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Pesiome

CaxapHblli AnabeT B3pocsioro Tvnay monogbix (MODY) siBnaetca Hanbonee pacnpocTpa-
HeHHol popMOI MOHOreHHOro AnabeTta. 3aboneBaHie BO3HUKAET B pe3ynbTaTe MyTaLm
O[HOTO 13 FeHOB, KOTOPble YYaCTBYIOT B CMHTE3€e U CeKpeLMm MHCYNMHa. Ha cerogHAWHMIA
LeHb BblaeneHo 14 noatnnos MODY, knaccuduumpoBaHHbIX MO STUONOrMYECcKol MyTa-
unn. OQMH 13 YacTo BCTPEYaKLWMXCA BapUaHTOB 3aboneBaHWA Bbl3BaH UHAKTMBUPYHOLLEN
MyTaLuen reHa pepmeHTa FIOKOKMHa3bl. [na Hero xapakTepHa 6eccMmnToMHas runep-
rMVKeMUA HAaTOLLAK, KOTopas B OOMbLUMHCTBE C/lyYaeB BbIABAAETCA NPV NPOBEeHNM NPOo-
dunakTnuecknx ocMoTpoB. Cekpeuns SHAOTEHHOro NHCYNHA OCTaeTcA coxpaHHo. Mpu
nabopaTopHOM UCCNeAOBaHUN YPOBHW aHTUTEN K Pa3fIMYHbIM CTPYKTYpPam OCTPOBKOBbIX
KNeTOK HVXe AMarHOCTMYeCcKoro 3HauyeHns. OKOHYaTeNbHbIN AnarHo3 Bepuduumpyerca
Ha OCHOBaHWV MOMNEKYNAPHO-TeHeTUYECKOro NCCeOBaHUA.

3HaunTenbHasa BapuabenbHOCTb KIMHUKO-NAabopaTopHbIX MOKasaTeneil nauveHToOB 3a-
TPYLHAET CBOEBPEMEHHY0 NOCTaHOBKY AMarHo3a. PaHHee BbisiBNeHWe 3aboneBaHnA no-
3BONIAET BblOpaTh paLMOHANbHYI0 TaKTUKY HabNoaeHWA 1 eveHus.

KnioueBble cnoBa: caxapHblil frabeT B3POCSIOro T!na y MonoAblX, MOHOTeHHbIN AnabeT,
rMIOKOKMHA3a, 6eCCMMNTOMHasA rmneprivkeMus, 4etm
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Abstract

Maturity onset diabetes of the young (MODY) is the most common form of monogenic
diabetes. The disease occurs as a result of a mutation in one of the genes involved in
the synthesis and secretion of insulin. To date, 14 MODY subtypes have been identified,
classified by etiological mutation. One of the most common variants of the disease
is caused by an inactivating mutation of the glucokinase gene. It is characterized by
asymptomatic fasting hyperglycemia, which in most cases is detected during preventive
examinations. The secretion of endogenous insulin remains intact. In a laboratory study,
the levels of antibodies to various structures of the islet cells are below the diagnostic
value. The verification of final diagnosis based on molecular genetic research.

Significant variability of clinical and laboratory parameters of patients makes it difficult to
make a timely diagnosis. Early detection of the disease allows to choose a rational tactics
for monitoring and treating.

Keywords: maturity onset type diabetes of young people, monogenic diabetes,
glucokinase, asymptomatic hyperglycemia, children

B BBEJAEHWE

CaxapHblli frabeT B3pocnioro Tvna y monogbix (maturity onset diabetes of the young,
MODY) aBnAaeTca KNMHWYECKN U FTeHeTUUYEeCKM reTepOoreHHON rpynmnon SHAOKPUHHbBIX Ha-
pYLIEHWNI, BO3HMKAIOLWMNX B pe3yfibTaTe MyTaLln OAHOrO U3 reHOB, KOTOPbIe YUYacTBYIOT B
perynauumn oyHKUMM 6eTa-KNeToK noaKenyaouHom »xenesbl [1].

Ha noprpynny MODY npuxogutca oT 1 o 6% cnyyaeB petckoro gnabeta Bo BceM
mupe [2]. B skoHOMMnYecKkn pa3BuTbix cTpaHax yactota MODY coctasnset 1-2% [3]. Ca-
Mas HM3KasA 3aboneBaemMoCTb 3aperncTprpoBaHa cpean HaceneHus KaHagbl (0,4 cnyvas
Ha 100 000 peten) [4].

