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V3BEKNCTOH PECYBJIIMKACH COFJINKHU CAKJIAII BABUPJINT U
PECHHYBJIUKA UXTUCOCJAILITUPUIITAH
MEIVUATPUS NJIIMUN-AMAJINA TUBBUET MAPKA3H

MHUHHUCTEPCTBO 3/IPABOOXPAHEHUSI PECITYBJIMKHA Y3BEKUCTAH
PECIIYBJIMKAHCKHH CHEIMAJIN3NPOBAHHBIN
HAYYHO-IPAKTUYECKHW MEJUIIMHCKWAN HEHTP NEIUATPUU

V3BEKUCTOH NEJUATPJIAPUHUHT
XAJKAPO UIITUPOKHUJIATH IX CHE3M
«V3BEKMCTOH PECITYBJMKACH COFJIMKHU CAKJIALL
TU3UMMUHU UCJOX KWJIMIITHUHT 3AMOHABUIA BOCKUYUJIA
MEJUATPUSHUHT JIOJ3APE MACAJIAJIAPW»

TE3UCJIAP TYILUIAMUA

2024 iinn 4-6 oxTAOPH

IX CBE3J1 HEJUATPOB Y3BEKNCTAHA
C MEXIYHAPOAHBIM YYACTUEM «AKTYAJIBHBIE BOITPOCbBI
HEAUATPUN HA COBPEMEHHOM 9TAIIE PE@OOPMUPOBAHUA
CUCTEMBI 3IPABOOXPAHEHUSA PECITYBJIMKHA Y3BEKUCTAH»

CBOPHUMK TE3UCOB

4-6 oxTsa0ps 2024 roaa

TOLWKEHT — 2024



Vibexncron megmaTpiapMHMHr Xankapo umTupokmparn IX  cwesam  «VY36exucron
PecniyOnukacu CoflMMKHM cakjanml TU3MMUHU HMCIOX KWIMIIHUHT 3aMOHaBUM OOCKHYM[A
HeIMaTPUSHUHT J0y13ap0 Macanaiapu» Tesuciaapu Tymiamu, 2024 iinn 4-6 oktsa0pb, TomkeHrt,
239 Oer.

Taxpupusr xaubaTu:

bom myxappup AGaykaromoB A.A. — PecnyOnuka MXTHCOCHAIITHUPWITAH TEAUATPUS WIMHA-
amanuii THOOMET MapKasu TUPEKTOpH, THOOUET (haHIapu JOKTOPH.

Macwyn myxappup: Mupcanmuxosa H.X. — PecrryOinka HXTHCOCTAITUPIIITAH TIEIUATPHUS MIIMHI-
amanuii THOOMET MapKa3u TUPEeKTOpu YpruHOOcapu, THOOUET daHIapy JOKTOPH.

Macwyn kotuba: MycaxaHoBa P.A. — PecnyOnuka WXTHCOCTAIITUPHITAH TIEAUATPUS WIMHMA-
amanuii THOOMET MapKa3u UIMHIA KOTUOU, THOOUET (haHIapH JOKTOPH.

Taxpupust xalbaTu ab30JIAPH:

Hnostosa ®.U. — PUITMATM renaronorus 6ymmmu pax6apw, T.¢.1., Y3P DA axagemury;
Kamumnosa A.T. — PUTIMATM ractposurteposorust 6ymumu paxoapw, T.¢.1., mpodeccop;
[MMamcueB @.M. — PUTIMATM nynsMoHonorust 6ynumu paxoapu, T.¢. 1., mpodeccop;

ApwunoB A.H. — PUTTMATM KJIJI 6ynumu pax6apwu, T.¢.1., mpodeccop;

Camuxosa K.III. — 1.¢p.1., PUTIMATM Yakanok Ba knuuk Enuin Oonanap OYIMMUHHUHT pax0OapH,
THOOMET aHIapu TOKTOPH;

VYmapnazaposa 3.E.— PUTIMATM ractposHTeposiorust OYIMMy eTakyy WIMHNA XOJUMH, THOOUET
dbaHmapu T0KTOPH,

TommynaroBa M.P. — Tamkunuii-ycmyOuit 6yaum paxoapu ypundocapu;

Ar3zamxomkaeBa b.Y. — Heonaronorust 6ynumu mudokopu, gancada gokropu (PhD).

