hart =,

¥

..-|_I
[

i

26-27T maprta 2024

KoHdepeHUUA No opdaHHbIM U AETCKUM
JALOKPDWUHRDBIM 3aboneBaHWAM

JHAOKpPUHHAaA opdaHeTUKA:
AOCTUXXEHUSA U NepcneKTUBbI

TAaKTUKON NeYeHnsa u MNPOrHO30M AOJ1d NauyneHTOB.

BBEOEHWE. AkTyanbHOCTb Bepudukaumum tmna caxapHoro anadeta (CLl) Benuka,
MOCKOJSIbKY MOMMMO TUNUYHbIX OOPM CYLLIECTBYIOT Dosee peakme HacneaCcTBeEHHbIE
dopmbl, oTnnYaroLmecs ot knaccmnyeckmnx TunoB CL KNMMHUYECKUM TEYEHUEM,
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Ha aucnaHcepHoMm yyete B ObnactHou aetckou knnHundeckon bonbHuue (OLKB).
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el Bnacexko H.1O.1, KOguukasa T.A.2, lNasnuHoea E.BL., KOHrmaH H.B.2, Kapranonosa K..2, KysHeuosa [1.B.2
: X IPIbOY BO «OmMcknn rocygapCTBEHHbIN MeauUMHCKN yHuBepcnteT» Munsgpasa Poccunn, 1. OmMck
L 26Y300 «ObnactHas aeTtckas KnuHndeckas 6onbHuua», r. OMck
POJIb MONEKYNAPHOW rEEHETUKN B BEPUOUKALIV TUNA CO Y OETEW
iz (KNMMHNYECKNW CINTYYAWN)
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I\/IATEPI/IAJ'II:I N METOMBbI. NpoaHanuanposaHo 15 nctopuun passmutna geten ¢ MODY, HaxoaaLwmxcs

T JRY A

PE3YJIbTATbI. 3a nepuoa ¢ 2014 r. geTsm c o KnuHuuyeckun cnyyan, GCK-MODY, MODY 2. Ha npoTtsxkeHun 7 net y aHAOKPUHOSIOra Mmanb4umK He Habnopancs
n1aGeToM B OMCKOM 0BNACTY BbINO BEPUBULIMPOBAHO f;‘ [TaymeHTy K., B BO3pacte 1,5 net (2011r.) npn nnaHoBom obcrnengosaHumn B BospacTe 10 net onpeneneHa rmmkeMnsa HaTtowak 6,8 Mmmorsb/n., B
3 noatvna avabeta Tuna MODY. 15 naueHTam. -*.'s BbISBUNN MOBLILLIEHNE FIIMKEMWN HaTOLLaK 6,5 mmosnib/n. CumMNTOMOB TedyeHne gHa oo 12,0 mmons/n. Npn obcnenosaHun, B COOTBETCTBUN C
Cpeau NoaTMNOB BbiNv BblgeneHb! CrieayoLme -q::;‘-_;__uma6eTa He oTMevanock, nNabopaTopHO VIHCyﬂV(I)H B PePEpPEeHCHbIX Kputepmusamu, obin BeictaeneH gmarHod CL1 (tabn.1), Ha3Ha4veHa
(hopmbI: MODY2 - 66% (n=10), MODY3 - 20% (n=3), [¥i{2 3HaveHusx, C-nentua Hwke Hopmbl, HBATC 5,8%, aHTuTena K f-kneTkam NHCyNUHoTepanusa 6asanbHbIM MHCynMHoM Jerntogek 2 El, B AMHaMUKe
MODYS5 - 14% (n=2). Y TpouX NaLUeHTOB Gbir 3 noaXenyao4YHou xenesbl oTpuuaTesibHble, HacneaCcTBEHHOCTb MO nosa ysenuyerHa go 10 EQ.
YCTAHOBMNEH AMArHo3 HEOHaTamNbHbIN qnabeT. : ,;-,,';-‘E caxapHomy anabety 1 Tuna (CA1) He oTaroweHa. C gnarHo3om Yepes 6 mecaLeB OT Havana UHCcynuHoTepanun nNoaBUIIUChb Nerkne
Hanbornee YacTo BCTPEYaKTCS NALUMEHTbI C AMaGeTom '*":3 «HapyLWEeHMe yrrneBogHoOro obMmeHa» m pekoMmeHgaunsiMm no NnuTaHuto obin rMNOrfnkeMmn4eckme COCToOAHMA NpenmMyLLLeCcTBEHHO B JHEBHOE BpemM4. B
MODY?2 (puc.1), ¢ MyTaumen B reHe riioKOKUHA3bI .'.:_,}ff'_BI/ICaH- cpegHeM 3aUKCUpPOBaHO 2 anu3oga rmnornmkeMun B Hegenio.
(GCK), KINTMHNYECKN 3HAYUMbIMUN KPUTEPUAMUN ONS “?:_} -
KOTOPOW ABNAIOTCA: YMepPeHHasa rmnepriimkemMmns _Ei 1,5T 10 net 12 ner YUNTbIBAS HEBLICOKME LMADPLI FMMKEMUM 1
HaTOLLaK N yMepeHHOe MOBbILLEHNE YPOBHS IHOKO3bl .45 - 8 0-12.0 38 4-15 5 CKIMOHHOCTb K M’MNOrinkeMmn4eckumM CoCTOSHUAM Ha
npw npoBeaeHumn rntoko3oTtonepanTHoro Tecta (I'TT), i‘.;; [Mukemunsa (Mmonb/n) 6,1-6,5 ’ ’ ’ ’ HEBOMbLLON 03€ MHCYAMHA, BbINO MPOBEAEHO
rMWKMPOBaHHbIV remornobuH (HeA1c) meHee 8%, NHcynuk 34,6 (133-194,85) | 313 MME/mn (6-29) MOMNEeKyNsSpHO-reHeTnYeckoe obcrnenoBaHme Ha
HU3KUN PUCK MUKPOCOCYONCTbIX OCIMOXXHEHUMN, | ’ 6ase «HMULL sHaOKpMHONOMMNY, T. MocKBa:

