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BOMPOCHI AVATHOCTVKMN PEOKNX HACTIEACTBEHHbIX
®OPM CAXAPHOIO OUABETA Y OETEWN (KNMHUYECKUW
CNIYYAW)

ISSUES OF DIAGNOSIS OF RARE HEREDITARY FORMS OF
DIABETES MELLITUS IN CHILDREN (CLINICAL CASE)

ABTOpbI: boragaHos ViBaH BsisecnaBoBuY (C3rMy um. W.M.Me4Hukosa)

AHHOTauuA: B cTaTbe npeacTaBsieH TeopeTndeckuii 063op no MODY-anabeTty. OnucaHsi
3TNOJIOrMSl, MaTOr€HE3 U KIMHNYECKas KapTHa AaHHOro 3abosieBaHus.
[MpeacTaBieH KINHNYECKUIA ClyYali, B KOTOPOM 0TOOpaxeHbl pe3yabTaThbl
obcnenoBaHnsi N Hab L AEHNS NaLUNEHTa C MOBbILUEHHbLIM arnneTUToM. B LueHTpe
BHUMaHWA - POJib MOJIEKYIAPHO-rEHETUYECKOr0 NCCIe0BaHNS B ANarHOCTUKE
peakux gopm caxapHoro auvabera.

KntoveBbie caxapHbivi anabet 1 Tuna, caxapHbiii anabeT 2 Tuna, MOHOreHHbIE (hopMbI
C/10Ba: cCaxapHoro anabeta, MODY, MOneKynpHO-reHETUYECKOE NCCAEA0BAHUE.

Annotation: The article presents a theoretical overview of MODY-diabetes. The etiology,
pathogenesis and clinical picture of this disease are described. A clinical case is
presented in which the results of examination and observation of a patient with
increased appetite are displayed. The focus is on the role of molecular genetic
research in the diagnosis of rare forms of diabetes mellitus.

Keywords: type 1 diabetes mellitus, type 2 diabetes mellitus, monogenic forms of diabetes
mellitus, MODY, molecular genetic research.

CaxapHbin gnabet (CO) npenctasnseT cobon HeogHOPOAHYO rpynny 3abonesaHun,
KOTOpble OT/IMYAIOTCA MO 3TUON0rMK 1 natoreHesy. Mopasnsowee 6onbWNHCTBO - 90%
BCEX CNyyaeB caxapHoro gnabeTa B 4€TCKOM M NOAPOCTKOBOM Bo3pacTe npuxoantcsa Ha CL
1 Tuna. B ocHoBe pa3suTua CL 1 Trna nexunT gectpykumusa B-knetok. Boigensaot CI 1 Tnna
C Ha/IMYMEeM ayTOoaHTUTES, KOTOPbIN aCcCOLMMPOBAH C reHaMu rJlaBHOro KoMnjekca
rnctocosmectumocTn — HLA. ConpoBoxaaeTcs abCcoNtoTHOM NHCYIMHOBOM
HeJO0CTaTO4YHOCTbIO, MOJSIHOW UHCYJIMHO3aBUCMMOCTbIO, TAXKENbIM Te4eHNeM C TeHAEHUMEN K
KeToaumposy. Kpome T0ro, ectb eLle oanH BapuaHT TeveHua CLl 1 Tuna - nanonaTtuyeckui.
OH npoTeKaeT TakXe C AeCTpyKLMen B-KNeToK N CKIOHHOCTbIO K KeToaungosy, Ho 'y
NnauMeHToB [0 7 NIeT, Kak MpaBuo, He BbIABNAIOTCA Creunduryeckme aytoaHTUTeNa N HeT
accoumauymm c cnctemonm HLA.