Ha cerogHAwWwHWI feHb onpefeneHbl 14 reHOB, MyTaLMX KOTOPbIX ABAAIOTCA MPUYMHON
pa3sutma MODY. 1-6- nogTvnbl AriabeTta B3pOC/IOro TUMna y Monofibix 006ycnoBfeHbl Hapy-
LeHVeM cMHTe3a GepMeHTOB rtokoKrHasbl (GCK), anepHbix dpakTopos renatountos (HNF)
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4a (HNF4a), 1a (HNF1a), 13 (HNF18), naHkpeaTtuniyeckoro u fyofieHanbHoOro romeobokca 1
(PDX1), dakTopa TpaHcKpunumn HenporeHHon anddepeHuymposkm 1 (NEUROD1). Ewe
8 reHHbix myTaumn (Kruppel-nogo6Hbin daktop 11 (KLF11); kapbokcunadupHas nunasa
(CEL); reH, kogumpytowumii paktop TpaHckpunumm PAX4; uHcynuH (INS); B-numdounTtapHan
TUpo3nHKUHa3a (BLK); reH, kognpytowumin peuentop cynbdoHunmouesuHbl (ABCC8); reH
cy6beaunHuLbl ATO-3aBrcmoro Kanmesoro kaHana (KCNJ11); reH, kogupytowmin 6enko-
BYIO MOJIEKYNY B3aMMOLENCTBNA MeXAY CUTHAaNbHbIMU NYTAMMW aAUNOHEKTUHA N NHCYNU-
Ha (APPL1)) 66111 onpegeneHbl Kak BO3MOXKHO MPUUYNHHbIE B noaTunax MODY 7-14 [5].

Knaccudpumkauyma nogrunos MODY no sTvonormyeckon MyTaumm 1 4yactota UX BCTpe-
YaeMOoCTV NpefCcTaBneHbl B Tabnuue [5, 6].

PacnpoctpaHeHHOCTb 1 pacnpegeneHune yactotbl noatunos MODY BapbupyioT B 3a-
BMCMMOCTW OT Uccnegyemoin nonynaumnm.

B AnoHnun 48,1% KNUHMYEeCKMX ClyyaeB HeayTOMMMYHHOro anabeTta y geTent umeloT
OnuncaHHble paHee reHHble aedekTbl, cBA3aHHble ¢ MODY (GCK, 22,8%; HNF1a, 13,9%;
HNF4aq, 3,8%; HNF1(, 7,6%), B 51,9% cnyyaeB npuvumMHHaA MyTaLusa He BbisiBneHa. B Kopee
TonbKo B 10% KnuHmnueckux cnyyaes MODY, maHndecTrpoBaBLInX B Bo3pacTe o 18 nerT,
ycTaHoBneHbl MyTauun reHoB GCK (2,5%), HNF1a (5%) n HNF1p (2,5%). ABTOpbl nccne-
[LOBaHNA NpeanosnaraioT CyLecTBOBaHE JONOMHUTENbHbIX MyTaLMii, XapaKTepHbIX ANA
asmatckmx nonynauun [5].

Haunbonee pacnpocTpaHeHHbIMY NOATUNAMK fmabeTa B3pOCIOro TUna y MosiofabIX AB-
natcs HNF4a-MODY (MODY 1), GCK-MODY (MODY 2), HNF1a-MODY (MODY 3), HNF 13-
MODY (MODY 4). imetoTcs pa3nnumns B KIMHUYECKUX NPOABIIEHUAX, AaHHbIX labopaTtop-
HOro o6cnefoBaHNA NALMEHTOB, a TaKXXe 0COOEHHOCTY TepanuK, CBA3aHHbIE C NaToreHe-
30M 3aboneBaHuA.