AP NOANDRINHL DR - g C-nenTtunpa (298-2350) 194 194 >0 cekBeHnpoBaHue naHenu "CaxapHbli anabeT-

O vyramis GCK (MODY 2) HEATCY% 5.8 7.0 6.6 rMNePUHCYIIMHN3M" (27 TeHOB).

DMyranus HNF1IA (MODY 3)
DMmyramus HNF1B (MODY 5)

DMmyranms KSNJ11
(HeoHATaIBLHBIN THA0ET)

DMyramusa INS (HeonaTanpHBIN
auaoeT)

D Mmyramus ABCCS8
(HeoHaTaIBLHBIN THA0ET)

-:._:-'"PmcyHOK 1. CTpyKTypa MOHOreHHoro anabeta

no Omckon obnactn Ha 2023 roa (n=15)

Tabnuua 1. lnHamuka nokasaTteneun yrrnesogHoro oomeHa

3akntodeHune: B reHe GCK (NM _000162.4) B 3 ak30He cocTosiHuM ¢.311 314dup, obHapyXeHa BCTaBKa YeTbIPEX HYKMNEOTUO0B

B reTEePO3UroTHOM MPMBOASLLAA K COBUTY paMKN CYUTbIBAHUA N 0O0pa3oBaHUIO NpexaeBpeMeHHoro cton-kogoHa p.H1050Qfs*17

C rnyomnHon nokpbiTnsa 273x. BepndpunumposaHHada MmyTauus paHee He onucaHa.

B HacTosLee BpeMs NauueHTy BbicTaBneH gnarHo3 guabetr MODY2, Obina oTMeHeHa MHCYNUHOTepPanud, pekomMmeHaoBaHa
aveTta Ne9 no lleB3Hepy.

SAKITIOHEHWE. OnncaHne KNnuHNM4Yecknx cny4yaes paclunpatoT npeacrtasneHna o gnabete tuna MODY. [poBeaeHne MoneKkynapHo-reHeTU4Yeckoro obcrneanosaHms gaet BO3MOXHOCTb
ObICTPO M3MEHUTb TAaKTUKY Tepannun B COOTBETCTBUU C MOSYyYEHHbIMWU pe3yfibTaTaMu.

KOHTAKTHDI. BriaceHko
Hatanba HOpbeBHa, K.M.H.,

OOLUEHT Kadoeapblf
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BHELUTATHbLIN neTckuni s

aHOokpuHorior M3 OmMckong::

obnactun, Omck, Poccus.
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