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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
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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.



dystonia, which in 43% of adolescent’s manifests as the development of clinical syndromes.
Vascular dyskinesia, cephalgia (88%), cardialgia (33%), dizziness (54%), pastiness, and
hyperventilation syndrome are somatic indicators of autonomic dysfunction and dystonia.
Adolescents with autonomic dysfunction typically exhibit high levels of emancipation, excessively
aggressive intrapersonal conflict, and a lack of sensitivity. Character accentuation, aggressiveness
in interpersonal interactions, leadership aspirations, seclusion, and rejection of relationships in the
presence of negative stimulus are all distinct personality traits associated with vegetative dystonia.
Inadequate energy delivery to the cell and a rise in lactate cause vegetative dysfunction and
dystonia, which harm cell membranes by increasing their permeability. followed by a rise in
potassium and free phosphate concentrations, which exacerbate energy shortage.

Conclusions. Teenagers require special dispensary supervision and behavior since they are
at risk for developing psychosomatic disorder in the future. Adolescent children's dynamic changes
in their vegetative state are based on a cascade mechanism, which is a collection of successive
reversible phase processes of a compensatory and adaptive nature. This mechanism determines the
stage character of vegetative disorders caused by overstrain and the depletion of the functional
reserve of adaptation.

THE ROLE OF MOLECULAR GENETIC ANALYSIS IN THE DIAGNOSIS OF
VITAMIN D-RESISTANT RICKETS

Abidova M.D., Akhmedova D.I.
Tashkent Pediatric Medical Institute

Relevance. Vitamin D-resistant rickets, particularly hereditary 1,25-dihydroxyvitamin D-
resistant rickets (HVDRR), is a rare genetic disorder characterized by the body's resistance to the
active form of vitamin D. This condition is primarily caused by mutations in the vitamin D receptor
(VDR) gene, leading to various clinical manifestations such as rickets, hypocalcemia, and
alopecia. Molecular genetic analysis plays a crucial role in diagnosing this condition by identifying
specific mutations in the VDR gene.

The purpose of the study. To evaluate the effectiveness of molecular genetic analysis in
the diagnosis of vitamin D-resistant rickets and to determine its role in improving the accuracy of
diagnosis and timely treatment.

Materials and methods. The analysis of scientific articles, publications and databases in
international scientific sources PubMed, Medline and Cochrane Library devoted to the study of
the role of molecular genetic research, including sequencing of exomes and genes associated with
VDRR in children. 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. HVDRR is caused by various mutations in the VDR gene, including nonsense,
missense, and splice site mutations, which lead to non-functional receptors and resistance to 1,25-
dihydroxyvitamin D.

Specific mutations such as p.Arg73Ter, c.122G>A (p.C41Y), and others have been
identified in different populations, highlighting the genetic heterogeneity of HVDRR. Genome-
wide single nucleotide polymorphism (SNP) arrays and direct sequencing are effective in
identifying homozygous mutations and uniparental disomy, which are crucial for accurate
diagnosis and genetic counseling. Polymerase chain reaction (PCR) and restriction fragment length
polymorphism (RFLP) analysis are useful for detecting specific point mutations in the VDR gene,
facilitating the diagnosis of HVDRR in affected individuals and carriers.

Patients with HVDRR typically present with severe rickets, hypocalcemia,
hypophosphatemia, secondary hyperparathyroidism, and elevated serum levels of 1,25-
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dihydroxyvitamin D. Alopecia is a common clinical feature observed in a majority of HVDRR
patients, often aiding in the clinical diagnosis.

High-dose oral calcium and calcitriol therapy have been shown to be effective in managing
HVDRR, with some patients responding well to these treatments despite the genetic mutations.
The response to treatment may vary depending on the specific mutation in the VDR gene, with
some variants showing better outcomes with oral therapy.

Conclusions. Molecular genetic analysis is essential in diagnosing vitamin D-resistant
rickets, particularly HVDRR, by identifying specific mutations in the VDR gene. Techniques such
as SNP arrays, direct sequencing, and PCR are invaluable in detecting these mutations. Clinically,
HVDRR is characterized by severe rickets, hypocalcemia, and alopecia, with treatment often
involving high-dose oral calcium and calcitriol. The genetic heterogeneity of HVDRR necessitates
a comprehensive diagnostic approach to ensure accurate diagnosis and effective management.