HNF4a-MODY. figepHbin daktop renatountos 4-anbda (HNF4a) kogupyeTtca reHom,
pacnonoeHHbIM Ha 20- XpOMOCOMe, SKCMpeccupyeTca B neuveHu, 6eTa-KneTkax nog-
XKenygouHow »enesbl U nouykax [7]. fetepo3surotHoctb Nno HNF4a y nnoga npueogut K

Knaccndukauyma MODY no sTmonornyeckon myraunmn
MODY classification by etiological mutation

MogTun MODY MyTtauyuns reHa JloKyc reHa :Z?::::;Irg;qva)emocm
MODY 1 HNF4a 20q13 3,8-10
MODY 2 GCK 17p13 8-30
MODY 3 HNF1a 12924 13,9-53
MODY 4 PDX1 13912.2 <1
MODY 5 HNF13 17912 5-7,8
MODY 6 NEUROD!1 2g31 <1
MODY 7 KLF11 2p25 <1
MODY 8 CEL 9934 <1
MODY 9 PAX4 7p32 <1
MODY 10 INS 11p13 <1
MODY 11 BLK 8p23.1 <1
MODY 12 ABCC8 11p15 <1
MODY 13 KCNJ11 11p15.1 <1
MODY 14 APPL1 3p14.3 <1
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MaKpOCOMUM 13-3a TMNEePUHCYIMHEMUN BO BHYTPUYTPOOHOM nepuofe 1 nociepytoLen
HeoHaTaslbHOW TPaH3UTOPHOW U CTONKON FMMOTNMKEMIM, KOTOPas YyBCTBUTENbHA K AN-
asokcugy [5]. B nocnepytoLiem nponcxoauT nocTeneHHoe CHIPKEHVE CEKPeLMI MHCYNVHA,
KOoTOopoe 00ycnoBnvBaeT HapyLleHne TONePaHTHOCTY K FoKko3e B Bo3pacTe 16-18 nert.
Ona deHotna HNF4a-MODY xapaKTepHO M3MeHeHre COOTHOLLIEHWA YPOBHA NUMOMNpPO-
TenHoB HM3Ko nnotHocT (JIMHI) n nnnonpoTenHoB Bbicokon NaoTHocTK (JIMNBI1), noBbI-
LweHre KoadduLumeHTa ateporeHHoOCTH 1 Tpurnuuepuaos [8]. Mpu neyeHnn HNF4a-MODY
nepBoW NNHKEN Tepanum ABNAITCA NpenapaTbl CynbGoHUAMOYEeBHHbI [9].

GCK-MODY. Bbi3BaH reTepo3uroTHbIMM MHAKTUBUPYOLMMI MyTaLuammn B reHe dep-
MeHTa rntoKoKmHasbl (GCK), KoTopbil pacnonokeH Ha 7-1 XpoMocoMme. [MIoKOKNHa3a Ka-
Tanusnpyet dochopunmpoBaHme roKo3bl JO MoKo30-6-dpocdaTa (3To nepsas NUMUTK-
pytoLian cTagma metabonusma rnoko3sbl). DepmeHT NpernMyLLecTBEHHO SKCNpeccnpyeTca
B 6eTa-KneTKax NoKenyAoUHO Xene3bl, rae perynnpyert cekpeLuunio MHCYNNHa, N3MeHAA
ckopocTb pochopunmpoBaHmUA rOKO3bl B COOTBETCTBUM C €e KOHLeHTpaLvell B nia3me.
Taknm 06pa3om, rIOKOKMHAa3a BbIMONHAET POJib CEHCOPa MTIOKO3bl A1A MOAXKeNYA0YHOW
enesbl [5, 6].

[eTepo3uroTHble MHaKTUBUPYOLW e MyTauun B reHe GCK cHMKaloT cnocobHocTb dep-
MeHTa docdopunmpoBaTh MIOKO3Y A0 MoK030-6-docdaTa, UTo Bbi3bIBAET rUneprinke-
Muto. Y 300pOoBbIX Ntogen 6eTa-KNeTKm NomxeNyaoUuHom xenesbl Hanbonee UyBCTBUTENb-
Hbl K MOBbILLIEHNIO YPOBHA MHOKO3bl NPY KOHUEHTpaunax 5,5-6,0 mmonb/n. Y naymeHToB ¢
GCK-MODY nukoBas uyBCTBUTENIbHOCTb OeTa-KneTok oTMeueHa npu 6onee BbICOKMX KOH-
LeHTpaLumax roKosbl (6,5-7,5 MMonb/n), a KOHTPPErynATOpHble peakLuy Ha rMnoranKe-
MU0 aKTUBUPYIOTCA NPUW YPOBHE roKo3bl 5,0 MMonb/n NpoTtuns 3,9 MMob/N y 340POBbIX
nuny [10].