Coe3n Y30eKuCToH Pecniy6nukacu Ilpesunentununar 2022 viwn 28 saBapaaru [1D-60-
conmu «2022-2026 #umiapra MyKaalaHTaH sSHTH Y 30€KHCTOHHHHT TAapaKKMET CTPATErHsACH
Tyrpucuga»tu (apmonn, 2023 iun 8 cenrsOpmaru [1K-296-conmm «Onamap Ba Oomanap
CAJIOMATIIMTUHU MyXoda3a KWIHLI, aXOJIMHUHI PENpORYKTHB CAJOMATIUIMHUA MyCTaxKamJall
yopa-tanoupiapu tyrpucuaanru, 2021 iun 28 uronparu [1K-5199-connn «CornukHu cakian
coxacuJa UXTHCOCIAIITUPUITraH THOOUH €piam KYpcaTuil TU3UMUHY sIHaa TAKOMUJIIAIITHPHUIL
yopa-tagoupnapu tyrpucuna»tu, 2020 iiun 12 wHosiopaaru [1K-4891 «TubOuii mpodumaktuka
UILJTapU caMapaJopiIUruHy SHa/la OIIMPUII OPKAIM 5KaMOoaT CaJOMAaTIUTMHU TabMUHIIAIITA O
KyIIuM4a 4Yopa-Taa0upiap TYFPUCHIA»TU Kapopiiapuja OelruiaHTaH acocuil BasudaiapHu
amaJira OIUPUII Joupacuaa YTKasuiaam.

Tesucnap Tymiamuia «Y36exucron Pecrny6mukacu COFIMKHY CaKTAll TH3MMHHH HCIIOX
KWIMIITHUHT 3aMOHABUH OOCKWYM/Ia IETUaTPUSHUHT 10J13ap0 Macanagapu» MaB3yCHIaru Xajlkapo
MINTHPOKAA Y30ekucToH mnemuaTpaapusuar IX Cbesqura TaKIuM OSTHITAH MIMHI HIIap
HaTWXaJlapy Y3 aKCUHU TONTaH.

TYmiamMra Che3HUHT acOCHil HyHATHIUIAPHTa OM: Y36EKIUCTOHIa e NATPUs XU3MATH
PUBOXJIAHUIIMHUHT THOOMM, WXXTUMOMH Ba TaIIKWIMN Macajanapu; NEAUATPUSHUHT SHITH
I0TyKJ1apy; OoJiajapra THOOWH €paaM KypcaTUIl CH(paTHHH SXIIWIAIIAA XaTKapo XaMKOPIUK Ba
KaZpiap Taléprnam; WXKTUMOMH axamusTra sra Kacajulkiap Ba OoJsiaiap HOTHUPOHJIUTHU
MyaMMOJIapH; YaKJIOKIapra OupiIaMyy Ba MXTUCOCTAIITHPUITaH THOOUH Epiam; OHa cyTH Onitan
OokuiI Ba OoJsianap OBKATJAHMILIM; AMJIAII Ba 3aMOHABUI TEXHOJOTMsAJIap; KaM ydpaiauras Ba
UpCUM KacaJTMKJIApHU TalIXMCiall, JaBoJjlall Ba peabunuTauus; Oojanap XUPYpPrUSCHHHHT
noa3ap6 Macananapu Ba HCTHKOoM HyHanuuuiapu, JIOP abp3onapu kacaasIMKIapuHH JaBOJIaLl
Ba peabuuTalys KWL Macajauapy, eiuaTpusiia 1abopaTop Ba MHCTPyMEHTal UMKOHUSATIApU
Ba OolIKa Macajajap €4uMHUra KapaTWiraH WIMMHA TaKUKOTIap TYFpPUCHUIArd MabiIyMOTIap
KUpUTWITaH. Tyniaam marepuaijiapyuHy Talépramiga MaMiIakaTUMU3HUHT TypJiu XyAyAJlapuiaH
Ba XOPIKUI AaBnaTiapJaH WIMUHN Ba aMaluii Myaccacanap, COFIMKHH CakJall, TAbJIUM Ba OOILKa
TAIIKWIOTJIAPHUHT €TaK4YM OJMMIIapH Ba MyTaxacCHUCIapy, IIYHUHI/IEK €11 oJuMiap UIUTHPOK
TAUIAP.



