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CLINICAL AND GENETIC FEATURES OF ALPORT SYNDROME IN CHILDREN 
 

Rakhmanova L.K., Abdumannonova N.Z. 

Tashkent Medical Academy. Tashkent, Uzbekistan 

Boltabaeva M.M. 

Andijan State Medical Institute. Andijan, Uzbekistan 

 

Enter. Alport syndrome is a disease that damages the tiny blood vessels in your kidneys. It 

can lead to kidney disease and kidney failure. It can also cause hearing loss and problems within the 

eyes. Alport syndrome causes damage to your kidneys by attacking the glomeruli. Type I - clinically 

manifested by nephritis with hematuria, hearing loss and eye damage. The course of nephritis is 

progressive with the development of chronic renal failure. The type of inheritance is dominant, linked 

to the X chromosome. Morphologically, there is a violation of the structure of the basement 

membrane, its thinning and splitting. Type II - clinically manifested by nephritis with hematuria 

without hearing loss. The course of nephritis is progressive with the development of chronic renal 

failure. The type of inheritance is dominant, linked to the X chromosome. Morphologically, thinning 

of the basement membrane of the glomerular capillaries (especially the laminadensa) is revealed. 

Type III - benign familial hematuria. The course is favorable, chronic renal failure does not develop. 

The type of inheritance is autosomal dominant or autosomal recessive. With an autosomal recessive 

type of inheritance in women, a more severe course of the disease was noted. 

The purpose we researched clinical and genetic observation in order to study the features of 

the course of Alport syndrome in children. 

 Materials and methods. Patient Oyatillokh., 17 years old, has been periodically treated at 

the Nephrology Department of Andijan Regional Children's Multidisciplinary Medical Center for 5 

years. We researched a clinical genetic study in the Department of Pediatric Nephrology in TMA. 

Results. Complaints: general weakness, nausea, headache, lack of urine, urine analysis –

haematuria and color change. Decreased hearing and visual acuity. 

Anamnesis vitae: his mother's pregnancy was pathological. Birth weight 2850 g. Body length 

50 cm. Physical, somatic and neuro-psychological development of a child up to the age of 1 was 

normal. The patient's aunt had myopia and died of SBE at age 27. Constant hematuria is observed in 

the grandmother (on the mother's side), today the dispensary is under control with the diagnosis of 

SBE. Pyeloectasia of the left kidney was detected in the patient's mother. 

Anamnesis morbi: the patient often gets upper respiratory infections (4-5 times a year). 

The first changes in the patient's urine were observed at the age of 10 years, and he was treated 

with the diagnosis of acute glomerulonephritis, nephritic syndrome, initial stage, preserved renal 

function, but the treatment was ineffective. 

Status preseans: Several dysembryogenetic stigmas were found in the patient: narrow 

forehead and hair growth down; slightly flat nose, relatively short neck, curvature of the fifth hand 

claw - deviation, wide location of the nipple gap - hypertelorism, relatively low location of the navel. 

On auscultation: vesicular breath in the lungs, rhythmic heart sounds. Arterial pressure is 

130/90 mm cm. above The abdomen is soft without pain, the liver and spleen are not enlarged. 

Pasternatsky's symptom is bilaterally negative. Diarrhea and urine flow. 

Clinical-laboratory analyses; general blood analysis: hemoglobin - 64 g/l, erythrocyte 2.5 x 

1012, leukocyte - 6.7 x109, ESR - 8 mm/h. General urine analysis: volume-50ml, protein-3.3g/l, flat 

epithelium- 7-8, renal epithelium-4-5, leukocyte-3-4, changed erythrocyte-15-18, unchanged 

erythrocyte-4-5, hyaline cylinder-2-3. Blood biochemical analysis: total protein-47 g/l, urea-25.7 

mmol/l, creatinine-352 μmol/l. Kidneys in USG-diffuse change of renal parenchyma in 

glomerulonephritis type. A slight hypoplasia of the right kidney. Left-sided pyeloectasia was 

detected. 

Audiometry: bilateral hearing loss, mixed type, II-III degree. 
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Otorhinolaryngology: there is no acute inflammatory process in the ears, the ability to hear is 

reduced. 

Ophthalmic vision: reduced visual acuity. 

Genetic testing: autosomal dominant type. 

Based on the results of clinical and laboratory examinations, the following clinical diagnosis 

was made: 

Clinical diagnosis: Hereditary nephritis. Alport syndrome. Autosomal-dominant type, 

hematuric form, with stigmata of polydysembryogenesis. 

 Conservative and symptomatic treatments were recommended to the patient. 

Conclusions 

1. Based on the clinical and laboratory data of the examined patient, it can be concluded that 

chronic kidney failure develops early in patients with Alport syndrome accompanied by stigmata of 

polydysembryogenesis.  

2. Various pathological changes can also develop in internal organs, and such patients require 

a pathogenetically individual approach in the process of examination and treatment. 

3. When death from chronic kidney failure is repeated in several generations of the family, it 

is recommended to carry out in-depth medical and genetic examinations for the purpose of early 

prevention of the development of Alport syndrome. 
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