Y naumeHToB ¢ GCK-MODY pernctpupyeTtca rmmkemma HaTowak ot 5,6 go 8,0 mmonb/n.
Mpwn npoBegeHn NepopanbHOro rnko3otonepaHTHoro Tecta (MIFTT) npupocT rnukemumn
yepes 2 yaca cocTaBnsAeT meHee 3,0 MMONb/N. 3HaYeHNA MMUKMPOBAHHOIO remMorioburHa
(HbA1c) konebntotca B gnanasoHe 5,6-7,6% [11].

OTOT MOATUN MOHOTeHHoro Anabeta pefKko CBA3aH C XPOHUYECKUMU MUKPO- U/Unu
MaKpOCOCYANCTbIMU OCNOXHEHUAMN. [alneHTbl, Kak NPaBuo, He HY>KAaloTCA B MeanKa-
MEHTO3HOM neveHun [12].

HNF1a-MODY. MyTauuun reHa HNF1a, pacnonoxeHHoro Ha 12-1 XpOMOCOMe, CHUXa-
0T NpogyKumio agepHoro daktopa renatountos Ta (HNF1a). Skcnpeccusa HNF1a BbifB-
neHa B TKaHW NOMXeNyAoUYHON ene3bl, NeyeHu, NoYek, K1WeyHom anutenun. feteposu-
rotHble myTauuy HNF1a BbI3biBaloT nporpeccupyiollyto anchyHkuUmo 6eTa-KneTok, CHU-
XeHve CTUMYNMPYeMOW TNIOKO30M CeKpeLumn NMHCYNMHA U Mopora BblAeNeHns roKo3bl
noykamu [8, 131.

Mpwn nposegeHun MITT y nauymeHtoB ¢ HNF1a-MODY BbifBRAeTcA 3HauMTENbHbIN
nocTnpaHgmanbHbl (6onee 5 MMOsb/N) POCT rMKemMun. B obliem aHanmse mMounm Mo-
XeT ObITb O6HapyKeHa rMIoKo3ypus, B OMOXMMNYECKOM aHasn3e KPOBY — MOBbILIEHHbI
YPOBEHb NMUMONPOTENHOB BbICOKOW MIOTHOCTW. JYrNMKEMUA HaTOWaK noanepx naaeTca
BC/IeACTBME COXPAHHOWN YyBCTBUTENIbHOCTM TKaHEN K UHCYNNHY, a TakXe HOpMasibHOMY
nHAeKcy maccbl Tena (MMT) [14].

MauneHTam pekomeHIyeTcA NPUAEPKNBATLCA HU3KOYrneBoaHoNM aneThbl. [penapata-
MK nepeo nuHun Tepanumn HNF1a-MODY asnatoTca npenapatbl rpynmnbl CynbdoHUAMO-
yeBUHbI. [py NporpeccnpoBaHny 3aboneBaHVA U yXy[LLEHNN KOMNEHCaLUn yrineBogHoro
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obmeHa pekomeHyeTcA fobaBneHNe K Cxeme fieyeHus npenapaToB MHCYNHa ANUTENb-
Horo pencteus [15, 16].

HNF1B-MODY. Bbi3BaH MyTaunsmMu B reHe, KogupytoLlem $akTop TPaHCKPUMNLMM re-
natounToB 13, aKCnpeccupyemblil B MOAXKENYLOYHON Xenese, NoyKax, eyeHu, roHagax 1
KuweyHuke. [mnepravkemmna obycnosneHa Kak gucyHkumeln 6eTa-KneTok, CHUKeHnem
NPOAYKLMN MHCYNINHA, TaK U MHCYIMHOPE3UCTEHTHOCTbIO [14].