B HacToAWee BpemMa cymTaeTcs, 4To 0koJsio 10% Bcero C[l B LeTCKOM 1 NOAPOCTKOBOM
Bo3pacTe cocTaBnseT CLl He 1 Tvna. K 3Ton rpynne OTHOCATCS YrneBoAHOro obMeHa,
pa3BMBLUEECA BCIeACTBME HECOOTBETCTBYOLWEN NOTPebHOCTSAM opraHu3Ma cekpeunmu
WNHCYNNHA, KOTOPas CBA3aHa C MHCYJ/IMHOPE3NCTEHTHOCTbIO, HEeL0CTAaTOYHOWN CekpeLnen
WHCYJIMHA, HapyLleHneM npoLecca cekpeunn NHCYIMHA, BPOXXAEHHON HECOCTOATENbHOCTLIO
B-kneTok. Ha nepsoe MecTe B cTpykType CL He 1 Tmvna Bbiwen CL 2 Tuna, a 3aTeMm
CaxapHbin anabet Tnn MODY.



Hay4HbIN 3N1eKTPOHHbLIN XypHan "Mepugunar"

MODY (maturity-onset diabetes of the young) — auabet B3pocaoro tvna y Mosioabix
nuu). Bnepsble 6bin1 BbigeneH R. Tattersall 8 1974—1975 r. B HacTosiwee BpeMs M3BECTHO,
410 MODY npeacTaBnseT rpynny reTeporeHHbix 3aboneBaHnii, B OCHOBE KOTOPOM nexat
MyTauUMn pPa3fINYHbIX FEHOB, TaKUX KaK reHbl aaepHoro gaktopa renatountos 4-a (HNF-4a),
rnokKokuHasbl (GCK), sgepHoro ¢aktopa renatouuntos 1-a (HNF-1a), npomMoTOpHOro
thakTopa nHcynuHa (IPF-1), apepHoro akTopa renatounTos -1B (HNF-1B), ocTpoBKOBOro
takTopa TpaHckpunuum (NeuroD1) n gp.[2,4].

MODY xapakTepusyeTtcs guchyHKLMen B-KneToK, HavyasioM B MOJI040M BO3pacTe (4o
25 neT) xapaKTepusyeTCs Bblpa)KeHHON BapnabenbHOCTbIO KIMHUYECKUX MPOSABAEHNA 1
ayTOCOMHO-AOMMHAHTHbBIM HacnegoBaHMeM. MNpu 3TOM OXXUPEHNE N PUCK Pa3BUTUSA KETO03a,
Kak npaBuo, OTCYTCTBYIOT [4].

B HacToswee BpemMsa n3sectHo 14 Tunos MODY. B neTckom Bo3pacTe 4aCTO BO3HUKaeT
HeobxoaMMOCTb NpoBeaeHNs audgepeHUnansHOro amnarHosa npu nogo3peHun Ha MODY ¢
CO 1 tTnna. MODY3 — oaHa 13 Hanbonee pacnpocTpaHeHHbix hoopM MODY u cocTtaBnseT
boneet 50% oT1 BCex noaTmnos MODY. Kak npasuno, MODY cnefyeT 3anofo3puTb Korga
NPOC/IEXXMBAETCA YETKUN CEMENHBIN aHaMHe3 MOCKONIbKY ANns 3Ton rpynnsl CL
XapaKTepHbIM ABNSETCA ayTOCOMHO-A0OMUHAHTHbIN TUMN HacnefoBaHns. O4HAKO CyLeCcTBYOT
naymeHTbl 6e3 oTAroweHHoro aHamHesa no C n knmHnyeckumm npossneHnsmm MODY B
CBS3M C MyTaLUMsaMUK, BO3HUKLWNMK de novo. CpeaHnin Bo3pacT nabopaTopHbIX NPOSBAEHUN
HapyLeHnsa yrneBogHoro obmeHa y nauneHtoB ¢ MODY3 coctasnseT 11 neT. B HEKOTOPbIX
cnyyasx (5,6%) MODY3 BoeisiBnseTCs C/ly4anHO BCeACTBUe 0bcnenoBaHusa neten C
0XMpeHneM. BaXKHO OTMETUTb, YTO OXUPEeHNe MOXET MpeaLecTBOBaTb MNOSABJIEHUIO
rUNepriankemMnn 1 raKo3ypun 1 CONpPoBOXXAATHCA HU3KOW cekpeumen nHcynmnHa un C-
nenTunga. B aTux cnydvaax BaXKHeNLEN 3a4adven ABNSeTCS NpoBeaeHmne
anddepeHumanbHoro guvarHosa ¢ CO 1 tuna. AuarHo3 MODY3 mMoxeT 6biTb NOCTaBAEH
OOKJIMHMYECKMN B pe3ysibTaTe NpoBeLeHNs MOJIEKYNAPHO-reHeTUYEeCKOro TeCTUPOBaHKS.

