areas

improving the qualifications of medical personnel

developing genetic counseling centers

increasing the medical awareness of the population

THE ROLE OF GENETIC COUNSELING IN HEREDITARY EYE DISEASES

Genetic counseling plays an important role in the detection and prevention of
hereditary eye diseases. Genetic counseling is a process of explaining to patients and
their family members the causes of the disease, mechanisms of inheritance, and the

level of risk for future generations.

In the Surxondaryo region, the need for genetic counseling is associated with the

following factors:

« occurrence of consanguineous marriages

« lack of sufficient knowledge about hereditary diseases

« limited availability of medical-genetic centers
Genetic counseling is carried out in the following stages:

1. collection of family history

2. clinical and ophthalmological examination

3. molecular genetic analysis when necessary

4. assessment of the risk of inheritance

As a result, it is possible to increase the likelihood of having healthy offspring and

reduce the spread of hereditary eye diseases.

VII. PROBLEMS OF EARLY DETECTION OF HEREDITARY EYE DISEASES
IN CHILDREN
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Early detection of hereditary eye diseases in childhood is crucial, as it allows

preservation of visual function in the future. Unfortunately, in practice, many cases

are diagnosed at a late stage.

The reasons include:
« lack of parental attention to children’s vision problems
« insufficient screening examinations in preschool institutions
« lack of modern diagnostic equipment in district polyclinics

The following measures are recommended for early detection:

« mandatory ophthalmological examinations for newborns
« annual preventive examinations for school-aged children
« improving ophthalmogenetic knowledge of pediatricians and family doctors

These measures play an important role in preventing disability caused by hereditary

eye diseases.
CONCLUSION

Early detection of hereditary eye diseases and the implementation of modern
diagnostic methods in the Surxondaryo region are of great importance in preserving
vision. Through genetic diagnostics and preventive measures, it is possible to prevent

disability.
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