HEKOTOPBIE OCOBEHHOCTHA AHECTE3UHU U CAHAIIICIOHHOI‘/'I
BPOHXOCKOIINU JbIXATEJIbHBIX IIYTENU Y IETEHU

Age3oB P.K., Hocupos 10.Y., Kyaues b.X.
Byxapckuii 00/1acTHOII MHOTONPOGUILHBIH 1eTCKU MeIUIMHCKUA HEHTP

AKTyaJIbHOCTBb. MHOpO/IHBIE Tena JbIXaTeNbHBIX MyTEH y NETe OCTAaITCA OJHOU W3
CJIOKHBIX U aKTYyaJbHBIX MPOOJIEM B MEAMATPUYECKON NMPAKTHKE, YTO CBA3aHO C OTCYTCTBHEM
Kajno0 y TaIMEeHTOB M CTEPTOM KIWHWYECKOW KapThHOW. CBOEBpEeMEHHAs JMArHOCTHUKA H
3 PEeKTUBHOE yAATCHUE HHOPOIHBIX TEJ SBISIOTCS KPUTHUECKH BaXKHBIMH JUI IPEAOTBPAILICHUS
OCJIO’)KHEHUH, BKJIKOYasi BOCHAIUTEIbHbIE TPOLECCHI U OOCTPYKLHUIO JbIXaTENbHbBIX MyTEH.

Heab uccienoBanus: M3y4uTh OCOOCHHOCTH AHECTE3WU U MPOBEJCHUS CaHAIIMOHHOM
OpOHXOCKOMNHH y JA€Tel ¢ MHOPOJHBIMM TEJlaMU B AbIXATEJbHBIX MYyTSIX, a TaKXkKe pa3padorarh
MOJIXO/bI K ONTUMH3AINH JICUCHHUS.

Marepuanbl u MeToabl. B uccienoBanue BkiIOYeHBI 42 peGeHKa C MOJO3PEHUEM Ha
WHOPOJIHBIE Tela JbIXaTeNbHBIX MyTeW, KOTOpbIe MNPOXOAWIU JIEYCHHE B XHPYpPrHYECKOM
otaeneHnn byxapckoro o0JacTHOrO MHOTONMPO(GWIBHOTO IETCKOTO MEIHMIIMHCKOTO IEHTpa B
nepuon ¢ 2021 mo 2023 rr. Bo3pact nmanuenToB BapsupoBan ot 1 go 8 ner. Becem nanuentam
nepes MPOBEICHHEM OpOHXOCKONHMH Obljla BBIMIOJHEHA PEHTICHOTpadus OpraHoOB TpyIHOU
KJIETKH, a Takke MmpoBeaeHa PuOPOOPOHXOCKOMUs Mo OOIIeil aHecTe3ueil ¢ MCMOIb30BaHUEM
BHYTPHBEHHOTO KETaMHUHA.

Pe3yabTaThl HccienoBaHus. Y BceX OONBHBIX TIEpe]] MPOBeIeHHEeM OPOHXOCKONUHY ObLIa
BBITIOJIHEHA CTaHJAPTHAs PEHTTeHOTrpadusi OpraHoOB TPyAHOH KieTKH. VIHOpoaHBIE Tena Obuin
BbIsIBIICHBI Y 12 (28,5%) GonbHBIX, ay 9 (21,4%) HaOnM0AaTUCh KOCBEHHBIE PEHTT€HOJIOTHYECKHE
IpU3HAKU HAIWYUS MTHOPOIHBIX Tell. Y 23 (54,7%) 00nbHBIX peHTreHoJaornueckue npuzHaku UT
oTcyTcTBOBaNM. PUOPOOPOHXOCKOIHUS MPOBOIUIACH O] O0IIEi aHECTe3UeH ¢ NCMOIb30BaHUEM
BHYTPUBEHHOI0 KeTamuHa. B psne ciydaeB, ocoOeHHO mnpu "cTapbhlx" HMHOPOAHBIX Tejax,
NpeIBapUTENbHO  BBIMOJHSJIUCH  CaHAIIMOHHBIE  OPOHXOCKOMUU AN yMEHbBIICHUS
BOCTIAJIUTEIBHBIX U3MEHEHUI U PACIIMPEHHS IIPOCBETa 00TyprupoBaHHOTO Oponxa. [y caHanmm
ucnoas3oBaics 0,9% pacrsop Hatpus xsopuna. Kak mpasuio, nocie 2-3 ceaHcoB yaaBanoch
MOJIHOCTBIO YAAQJIUTh MHOPOJHOE TEJIO, OAHAKO B HEKOTOPBIX Clydasx MOTpeboBasioch 110 5
ceaHcoB. /{11 ynaneHus HHOPOAHBIX T UCTIOIB30BATNCH OPOHXO- U TACTPOCKOMMYECKUE ITUMIIBI,
NETIN, a TaKXKe CIEeHaJbHble MHCTPYMEHTHI, Takue Kak "KpbIcHHBIA 3y0" u "ammuratop". B
ciydae oOpa3oBaHHs TPaHYJIALUOHHOW TKaHM BOKPYT HMHOPOAHOTO Tela MPOBOIWIOCH €&
MexaHuuyeckoe ynaineHue. [locie ypaneHuss MHOPOAHBIX TEJI BCEM IMalME€HTaM Ha3HadallucCh
00s13aTeNnbHbIE CAHAIMOHHBIE OPOHXOCKOIUH.
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