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POJIb MONEKYNAPHOWU FrEEHETUKU B MEPCOHU®UKALIUN OKA3AHUA MOMOLLU OETAM (U3 NPAKTUKU OETCKOIro 3HOAOKPUHOJIOIA)

BBEOAEHVE. YBenuyeHne [OOCTYNHOCTUM MornekynspHo-reHetudeckoro wuccneposanna MATEPUWAJIbI U METO[bl.  bbeinu npoaHanuanpoBaHbl  ambynatopHble KapTbl 62

(M) pacwmpsieT BO3MOXHOCTU CBOEBPEMEHHOM [OMarHoCTUKN peakux 3aboneBanHun, MNaUMEHTOB C OHOOKPMHHOWM MaTONIONMEN, KOTOPbIM MNOCIIe KOHCYNbTAaLKUW CO crieymanncrtamm

obecneynBaeTr 6oree paHHee Has3HayeHWe naToreHeTMyeckn OBOCHOBaAHHOW TapreTHON eIy «HMWL sHpokpuHonorum» MwuHsgpasa Poccun Obino npoBeAeHO MOMEKYNsipHO-
reHeTUYeckoe uccrnegoBaHve B pamkax «[llporpaMmmbl MOMOLLM AeTsSIM ¢ 3aboneBaHnAMU

Tepanuun. .
9HOOKPUHHOU cUCcTeMbl « Anb@da-aHao0».

PE3YJIbTATbI. Okono 1300 nauueHTOB B roa nosny4varT obcrnenoBaHMe U redyeHme B AeTCKOM 3HAokpuHonorndeckom otaeneHun bY300 «OOKb». C 2014 roga mMbl MMeem
BO3MOXHOCTb NPOBEOEHNA MONEKYNAPHO-reHeTUYECKOro obcrnegoBaHns HawwnMM nauueHtam. EXXerogHo pacTeT aKTUBHOCTb PervoHa rno KofmmMyecTBY NPOBEOAEHHbIX TernemeauumHCKUX
koHcynbTauun ¢ ®IreyY «HMWL sHaookpuHonormmn», n no KoNMYecTBYy OTNpaBoK npob kpoBu ana nposeaneHuna MITW. 3a uccneagyembin nepuop Obino ogodbpeHo M npoBeaeHo 62
nccnegoBaHms, B 25 cniydaax BbigBneHbl myTtauun (41%). OOpasubl KpoBUM uUccrnegoBannMCcb MeTOOOM CeKBeHMpoBaHus. Mcnonb3oBanucbk naHenun «CaxapHbii OunaberT-
TMNEPUHCYNMUHN3MY, «[ Unonutymtapmam», «AdeHoMbl rMnodusa», «HagnoyeyHuMkoBasd HeOOCTATOYHOCTb, 3MEKTPOSIUTHble HapylleHusa», «HapyweHnsa QopMUpoBaHUA Monay,
«PaxutonogobHblie 3aboneBaHua». Metogom [lLIP B peanbHoM BpemeHn wuccnepgosanu reHbl CYP21A2, AIRE, AVPR2. o pesynbtatamMm 3TUX UccregoBaHnn OblnNnv BbICTaBMEHb
OVarHo3bl. BPOXAEHHbIN TUMNEPUHCYNNHU3M, HEMPOreHHbI HecaxapHbln OunabeT, HeoHaTarnbHbIM caxXapHbiM AnabeT, ayTOMMMMYHHbIAN MONMUIHOOKPUHHbLIM CUHAPOM 2 Tuna, X-
cuenneHHbI AOMUHAHTHBLIN rMnodocdareMmyecknmn paxmt. B 9 cnyyasax yganocbh yctaHoBuTb Anadbet tuna MODY (6 geten ¢ MODY?2, vy 1 pebeHka MODY3, y 2 nauneHtos MODY5).

YyuTbiBasa Nony4YeHHbIE pe3ynbTaTbl, HA3HA4YaeTCHa NaToreHeTU4Yeckn oboCcHOBaHHAs Tepanua. AeTU C HEOHATalbHbIM AMabeToOM Nosy4aloT nepopanbHbI caxapoCHMXKaLWnnU npenapar
(MCI1), npousBogHoe cCynbPOHUIIMOYEBUHBLI 2-T0 MOKOSIEHUS; nauueHtam ¢ gunabetom Ttmna MODY B 3aBUCMMOCTM OT MyTauumnm pekomeHayetca auetotepanus, [NCIT mnnu
MHCYNMHOTepanuda. [1Boe aeten ¢ BpOXXOAEHHbLIM TMNEPUHCYNTMHXU3MOM Nony4yarloT Tepanuio npenapaTtom [lpornukem (uasokcmng), ogHOMY NauMeHTY NPoOBeAeHO XUPYpPrmyeckoe neyeHue.
PebeHok ¢ X-cuenneHHbIM AJOMUHAHTHbLIM rMnogocdaTteMNUYECKUM PaxXUTOM NONy4yaeT npenaparta MOHOKIIOHANbHbIX aHTUTEN K doakTopy pocTta donbpobnacrtos 23.

SAKITIOYEHUWE. TNpoBeneHne monekynapHo-reHeTuveckoro obcnegoBaHuA OaeT BO3MOXHOCTb ObICTPO WM3MEHUTb TaKTUKY KOHTAKTDI.
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