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=&V NapTa 044 M.A. Ham,cl,eHOBa1 A.A. l1a|3p0|3a2 A.U. Tand3, U.C. YyryHos?, M.C. NaHKpaToBa'l
1-THU «®BY HMWU sHaoKkpuHonorum» MuH3gpasa Poccumn, MockBa, 2 — IlbY3 MO XuMKUHCKasa 6bonbHMua, MockoBcKas o0b6nacTb

KoHdepeHUUA No opdaHHbIM U AETCKUM
3 -TbY3 MO «HUKWUN netctBa M3 MO», MocKoBcKas obs1acTb

JALOKPDWUHRDBIM 3aboneBaHUAM

C R Y gRa s L R P iy T

JHAOKPMHHAA opdaHeTUKA: KnuHuyeckui cnyyan cemeHon napumanbHon nunoguctpodumn 3 Tuna
AOCTUXEHNA U NEPCNEKTUBDLI

HacneactBeHHble nunogncTpodunm — 310 rpynna peakmnx 3a6oneBaH|/||/| xapaKTepM3yrou_u/|xc:;| MOJTHOW UM YaCTUYHOW NOTEpPEen NOOKOXKHO-XXMPOBOW KIeTyaTKu, ee
HernpaBUNbHbIM pacrnpegerneHmem, Npu OTCYTCTBUM rofiogaHns nnu Kkatadbonmyeckoro COCTOAHUSA, B 3aBUCUMOCTU OT CTEMNEHN NOTEPU NOAKOXKHOIO XKuUpa BblAENAOT

reHepanm3oBaHHble U napumanbHbie nunoanucTpodumn. [na cemenHbixX napuuanbHbiX NTUMNOAUCTPOMUIN XapakTepHbl MeTabONMYeCcKne HapyLLEHUA: caxapHbln AnabeT ¢
BbIPa)>KEHHON MHCYINMMHOPE3UCTEHTHOCTBIO, ANCIIUNMNAEMUSA, cTeaTorenaTos, rmnepToHnst, CUHAPOM MONUKUCTO3HbIX AUYHUKOB.

CemeuHasa napuuanbHasa nunoauctpodpuma 3 Tuna HacnegyeTca No ayToCOMHO-AOMUHAHTHOMY TuUny, obycnosrneHa mytaunamm B reHe PPARG, nokannm3oBaHHOM Ha
Xpomocome 3 B nokyce 3p25 un kogupyrowem d6enok PPARY (peroxisome proliferator activator receptor gamma) - Knto4eBou oakTop TpaHCKpUNuun, BOBNEYEHHbLIN B

andpdpepeHUMPOBKY aaunoLUnUTOB, KOTOpada B pe3ynbTaTe HapyLlaeTca.
EOWY AR
[TaumeHTKa 1., oocnepoBaHa B PI'bY « HMULl saHaokpuHonormm» B Bo3pacTte 8 net 6 mecsiLeB ¢ xXanodamMmu Ha BbICOKOPOCIIOCTb U ObICTPbLIN HADOP Beca.

[lo AaHHBLIM OO BEKTUBHOIro OCMOTPA: BbICOKUU POCT NPU BbICOKUX TEMMAX pocTa (pocT 156 cm, SDS pocTta +4,7, ckopocTb pocta 13,3 cm/ron), oxupeHue (SDS NMT
+2,67), nceBOoakpomMeranongHblii eHOoTUN, BbICbINAaHUA HA KOXe No TUMYy ONNUKYNSAPHOro runepkeparoaa.
[To paHHbLIM obcnepnoBaHuaA: rmneptTpurnuuepungemusa (5,61 mMmons/n), BolpaeHHas UHCYNMUHOPE3UCTEHTHOCTL (MHCYNUH HaTowak 44 n 62 mkME/mn, yepes 2 yaca

nocne Harpysku - 262 mkMe/mn), Hopmornukemus, runepcekpeunn CTI n HapyLweHna cekpeunmn gpyrux TPOnHbIX TOPMOHOB HET, KOCTHbIN BO3PAacT Ha 3 roaa onepexar
NacrnopTHbIN, OTMeYanuchb Y 3-npusaHaku Andpdy3HbIX UBMEHEHUWN NMeYeHn, NoaXenyao4HoU XXenesbl, cnneHomMmeranmu.

bbifio 3anoo3peHO0 MOHOreHHOEe 3HOOKPUHHOE 3aboneBaHmne ¢ MeTabOIMYECKUMN HApPYLLEHNAMU, B 9 NeT Npu MONEKYNAPHO-reHETUYECKOM UccrneaoBaHnUmM NnaHenu
«Jlvnogmnctpodumn» no nporpamme «Anb@da-oHOo» BbisiBNeHa retepo3nrotHaa mytaumsa ¢.345T>G:p. Y115X B reHe PPARG.

YctaHoBIeH aAnarHo3 «CemenHasa napuuvanbHasa nunoguctpodusa tun 3».

[Tpn panbHeWuwem HabnwaeHUn nporpeccnpoBanm metabonunyeckme HapyLleHusa (MHCYNMMHOPE3UCTEHTHOCTb U TMNEPTPUrNMUeEpuaemMuns), yMeHbLLEHNUE NOOKOXKHO-
XXMPOBOW KNeT4yaTKkn Ha KOHEeYHOCTSX, nony4yana metdopmuH o 2000 Mr B cyTKuM (C YaCcTUYHbIM 3dodekToM), B 11 neT AanarHoCcTMpoBaHa apTepuanbHaga rmnepTeH3uns.

B Bo3pacTe 12 neT, y4yntbiBasi nporpeccmpoBaHune 3abonesanuns, koHcunnymom OIrbyY « HMUWL anpgokpmnHonorun», bbina pekomeHaoBaHa NnaToreHeTn4eckas tTepanums
aHanoramu nentnHa (MeTpenenTunH) AnNga KOppeKUMn Metabonnmyeckmx HapyLLeHUN.

‘T‘ | [lpenapart He 3aper|/|CTp|/|pOBaH B Poccumn, obecnevyeHne tepanum npoBoanTcs npu nogaepxke doHaa «Kpyr nobpa» ¢ aHBaps 2024 r.
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KoHTakTHOEe nuuo: HangeHoBa Mapua AnekcaHapoBHa,
¥y 3aKIiro4YeHue: |El,aHHI:II/I BAaPaHT ceEMeUNHoOu I'IapLI,I/IaJ'IbHOI/I J'II/II'IO,EI,I/ICTpOCbI/II/I ABJIAETCA pedKnMm 3a6oneBaH|/|eM OI4A KnMHNYeckui opanHatop FHL «®TrBY HMUL

ﬁd | CBOEBPEMEHHOTO BhISIBIIEHWSI KOTOPOro TpebyeTcs 0coboe BHMMaHUe Npu BbipaXKeHHbIX MEeTab0oINYeCKnX 3HgoKpuHonorum» Munsapasa Poccum, Mocksa, Poccus.
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{ - HApyLleHuaX B AeTCKOM BO3pacTe.

TenedoH: +7(901)769-42-08
[MouTa: naldenovamar|22@gmall com