®eHoTnn naumeHToB ¢ MmyTaumamu HNF 1 nmeet pag ocobeHHocTeld. [poasneHns au-
abeTa coyeTalTCA C BPOXKAEHHBIMU MOPOKaMM Pa3BUTUSA: KUCTaMU 1 ANCTIA3MEN MOYeK,
aTpesveil MoUYeBbIBOAALMX MyTel, aHOMaNAMK CTPOEHNA MaTKK, aTpe3nel CeMABbIHO-
CAWMX NPOTOKOB, rMnonnasnen nogxenyaouHon xenesbl [5]. CouetaHvne aHomanmin pas-
BMTWA NOYEK C caxapHbIM AnabeTom Ha dpoHe BbiaBneHHo MyTaumm HNF13 HocuT Ha3Ba-
HMe CUHPOMa NoYeUHbIX KACT 1 AnabeTa (syndrome of renal cysts and diabetes, SRCAD).

Mpwn npoeegeHun MITT NpPUPOCT NOCTAPAHAMANBHON MIMKEMUN COCTaBNAeT bonee
5 Mmonb/n. B 6MoxnMmnyeckoM aHanv3e KpoBU BbIABAAIOTCA MOBbILEHHbIE YPOBHW MoYe-
BOW KMCNIOTbI, MarHW1s, NeYeHOYHbIX TpaHcammnHas [14].

JleyeHne HNF13-MODY 3akniouyaeTcd B paHHEM Ha3HauyeHWy WHCYNMHoTepanuu
LA NOAAePXKaHUA HOPMOTMTIMKEMUN U NPOGUNAKTMKA MUKPOCOCYANCTBIX OCNOMKHEHWIA
[16,17].

B JMATHOCTUNKA
Mo paHHbIM NuTepaTypbl, 80-95% cnyyaes MODY y geTeit own60YHO NPUHMMALOTCA

KNMMHULMCTaMKM 3a 6osiee pacnpoCcTpaHeHHbI caxapHbli guabet (CA) 1-ro Tuna [18, 19].
B HacToAlee BpemA He cyllecTByeT e4MHOro anroputmMa ANarHOCTUKA MOHOTFEHHbIX

¢$opm caxapHoro guabeTta [20].

CornacHo KoHceHcycy MexayHapoaHoro obuiectsa no mnsyyeHuto guabeta geten u
nogpoctkos (ISPAD) 2018 rofa MOHOreHHbI AnabeT MOXHO 3anogo3puTb MO CleayoLM
Kputepuam [12]:

1. [mabeT, maHndecTUpyoLWmMin O 6-MeCAYHOro BO3pacTa X13HW, NMbo NocTaHOBKa fma-
rHo3a B Bo3pacTte 6—12 mecALeB Npu OTCYTCTBUMN AOKa3aHHOro ayTOMMMYHUTETa (OT-
CYTCTBME aHTUTEN K OCTPOBKOBbBIM KJIeTKaM) 1M HalMunumn BPOXKAEHHbIX MOPOKOB pas3-
BUTUA.

2. OTAroweHHbIN ceMeliHbI aHaMHe3 Mo HapyLUeHUAM YrieBogHOro obmeHa: oguH pog-

CTBEHHWK Unn 6onee nepBol IMHUK POACTBA C CaXxapHbIM AnabeTom.

OTCyTCTBME OCTPOBKOBbIX ayTOAHTUTEN HA MOMEHT NOCTaHOBKM AnarHosa C/.

4. Hu3kaa noTpebHOCTb B UHCYNMHE 1 onpedensemblin ypoBeHb C-nentmpa, KOTopble
coxpaHsatoTca nocne ¢asbl YaCTUYHON pemuccun (6onee 3-5 neT nocne NOCTaHOBKM
JNarHosa).

B 2019 ropy Hattersley c coaBTopamu Ha 55-m KoHrpecce EBponeiickol accoumaLmm
no m3yyeHuto anabeta (EASD) Obin npeacTaBneH OHNAMH-KanbKynAaTOP BblUMCIEHNA Be-
poAaTHocTM MODY Ha OCHOBaHUW KNMHUYECKON KapTUHbI 1 TaBOoPaTOPHbIX AAaHHbIX NaLy-
€HTOB. YyBCTBUTENbBHOCTb JaHHOIO MeTofa cocTaBmna 52%, cneunduyHoctb — 98% [21].

OkoHuaTenbHbI AgnarHo3 MODY ycTaHaBAMBaeTCA Ha OCHOBaHUMN MONEKYNAPHO-TeHe-
TYeckoro nccnepoBaHua. OT6OP KaHAMAATOB ANA ero NPoBefeHNA OCHOBaH Ha KNVHK-
YecKmX 1 1abopaTopHbIX AaHHbIX MaLMEHTOB.