WHBAIHIHOCTh M Ka4eCTBO JKM3HHU ObUIM OoJiee BBIPAKEHHBIMA W TMPOTPECCHPYIOMIUMU Y
nanreHToB ¢ FOA, pa3BuBIeiics mocie nepeHeceHHOH KOPOHaBUPYCHON MH(EKITHH.

BeiBoasbl. Ileauarpam, kapauonoraMm U peBMarToyioraM CieayeT MOMHUTh, YTO TSKEIbIMU
BOCTHAJIUTENIbHBIMU M MHTOKCUKAIIMOHHBIMU CHHIPOMAaMHU C TOBBIIIEHHBIMH JIa0OpaTOPHBIMU
MOKa3aTeJSIMU BOCTIAJICHUSI, PA3BUBIIMMHUCS Ha MO3HUX CTAIUAX PECITUPATOPHON HHPEKIIUU W
nocjie TMEPeHEeCeHHOro 3a0oJeBaHUs, MOTYT OBbITh MpPU3HAKAMH MYJIbTUBOCHAIUTEIBHOTO
cuaapoma (MBC). Takum o0Opa3oM, B Takux CHTyallHiX HEOOXOAMMO OBICTpO 00cCienoBaTh
nanrenTa Ha COVID-19 u Havyath CBOEBPEMEHHYIO TEpanuio, KaK TOJIBKO OyIyT OOHapy KCHBI
npu3Haku HHPeKuu. TpedyeTcs AUTENbHBIN KaTAMHECTUISCKUIT MOHUTOPUHT MAIIHEHTOB H3-3a
HEJIOCTaTOYHOM u3ydyeHHocTH maroreHesa MBC, cBs3zanHoro ¢ SARS-CoV-2, a Ttakxke
HEU3BECTHBIX MOCJIEACTBUI BUpYyCaA.

GENETIC HETEROGENEITY AND ITS IMPACT ON APPROACHES TO THE
TREATMENT OF RENAL TUBULAR ACIDOSIS

Akhmedova D.I., Abidova M.D.
Tashkent pediatric medical institute

Relevance. Renal tubular acidosis (RTA) is a disorder characterized by the kidney's inability
to properly acidify urine, leading to metabolic acidosis. Distal renal tubular acidosis (dRTA) is a
specific type of RTA that is often caused by genetic mutations. Understanding the genetic
heterogeneity of dRTA is crucial for developing effective treatment strategies.

The purpose of the study. To investigate how genetic heterogeneity influences the
treatment strategies for renal tubular acidosis.

Materials and methods. The analysis of scientific articles, publications and databases in
international scientific sources PubMed, Medline and Cochrane Library devoted to assess how
genetic variations impact patient responses to current treatment modalities of RTA. The studies
used various types of research approaches, including clinical observations, randomized clinical
trials, and systematic reviews. These studies provided statistical data on the prevalence and
characteristics of nephropathies in Alport syndrome in children.

Results. dRTA is often caused by mutations in genes such as SLC4A1, ATP6V1BI1, and
ATP6VO0A4, which affect the function of distal tubule channels and vacuolar H+-ATPase subunits.

Clinical manifestations of dRTA include hyperchloremic metabolic acidosis, hypokalemia,
hypercalciuria, nephrocalcinosis, and sensorineural hearing loss, particularly in patients with
ATP6V1B1 mutations.

