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CEMEUWHbIN CITYYAU CAXAPHOIO AMABETA TUNA MODY3: MOOAN®UKALIUA CAXAPOCHWMXXAIOLLEU TEPANUU

BBEOEHUE. CaxapHbin anabet (CL]) Tuina MODY3 obycnoBneH mytaumsaMmmn B reHe saaepHoro gakrtopa renatoumtoB 1 anbda (HNF1A), xapaktepusyetcda OeboToM B
MOMoAoOM BoO3pacTe (peako oo nybeprtara), NMPOrpeccupyrollimM CHUXKEHMEM WHCYINTMHOBOW CEKPELU, PUCKOM pPas3BUTUS MUKPO- U MaKPOCOCYAMUCTbIX OCNOXHEeHuU. B
3aBUCUMOCTU OT IKCMPeccun reHa, eHoTnn 3aboneBaHna B KaXKaoM criydae oygeTt UMeTb OTNINYUTENbHbIE YepThl. [launeHTam ¢ mytaunamm B reHe HNF1A olinbo4yHO MOXeT
ObiTb ycTaHoBneH C 1 Tnna, Ha3dHadyeHa nHcynuHoTtepanusa. oaTeepXxaeHne MonekynspHoO-reHeTU4ecknn npupoabl 3adboneBaHnUA NO3BOMAET HA3HAYUTL NATOrEHETUYECKOE
nedveHue. [NpeancraBneH KNMHUYECKUU cryvan paHHero gebtota MODY3, ycnellHoro HasHa4vyeHus npenapaTtoB Cyfb(POHUTMOYEBUHBLI PeOEHKY N ero matepu co ctaxem ClL v
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Puc 1. PooocrnoBHas cemMbi
nroko3a WHcynuH C-nentup
MMonb/n MKEA/mn Hr/Mn
0 5.42 4.79 2.11
60 12.93 60.3 7.72
120 14.02 32.71 7.11

Puc 2. INpoba c xungkmm 3astpakom (0,73 rp.yrn./Kr)

KMMHUYECKUU CINTYYAWN. MNpobaHa, aeBoyka 8 neT ¢ oxupeHnem (SDS UMT 2,6). B 5 neT BbiBREeHa rmioKo3ypus, B
6 net HBAlc 6,6%, HapyweHue TonepaHTHOCTU K yrnesogam (HTI). B 7,5 net HBA1lc 8,1%, rmmukemmna HaToLlak 6,6
MMonb/n. Cneunduyeckne naHkpeaTnyeckne aytoaHtutena otpuuartensHoie: |1A2 0.2 ME/mn, GAD 1,63 ME/mn, 1AA
2,2 EQl/mn, ICA 0,14 ME/mn. B 7,9 net runeprnukemmsa go 16 mmonws/n, HBAlc 8,8 %. [lpoba c xnagknm 3aBTpPaKkoOM:
BbigBneH CL (rnwoko3a O muH - 5.4, 60 mmH 12.9, 120 mmH 14 mmonb/n), 6asanbHaga cekpeuna nHcynuHa n C-nentuaa
coxpaHHa (0 MuH: nHcynuH 4,97 mkE/mn, C-nentung 2.11, 60 MmuH mnHeynuH 60.3 mkE/mn, C-nentng 7.7, 120 MuH
nHcynuH 32.7 mkE/mn, C-nentung 7.1 Hr/mn) (Puc 2.). INpun obcnegoBaHun B 8,2 roga rnoko3a HaTowak 7.33 MMmonb/n,
MHcynuH - 28,21 mkE/mn, C-nentng - 3.46 Hr/mn, HOMA 9,2. Konebanusa rnmkemun B TedeHnn aHsa ot 8.4 oo 15.9
MMonb/n. Ha doHe Tepanuun rnuknasmgom B Ao3e 30 mr u metpopmmHomMm 500 Mr/cyT nokasaTtenu rnnukemmm
CTabuNbHO B LUeneBoM gmana3oHe.

Matb, 27 net, IMT 24,2 kr/im2. 'vneprnnkemmna 12 mmonb/n BbigBfieHa cny4vyanHo B 12 net, 6€3 KIMHUYECKUX
npusHakos CLO. WHuummpoBaHa 0Oa3suc-bontocHas WHcynuHoTepanus. bepemMeHHOCTb npobaHaoM Ha @oHe
MHCYNMHOTEpPanMN, HeyaoBNETBOPUTENbHAA KOoMMeHcauus (rnmukemusa oo 15 mmones/n), poabl Ha 35 Hepene. [lpu
poxgeHuun 2500 r (SDS: 0.24), pnnHa Ttena 52 cm (SDS: 2.47).

B 27 netr, UMT 24 «kr/m2, wvHcynuHotepanua 0,6 Ep/kr/cyt, HBAlc 11,7%, C-nentua 1,81 Hr/mn. BbissBNEHbI
COCYAUCTblE OCIOXHEHUS: auctanbHaa anabeTnyeckas nonmHenponaTtusa, ceHcopHas oopma, HedoponaTtmus B ctagum
MAY (MAY 23,89 mr/monb), anabeTtunyeckaa petnHonaTtua. B ctaunoHape nepeBegeHa Ha Tepanuto rnuknasngom 120
Ml 1 NPOJNTIOHIIMPOBAHHbLIM MHCYNMHOM rMapriH 18 EA Ha HOYb C NONOXUTENBbHbLIM 3P EKTOM.

babywka no nuHum matepu, 51 r, UMT 27 kr/m2. CaxapHbin gmnabet yctaHoBneH B 40 neT, MHUUMMPOBAHA
nHcynmHotepanua 0,7 Epa/kr/cyt. B 50 neT raHrpeHa ctonbl (amnyTtauma 8 nanbueB), HedponaTtus, peTuHonaTtus,
nonmMHenponaTuns.

[TpababyLika no nuHum matepun. CL ¢ 50 neT, raHrpeHa crtonbl. YMepna ot ocnoxHeHun CIl B Bo3pacTe 63 ner.

SAKNNIOYEHUE. OnuncanHble cnydan MODY3  pacwupsawot  Hawum KOHTAKTDI. bprnyesa Onna banseToBHa,
npeactaeneHus o6 ogHoM u3 Haubornee 4vacTbix TMNoB MODY u cosgatoT KIMHUYECKUW OpAvHATOP MHCTUTYTa AETCKOM
NPeanocChbiNku Ans YCOBEPLUEHCTBOBAHUS €ro AMarHoCTMKM W Tepanum, 2HAOKpuHonorum OF'bY «HMUL
EHeTUYECKOro  KOHCYNbTUPOBaHUA W paspaboTkm  naTtoreHeTU4ecKux
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