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PIrboOY BO «CapatoBckuu MY um.B.U.PaszymoBcKkoro»
MuH3apaBa Poccum

KIMIMHWYECKUMN CITYYAU CAXAPHOIO OMABETA TUMNA MODY3 C MYTALUMEWN B rEHE HNF1A

BBEONEHWUE. CaxapHbin gnabetr tun MODY3 obycnoBneH mytauusimm B reHe sigepHoro cdakrtopa renatoumtoB 1 anbda (HNF1A), npmBoasliMMmu K HapyLLEeHUI0 UHCYJIMHOBOW
cekpeunn u/mnun cHumxeHuto konuyectBa B-knetok MXK. Y naumeHtoB ¢ MODY3 cTeneHb CeKpeuuu MHCYNIMHA U TevyeHue 3aboneBaHUSs MOXET CUNbHO BapbupoBaTb. JTO
obycnoBneHo 60NnbLWUM KONIM4EeCTBOM NreHOB, 3Kcnpeccuro Kotopbix perynupyet HNF1A n BO3MOXHbIMU MoaudpUKaumamMu B CTPYKTYype 3TUX FreHOB.

[MTaumeHT A, 15 neT, pocTt - 1/0 cMm, BeCc — 57 Kr, nonoBoe pa3Butue. MaSP5Me3, craausa no Tannep 5.
AHamHe3 3aboneBaHusa: lNpu nnaHoBomM obcrnegoBaHUM Nocrne nepeHeceHHON BUPYCHOU MHMbeKUMU OOHapyXeHa rmneprinkeMus HaTolak
- 8,3 MmMonb/n, noctnpaHananbHo - 13,0 Mmonb/n.

[ eHeanoru4yeckas Kapra
naumeHTKu A.

ObcnepgoBaHa Ha ©a3e pgetckoro aHpaokpuHonormyeckoro otaeneHnsa YKb Nel mm.C.P.MuportBopueBa CIMY: rmmkemua 6,5 mmonsb/n, 70 i1, CO (40), UT
HbAlc — 5,8%, nHcynuH — 14,2 mMe/mn, C-nentug — 2,5 mMe/mn, rnrokosypus/aueToHypusa otpuuartenbHble. NpoBeaeH MI'TT. HaTowak
6,32 mmonb/n, yepe3 120 mmH — 13,0 mmonb/n., ¢ nocrneayrwWUM CaMOCTOATESNIbHbIM CHMXEHUEM FfMKeMuun A0 ueneBbiX 3HaYeHUW éﬁ

(puc.l). BoictaBneH gnarHo3: CaxapHbin aguadeTt 1 Tvn, BnepBblie BbIABNEHHbIN, 6e3 KeTo3a. PekoMeHOO0BaH KOHTPONb NMUKEMUN U AUeTa
C OrpaHMYeHUEM Nerko ycBamBaeMbliX yrneBsoaos .
B TeyeHue 1,5 — neTHero HabnogeHnsa naumMeHTKU Ha poHe OAMeTbl OTMEeYaeTCcs HOPMOrnMKkeMus 6e3 NpMMeHeHUss UHCYJIMHA. YPOBEeHb Q Q

1@

HbAlc coctaBnser <6,0%. Pe3ynbtatbl MEAL- TecTa: rmumkemus Hatowak 6,50 mmonb/n, 4yepe3d 90 MuH — 4,77 mmonsb/n (puc.2),

nokasatenu C-nentupga (Hatowak — 1,86 Hr/mn, yepe3 90 MuH — 5,57 Hr/mn) n nHcynuHa (Hatowak — 10,3 mMe/mn, 4yepe3 90 muH — 30,7 451, CA (30), AT
MmMe/Mn) oTpaxarT coxpaHHyr (hyHKUUIO B-KneToK. Cneundunyeckme aytoanturtena (ICA, GAD, IA2, IAA) — oTpuuaTtenbHble. [lpoBeaeHo .
MOJNEeKynsapHo-reHeTU4YecKkoe obcneaosaHne Ha 6asze HMUL asHaokpuHonorum r.MockBa no mertoay napanfenbHOro CeKBeHUpoBaHWUA, N

oOHapyxeHa myTtauusa B reHe HNF1A, yto Bepudcduumpyet anarHo3 kak MODY 3.
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Puc.1. OFTT: rMMkeMus Bpemn nooGLI. MAn Puc.2. MEAL - TecT: rmukemus Bpemn Npobbl, MUH
(mapT 2021r) (ceHTAOPL 2022r.)

SAKITIOMEHUE. PacwupeHHbIM AMarHOCTUYECKUM MOMCK, BKIIOYAIOWUN MOJMEKYNSApPHO-reHeTUu4Yeckoe uccrnegoBaHMe MNMpuU OTArOLEeHHOM
HacrneaAcTBEHHOCTHU, OTCYTCTBUM KeTo3a B AebOroTe 3aboneBaHusi, NOTPeOHOCTM B MHCYNMHe, cneuncpunyecKkUx ayToaHTUTENn NO3BOsseT
BepudmumpoBaTb BapuaHT gunaberta, CnporHo3npoBaTb Te4YeHne n nogoopartb NpaBuribHOE NeYeHue NauneHTy.
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