KnuHuyeckumn cnyyanm. Manbuuk, 3,5 roga. Bec -19 Kr, pocT - 99 CM, OKpPY>XHOCTb
ronosbl 39 cM. ObpaTmnack € xanobamMm Ha NOBbILLEHHbLIN annNeTuT. PebeHoK 0T BTOpON
bepeMeHHOCTH, BTOPbIX CPOYHbIX POAOB. ['pyaHOE BCKapM/vMBaHue 4o roga. [McuxoMoTopHoe
pa3BuUTMeE NO BO3PacTy. HacneaCTBEHHOCTb MO OXXMPEHUIO He OTAroLLeHa. lNposeneHo
obcnegoBaHme. YpoBeHb IeNTUHA CHMXEH 1 cocTaBmn 0,70 Hr/mn (2,0- 5,61 HI/mn). Mpu
3TOM OTMeYaeTCs CHuXXeHune ypoBHA C-nentuaa 0,17 HMonb/n (0,37-1,47 HMOAL/N ) 1
WHCYNIMHa - 1,06 MKE/Mn (2,7-27,0 MKE/Mn). B Te4yeHue nocnegyrowmx WecTn Mecsues
HabnogeHna nokasaTenn nentuHa bblnn CHMXEeHbl 1 coctasuam 0,59 Hr/mn (2,0- 5,61
HI/MJ1) C nocnenywen HopManamsaumen K KoHUy roga HabnawogeHus (3,8 Hr/mn). A
nokasaTenn MHcyanHa u C -nentuaa bbian HMXXe HOPMbI MPY HEOAHOKPATHOM U3MEPEHUSIX.
B TO BpeMs KakK ypOBEHb [JI10KO3bl B KPOBU Bbla1 B HOPME, a r1I0K03YpUs HE BbISBASIACD,
HbA1 6bi1 B HOpMeE.

C uenblio UCKNIOYEHUA AOKJIMHNYecKoro TedyeHma CJ 1 tvna 6binn
NMMYHO(EPMEHTHbLIM METOA0M OnpeaesieHbl aHTUTENa K OCTPOBKOBLIM KneTkaM (ICA),
nHcynuHy (IAA), K rnioTamaTaekapbokcunase (GADA) n K Tupo3mHgpochaTase (1A2).
AyTOUMMYHHbIN npouecc bbin nckno4veH. He BbisiBneHsl HLA MmapKepbl, acCOLMNPOBaHHbIE C
CO 1 tnna. MetonoM NGS (KJMHUYECKMI 3K30M) BbISIBJIEH BAPUAHT reHa JienTuHa ¢
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HeonpeneneHHON KINHMYECKOM 3HAYMMOCTbIO.

BbiBOAbI U 3aKJIOYEHUA. YYNTbIBAs CTOMKUE MeTabonuyeckune
N3MEHeHNa B BUAE CHUXXEHUS MHCYMHa 1 C-neTunaa, a TakxXe HaJindma O0XUPEeHKUs,
NauneHT HY>X4aeTCa B AOMNOJIHUTENIbHOM 006CnefoBaHMm U UCKNIOYEHUN LOKANHUYECKOr 0
TeyeHna MODY, B nepBylo o4epelb 3 TUMNA U CEKBEHMPOBAaHUA FreHa A4epHoro akropa
renatounToB 1-a (HNF-1a). TpebyeTca nepecMoTp npeabiayLlmnx pe3yibTaToB 3K30MHOMO
CEKBEHMPOBAHWSA N YBEINYEHNA rNyOUHbI MPOYTEHNS FTeHOB, aCCOLMMPOBaHHbLIX ¢ MODY
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