Diagnosis of dRTA is based on clinical and laboratory findings, with genetic testing
confirming the specific mutations involved. Genetic testing is recommended irrespective of
clinical phenotype due to the lack of strict genotype-phenotype correlation.

Incomplete dRTA (idRTA) can be diagnosed through specific tests like the ammonium
chloride challenge, and genetic testing can help identify underlying mutations, although other
genes or non-genetic factors may also play a role.

The mainstay of dRTA treatment is alkali replacement therapy, which corrects biochemical
defects, improves clinical symptoms, and prevents complications such as nephrolithiasis and
nephrocalcinosis.

Gene therapy has shown potential in correcting renal tubular acidosis in animal models,
suggesting a future direction for treating hereditary renal tubular defects.

Early diagnosis and prompt treatment with alkali and potassium supplements are crucial for
ensuring normal growth and preventing long-term complications in patients with dRTA.

Long-term follow-up is necessary to monitor and manage potential complications such as
chronic kidney disease and nephrolithiasis, especially in patients with a long history of the disease.
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Conclusions. Genetic heterogeneity in distal renal tubular acidosis significantly impacts its
diagnosis and treatment. Mutations in specific genes like SLC4A1, ATP6V1B1, and ATP6V0OA4
are common causes of dRTA, and genetic testing is essential for accurate diagnosis. Treatment
primarily involves alkali replacement therapy, which is effective in managing symptoms and
preventing complications. Early diagnosis and continuous management are crucial for improving
patient outcomes. Future research may explore gene therapy as a potential treatment for hereditary
renal tubular defects.

KIIMHHUYECKAS 3HAYUMOCTD OIIPEAEJIEHUSA PEKAJBHOI'O
KAJIBITPOTEKTUHA Y HEAOHOIEHHBIX HOBOPOXKXKJAEHHBIX

Axmenoa JI.U., @a3brioBa A.lll., XacanoBa C.C.
TamkeTHCKUN NeIUATPUYECKHA MeIMUNHCKUN HHCTUTYT

AKTyaJbHOCTh. KHIIEUHUK HEJOHOIIEHHBIX HOBOPOXIEHHBIX KOpPOYE M MMEET MEHbILE
BO3MOXHOCTEH JUIsl MHUIIEBapeHHs, a0copOUUM M TMOABMKHOCTH, Y€M Yy JIOHOIIEHHBIX.
OTCpoYEHHBII TPaH3UT COAEPKUMOTO KMILIEYHUKA YACTO SIBJISAETCS MPEAIIECTBEHHUKOM B3y THUS,
MHUIMMPOBAHUS BOCIIAIUTEIBHOIO KAaCKala U OTeKa KHIIEYHUKA. DTH (PaKTOpbl CIOCOOCTBYIOT
HE TOJBKO HENEPEHOCUMOCTH K MHMTAHHIO, HO U MOSBIIOIIEMYCS ONACHOMY MJIs KU3HU
3a001eBaHNIO0, TAKOMY Kak HekpoTusupytonmii saTepokoaut (HOK). B nureparype mmerorcs
JIaHHbIE, MPOBEJCHHbIE HAa HEOOJBIIOW TpymIe MAalUeHTOB O TOM, YTO YPOBEHb (PEKaIbHOTO
KaJIbIIPOTEKTUHA 3HAYUTEIIBHO MOBBIIIAJICS Y HOBOPOXKIECHHBIX ¢ HEIEPEHOCUMOCTBIO IUTAHUSA U
€ro MOXXHO HCII0JIb30BaTh JUIs BBIABJIEHMs paHHUX ciydaeB HOK y HOBOpOXIEHHBIX, HO 3TOT
IpeMeT BCE elle HyXIaeTcs B OOJIbIIEM KOJUYECTBE HCCIIEAOBAHUM isi OOJBIIEr0 YHCIIa
NAIUCHTOB.

