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KIMHUKO-UMMYHOJJOI'MYECKHE OCOBEHHOCTH III/II[IEBOFI
AJUVIEPTUN Y I[ETEI71 I'PYJIHOI'O BO3PACTA
Aoayanaes H.U., ABazos b.X., Aoayanaesa JI.H.

Kadeapa anseprosiornu, KIMHNYECKOH UMMYHOJIOTUM U MUKPOOHOJIOT UM

TamkeHTCKUN NeIUATPUYECKUN MeAMIUHCKUAN MHCTUTYT, Y30€KHUCTAH
https://orcid.org/0000-0003-4725-5855

AKTyajabHOCcTh. [Inmesas awieprus y neted mepBOTrO Ioja XWU3HU IPEACTABISACT
coboif oaHy u3 Hauboiee B3HAYUMBIX MPOOJIEM COBPEMEHHOM NEAUATPUH U
ajuleprojorud.  BpIcOkas  pacnpoOCTpaHEHHOCTh, pa3HOoOOpa3zne  KIMHUYECKUX
NPOSIBJICHUH, a TakKe BIMSHUE Ha (OPMHUPOBAHHE UMMYHHOM CHCTEMBI ONPEEISIOT
HEOOXOJIMMOCTh Oosiee TIyOOKOro M3y4eHHUs JaHHOTO COCTOSIHHSA. Y TOYHCHHE
MMMYHOJIOTHYECKUX MEXaHU3MOB U OCOOCHHOCTEH KIMHMYECKON KapTHHBI MUIIEBOU
aJIJIEPTUU B 3TOM BO3pacTe CIOCOOCTBYET CBOEBPEMEHHOM AMArHOCTUKE U KOPPEKLIHUU
Tepanuu.

Heab. OueHUTh KIMHUKO-UMMYHOJIOTMYECKHE OCOOEHHOCTH NHILEBON ajuIepruu y
JeTel rpyIHOr0 BO3pacTa Jjsl ONTUMH3AIUHN JUATHOCTUYECKUX U JI€U€OHBIX MTOIX0/I0B.
Marepuansnl u Metoabl. O0cnenoBano 60 aeteit B Bo3pacte oT 1 10 12 mecsiies, u3
HUX 40 — ¢ YCTaHOBJIEHHBIM AMArHo30M MUUIIEBOM amuiepruv U 20 — KIMHUYECKU
3I0pPOBBIX JI€TE€H, COCTAaBUBUIMX KOHTPOJIbHYIO Tpynmy. Bcem nersam npoBoauiioch
KJIIMHAYECKOe o0cienoBaHue, cOOp aHaMHe3a, OllEHKa aIeproJoOrH4ecKkoro craryca.
NmMMyHOOrMYecKoe UCCIIEI0BAHME BKJIFOYAJIO OTpeeeHne YPOBHSI
MMMYHOTJI00yIMHOB KjaccoB A, M, G u E, a Takxke olleHKy MoKa3aresiel KIeTOYHOro
3B€HAa UMMYHUTETA.

Pe3yabTarhl. Y AeTeil ¢ nuiieBoil asieprueid Hanbdosee 4acTo HabIt01auch KOKHBIC
NpOsIBJICHUS (aTONMYECKUH JepMaTUT), HapyLIEHHs] CO CTOPOHBI JKEIyJ0YHO-
KHILIEYHOTO TPaKTa U PeXe — PECNHUPATOPHBIE CHUMIITOMBI. B MMMYHOJIOTrM4eCKOM
npoduiie BBISBICHO J0cTOBepHOEe ToBbimieHne ypoBHsS IgE u IgG, a Takke
OTHOCUTEJIbHOE CHW)XEHHUE I0Ka3aTenel T-KIEeTOYHOro 3BEHa HMMMYHHUTETa 110
CPABHEHUIO C KOHTPOJIbHOW TPYMNMOW. YCTAaHOBJIEHA 3aBUCUMOCTb MEXKIY TAMKECTHIO
KJIIMHAYECKUX MPOSIBICHUM U BHIPAXKEHHOCTbIO UMMYHOJIOTHYECKUX U3MEHEHU .
BeiBoabl. IlumieBas auiepruss y JAETEM TPYAHOTO BO3pacTa XapaKTEPU3YETCs
MHOT000pa3reM KIMHUYECKUX TMPOSBICHUNA U BBIPAKEHHBIMU W3MEHEHUSIMHU B
UMMYHHOI cucteme. [loigyuyeHHble JaHHbIE TOJYEPKUBAIOT HEOOXOJUMOCTD
KOMILJIEKCHOI'O TMOAXOAa B JMArHOCTHKE, BKIIIOYAsl OLEHKY HWMMYHOJIOTHYECKOTO
CTaTyca, 4TO MOXET CIOCOOCTBOBaTh Oojiee paHHEMY BBISBICHUIO U () (PEKTUBHOMY
JICUCHUIO aJIEPTUYECKUX 3a00JIeBaHUN y IeTeil TPy JHOTO U paHHEro Bo3pacrta.

ALPORT SYNDROME: A MULTISYSTEM DISEASE AND THE POTENTIAL
OF MODERN TREATMENT APPROACHES
Akhmedova D.I, Abidova M.D, Uybikova E.F.
Tashkent Pediatric Medical Institute, Tashkent, Uzbekistan


https://orcid.org/0000-0003-4725-5855

Relevance. Alport syndrome is a rare but significant genetic disorder that affects
multiple systems of the body, including the kidneys, hearing, and vision. It is one of the
leading causes of inherited kidney failure, which progresses with age. Despite
advancements in diagnostics and treatment, issues of early detection and appropriate
therapy remain relevant in nephrology, ophthalmology, and otolaryngology. Effective
treatment and early diagnosis are crucial for slowing disease progression and improving
the quality of life of patients.

