J1.FO. T.H. BacuHa'?, N1.C. CumoHosa?, KO.B. Maxopoea?

1PIbOY BO «Ol'Y umenn N.C. TypreHeBay, MeaULUMHCKNN NMHCTUTYT, Open
°bY3 Opnosckon obnactn «Hay4yHo-KNMHUYECKMN MHOroNPOMUIIbHbLIA LEHTP
MeaMLMHCKON nomMoLLn maTtepsam n getam umenun 3.U. Kpyrnon», Open

KpowuHa'~,

OMNbIT MOCTAHOBKU AUATHO3A CEMEMWHOIO MOHONEHHOINO CAXAPHOIO OUABETA MODY2 Y OETEWU .
( ONMUCAHUE KITMHUYECKOI'O CITYHAA).

BBEOEHUE. OgHon u3 Hanbornee pacnpocTtpaHeHHbIX MOHOreHHbIX hopM caxapHoOro auaberta aBnseTcs HA3

MODY2 (3aboneBaHue, obycrnoBrieHHOe MyTauuMeWn reHa rrnrKoKMHasbl). XKanobbl npun AaHHOM TuUne

Anabeta obbl4yHO oTCyTCTBYHOT. OTMEYaeTcsi yMepeHHasA runeprinvkeMusi HaTowak. 'MUKMpoBaHHbLIN LLEJIb. NogenuTtbcAa KNUHNYeCKMM HabnwageHnem cemenHoro cnydyaa MODY 2 anadeTa, noaTBepPXAEHHOro
reMmorfioouH HaxXoaAuntTcsd B HOpMe UJIn HEeCKOJIbKO MNMOBbLILLUEH. AHanorn4yHble HapyweHunsAa yrmnesogHoro MONEKYyNApPHO-reHeTuU4eCKUM nccnegoBaHueMm.

obmMeHa oTMevarTCA Yy poauTenen u/vnn poaACTBEHHUKOB B HECKOJNIbKUX MOKoneHusax. lNoBbilueHue

AOCTYNHOCTU MONEKYNSAPHO-reHeTU4YeCKOro uccnenoBaHua AnA NpakTuyeckoro 3gpaBooXpaHeHUus npu

nognoepKe nporpammbl «Anbda IHOO», NO3BOSNSAET yCnewHO yCTaHOBUTb AMarHo3 gaHHou (opmbi

caxapHoro auabeTa.

OMNCAHUE KITMHUYECKOI'O CIJIYHAA .Manbuukn A., 14 net n M., 6 net Habntoganuce B8 HKMLU nm. 3.U. Kpyrnon» no noBogy M3MeHeHUsa nokasaTtenen rnmkemun. N3obiTouHONM Maccel Tena He umenu. HacnegCcrtBeHHbIN
aHaMHe3 OTAroLleH. Y oTtua, 6abyLikm n gaam co CTOPOHbI OTLa B Te4eHne ANUTENbLHOro BpeEMEHU OTMeYaeTCs NoBblILLIEHME YPOBHSA MMUKeEMUM HaTowak go 7,0-8,0 mmornb/n.

Y nayueHma A. NoBbllLEHNE YPOBHA MMUKEMUN HATOoLWAK Ao 7,1 mmonb/n Bnepsble BbisBNeHO B Bo3pacTte 14 net. [lpu nposegeHun NNI'TT rnioko3a KpoBu HaTowak 5,4 mmonb/n, Yepes 2 yaca 8,7 mmone/n). HbAlc 4,9 %, c-
nentng 1,3 Hr/mn (Hopma 0,9-7,1), nHeynud 3,02 mME/n (Hopma 2-18).

[TlayueHmy M. 6 nem, (pogHoOMy OpaTy) poaAUTENN CAMOCTOATENBHO N3MEPUNIN YPOBEHL MMUKEMUU B CBSA3U C NOBbILWLEHNEM Yy DpaTa u oTua. [ NoKo3a KpoBM HaToLlak cocTtaBuna 6,8 mmorsnb/n (no rrokomMeTpy). [Npun npoBeaeHun
Harpyskm yrneBoAUCTbIM 3aBTPAKOM [f1H0KO3a KpoBM HaTowlak 5,4 mmonb/n, yepes 2 4yaca 8,0 mmons/n). HbAlc 5,6 %, c-nentng 0,44 Hr/mn (Hopma 0,9-7,1), nHecynuHd 0,75 mME/n (Hopma 2-18). pn HabnogeHnn naumneHToB B
TEeYeHne roga oTpuyaTtenbHOU AMHAMUKA MoKasaTenewn yrrneBogHoro obMeHa He oTMeYariocb. YUnTbiBasad AaHHble aHaMHe3a, OTCYTCTBUE KIMMHUYECKMX CUMMNTOMOB, XapaKkTep HapyLleHUW yrneBoOHOro oobmMeHa Ana UCKITIYEeHUS
MOHOIeHHbIX popM caxapHoro gnaberta Obinu HanpasneHbl B PIBY «HMWL aHgokpuHonornmy.

Marnb4uk A. Tlo pesynbTaTtamMm NpoBegeHHOro oocrneaoBaHns, BbIsIBIIEHO HAPYLLUEHME TMIMKEMUN HATOLLaK, HapyLleHne ToriepaHTHOCTK K yrnesodam. [pu nposeaenuun MNI'TT rnkemuna B Toukax 0-30-60-90-120 muHyT cocTaBuna 6,4-
8,2-8,12-7,91-8,01 mmonb/n. Cekpeuunsa MHCynNnHa u c-nentmga otHocutenbHo coxpaHHa. AT IA2 , AT-GAD -oTtpuuaTernbHbIE.

Marnbyuk M. BblaBNneHO HapyLlleHWe rMUKeMun HaTolwlak, HapyweHue TtonepaHTHocTu K yrnesogam. [lpu nposegeHun I TT rmukemua B Todkax 0-30-60-90-120 muHyT cocTtasuna 6,3-11,57-12,41-9,86-8,1 mmonb/n. Cekpeuuns
MHCYINKMHA U c-nenTuga oTHocuTenbHO coxpaHHa. AT IA2 , AT-GAD —oTpuuaTernbHble.

Pe3yrnibmamabl MOJIEKYIISPHO 2eHemMu4YecKkoa2o uccrieoogaHus. Y obounx naumeHtoB B reHe GCK (NM 000162.5) B 3k30He 6 BbIABNEH retepo3nroTHbin BapuaHT ¢.667G>A:p.G2335(rs1360415315; HGMD: CMO 12123; ClinVar:
435306). lNaToreHHbIn, onncaH npu MODY?2 anabeTe.

SAKINMKOYEHUE. To4yHas ngeHtndukauma MODY 2 anabeta npu npoBeaeHN MeOUKO-reHETUYECEKOIO nccrneaoBaHnUa NO3BOMAET BblOpaTh NpaBUbHYLIO NIeYEOHYI0 TaKTUKY, AaTb pekomMeHaaunm no
reHeTU4eCKOMY KOHCYNbTUPOBaAHUIO POACTBEHHUKOB

KOHTAKTbI. KpowiunHa
Nrogpmuna KOpbeBHa

E-mail: lu-kr@yandex.ru.
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