Hesb: onpeaenuTs KIMHAYECKYIO 3HAYMMOCTD OTIPEIeIeHHUs (PeKaTbHOTO KaIBIIPOTEKTHHA
Yy HEIOHOUICHHBIX B OT/AEJIECHUH BbIXa)KUBAHUS HEJJOHOIIEHHBIX

MeToabl U MaTepuaibl uccaenroBanus. /st onpeneneHus GeKaIbHOTO KaIbIIPOTEKTHHA
(®K) npuMeHsIM CTaHJapTHbIE HaOOPHI PEakTHBOB, MpelHa3HAUYEHHbIE JUIsI KOJIMYECTBEHHOIO
ompesieNieHusT MeToJoM HMMyHodepMeHTHoro ananm3a ¢upmbl PhiCal®. Beuto mposeneHo
MPOCIIEKTUBHOE HcclieoBaHuEe 49 HENOHOIIEHHBIX JeTeH, POKIEHHBIX B Cpoke OoT 28 1o 36
Helenb recraunu, U 10 JOHOIIEHHBIX HOBOPOKIEHHBIX, KOTOPHIE COCTABUIM KOHTPOJIBbHYIO
rpynny. HenoHomeHHble netu ObutM pas3zeneHbl Ha JBe Tpymnnbl. CpelHuil recTanrOHHBIN
Bo3pact B 1-ii rpymnme coctasui 30,1+0,4 nenenu (28,2 -32), Bo 2-if rpynne — 34,1+0,1 Henenu
(32,2-36).

Pe3yabTaTsl ucciaenoBanusa. Hamu BeisiBneno, uro ypoBenb @K, tak xe kak CPB, B
NepBOM rpymnmne AeTei ObT JOCTOBEPHO BHINIE, YeM BO BTOpoil M gocturan 137,20+12,9 mkr/r
npotuB 95,85+6,73 MKr/T. MeTo0M 0 JHO(AKTOPHOTO PErPeCCHOHHOTO aHAN3a OCYIIESCTBICHO
ofpeieIeHre KOppesiiMoHHON 3aBucuMocTy coaepxanusg @K ot knmHuYeckux u 1a00paTOpHBIX
noKasaTesied. B rmepBoi rpynne umeeTcs moJIOKUTENIbHAs 3aBUCUMOCTh ypoBHS DK ¢ ypoBHEM
JIEUKOILUTOB CHIBOPOTKM Ipu poskaeHuu (r=0,71), ypoaem CPb (1=0,63), npo101KUTEIbHOCTBIO
HEMHBA3UBHOM pecnuparopHoil noanepxku (r=0,61). Kpome Ttoro, mosoxurenbHas CBs3b
BBISBJIEHA C 3aJ€pKKOM Hadajga crabuiapHOW mpubaBku Maccsl Tena (1=0,51), To ecThb
BOCTIAJIUTENBHBIA (oH, mpossistomuiics noseimenneM @K un CPB, crocobcTByeT 3amepikke
(Gu3M4ecKoro pa3BUTHUS JAeTel U YUIMHACT NPOJIOJDKUTENIBHOCTD JbIXaTeIbHbBIX paccTpoiicTB. Bo
BTOPOIl IpymIe MOJOKUTENIbHAs KOppeisalUoHHas cBA3b uMmeercs ¢ ypoBHeM JIMU (r=0,38).
Kpowme toro, BeIsIBIIEHO, uTO nOBbIIeHNE ypoBHS DK, Takxke, Kak B IEPBOU IPyIIIIE, IPUBOIAUT K
3a/iep>kKe MpUOaBKU Macchl Tena mocie 7-ro aHg xkusHu (r=0,34). B mepsoit rpynne HOK
nuarHoctupoBanu Ha 10,4+5,32 nenp xu3au y 6 (18,7%) nereit. Ilpu cpaBHeHMM moka3zaTeneit
BOCTIAJICHUS B Tpynmax ObUI0 ycTaHOBIeHO, 4To 3HaueHus: @K u CPB Obuti 10CTOBEPHO BHINIE Y
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