Research Goal. The goal of the study is to analyze the genetic, clinical, and
therapeutic aspects of Alport syndrome, as well as to assess the effectiveness of modern
diagnostic and treatment methods, with the aim of improving prognosis and therapeutic
approaches.

Materials and Methods. Genetic testing (analysis of mutations in the COL4A3,
COL4A4, COL4AS genes), kidney biopsy with electron microscopy, audiometry,
ophthalmological examination, application of ACE inhibitors and angiotensin receptor
blockers (ARBs), analysis of the effectiveness of kidney transplantation and the use of
hearing aids.

Results. The study yielded important data on the diagnosis, treatment, and
prognosis of Alport syndrome. Genetic testing, including the analysis of mutations in
the COL4A3, COL4A4, and COL4AS5 genes, allows for a high degree of accuracy in
confirming the diagnosis of Alport syndrome. This also provides an opportunity for
genetic counseling for the patient's family members, which is crucial for identifying the
risk of the disease in close relatives. Kidney biopsy with electron microscopy, revealing
thinning and breaks in the basement membrane of glomeruli, plays an important role in
the morphological confirmation of the diagnosis. This method helps to distinguish
Alport syndrome from other nephropathies with similar clinical manifestations.
Audiometry and ophthalmological examination are also integral parts of the diagnosis.
Audiometry identifies bilateral sensorineural hearing loss, which often develops during
adolescence, while ophthalmological examination reveals changes in the eyes, such as
anterior lenticonus and maculopathy, confirming the multisystem nature of the disease.
Treatment of Alport syndrome is aimed at slowing the progression of kidney failure and
correcting extrarenal symptoms. The use of ACE inhibitors and ARBs has proven
effective in reducing proteinuria levels and stabilizing blood pressure, which helps slow
the progression of chronic kidney disease. These drugs are used in the early and middle
stages of the disease, helping to prevent or delay the onset of kidney failure.
Additionally, hearing aids and other devices help patients with hearing loss maintain
their quality of life. Regular ophthalmological monitoring is important for preventing
vision deterioration and intervening promptly when retinal changes progress. In cases
where kidney failure reaches the terminal stage, patients require dialysis or kidney
transplantation, which is a necessary measure for stabilizing their condition.

Conclusion. Alport syndrome is a multisystem genetic disease that requires a
comprehensive approach to diagnosis and treatment. Genetic testing and kidney biopsy
play a key role in confirming the diagnosis. Modern treatment methods, including ACE
inhibitors, ARBs, and kidney transplantation, significantly slow the progression of
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kidney failure and improve prognosis for patients. The inclusion of hearing aids and
regular ophthalmological monitoring helps reduce the impact of extrarenal
manifestations on patients' quality of life. Early detection and timely therapy greatly
increase the effectiveness of treatment and improve long-term outcomes in patients with
Alport syndrome.

ROLE OF FGF23 IN THE PATHOGENESIS OF MINERAL AND BONE
DISORDERS IN CHRONIC KIDNEY DISEASE
Akhmedova D.I, Abidova M.D, Uybikova E.F.

Tashkent Pediatric Medical Institute, Tashkent, Uzbekistan

Relevance. Mineral and bone disorders in chronic kidney disease (CKD-MBD) are
among the most common and severe complications in patients with renal insufficiency.
Fibroblast Growth Factor 23 (FGF23) is an osteocytic hormone that regulates phosphate
metabolism and vitamin D homeostasis. Its levels begin to rise in the early stages of
CKD and have systemic effects on mineral balance. Excessive FGF23 production
disrupts bone mineralization, exacerbates hypophosphatemia, reduces the synthesis of
active vitamin D, and i1s associated with an increased risk of cardiovascular
complications. Studying the role of FGF23 in the pathogenesis of CKD-MBD is of high
clinical importance for diagnosis, monitoring, and therapeutic strategy selection.

Research Goal. To assess the significance of FGF23 in the development of
mineral and bone disorders in CKD, establish its clinical and laboratory correlations,
and identify potential directions for targeted therapy.

Materials and Methods. Analysis of scientific publications from the past 10 years,
including clinical studies, meta-analyses, and reviews on FGF23 and CKD. Evaluation
of phosphate-calcium metabolism indicators, levels of 1,25(OH).D, parathyroid
hormone (PTH), and FGF23 in patients at various stages of CKD. Comparison of
clinical and laboratory features in patients with elevated FGF23 levels. Data sources
included PubMed, Scopus, Web of Science, and eLIBRARY databases.

Results. The analysis revealed that FGF23 levels increase as early as CKD stages
2-3, well before changes in serum phosphorus and PTH levels. This elevation is linked
to several key mechanisms. In CKD, the kidneys lose the ability to efficiently excrete
phosphates, leading to their accumulation in the blood. In response, bone tissue
produces more FGF23 to stimulate phosphate excretion by the kidneys. FGF23 also
suppresses the activity of 1-alpha-hydroxylase in the kidneys, reducing the production
of active vitamin D (1,25(OH):D). This impairs the absorption of calcium and
phosphates in the intestines, worsening hypophosphatemia and hypocalcemia. In
response to decreased blood calcium levels, the body increases PTH production, which
promotes phosphate excretion and disrupts phosphate metabolism, further stimulating
FGF23 production. FGF23 inhibits sodium-phosphate cotransporters in the proximal
renal tubules, enhancing phosphate excretion and lowering blood phosphate levels.
These changes lead to impaired bone mineralization, manifesting as osteopenia,
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