CyliecTByeT HECKONbKO BUAOB FeHeTMYecKol AMarHOCTUKWM pumabeTa B3pOCOro
TUNa y MONoAbIX, CPean KOTOPbIX BbIAENAT LeneHanpasieHHoe reHHoe TeCTUpoBaHme

w
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(CepuHbIA aHann3 OfHOro reHa NN MynbTUTreHHan NnaHesib) U NOIHOe FeHOMHOEe CeKBe-
HupoBsaHue [22]. CekBeHnpoBaHue [IHK no CaHrepy ABnAeTcA «30M10TbIM CTaHAAPTOM»
CKpVHWHra myTauun [14].

Shields c coasTopamu (2017) npepnoxmnm ncnosib3oBaHme [OMNONHUTENbHbIX Nabopa-
TOPHbIX NMOKa3aTeseln (bMomapKkepoB) C Lienibio 0TOopa KaHAMAATOB Ha MONEKYNAPHO-Te-
HeTnyeckoe nccnefoBaHve. [InA oLeHKN YPOBHA SHAOMEHHOro NHCYNMHA Onpeaenanoch
cooTHoweHne C-nenTnga/KpeatnHrHa B Moue (postprandial urinary C-peptide creatinine
ratio, UCPCR). lNauneHTam ¢ JOCTaTOYHON ceKpeumnen COBCTBEHHOro NHCYNrHa (oTceka-
towiee 3HaveHne UCPCR 20,2 HMONb/MMOSb) U NPX OTPULATENbHBIX TUTPaX aHTUTEN K
rnyTamatgekapbokcmnase (anti-GAD) u TuposuHdocdatase (anti-IA2) nposogunm mo-
NeKyNnApHO-reHeTUYeCcKoe TeCTMPOBaHVE Ha BapyaHTbl STUONOMMYECKMX MyTaLnii FreHOB
MODY. AsTopamu 6blI0 YCTaHOBMIEHO, UTO MCMONb30BaHUe creunduryecknx brnomapke-
POB YBENMUMIO YMCIO BblABNEHHbIX cnyyaeB MODY Ha 63% no cpaBHEHUIO C METOLOM,
OCHOBaHHbIM TONbKO Ha KNMHUYECKNX Kputepmsax [23].

B cBA3M co 3HaunTeNnbHON BapnabenbHOCTbIO KITMHUKO-TabopaTOPHbIX AaHHbIX 1 pef-
KOW BCTPEYaeMOCTbiO B KIMHNYECKON NpPaKTUKe cilyvyaeB paHHeln guarHoctukm MODY
LA Bpayelr-SHAOKPUHONOrOB NpeACTaBAAeT MHTepPeC Halle HabnoaeHme.

B OMNCAHWE KIIMHWUYECKOTO CJTYYAA

PebeHok [.: nacnopTHbIN BO3pacT 4 roga 3 mecaua. Npu NpoBeaeHNN eXerogHoro
npodunakTnyeckoro obcnefoBaHuns Obinn BrepBble BbiABIEHbI U3MEHEHUA B BMOXUMU-
YyecKoM aHanm3e KpoBu. B cBA3M C 3TMM MaTb obpaTmnnack K SHAOKPUHONOTY FOPOACKOro
LeTCKOro ambynaTopHOro aHAOKPUHONOrMYeckoro otgeneHuns Y3 «2-a ropofckan get-
CKas KnuHunyeckas 6onbHuMua» r. MmHcka.

Poct 108 cm (75-11 nepueHTmnb), Bec 19,3 Kr (75-11 nepueHTUNb). leHeTuyYeCcKknin pocT —
180,5 c™m (75- nepueHTUnb). MHgekc maccol Tena (MMT) 16,6 kr/m? (50-i1 nepueHTUNb).
Ddusryeckoe pa3BuTUE CpefiHee, rapMoHuYHoe. CTafma NoNoBOro pas3BmUTUA No TaHHepy —
1: Ax1 P1 G1 testis 2/2 B mowoHKe. [pn ¢pU3rMKanbHOM UCCNef0BaHUMN NATONOMMYECKNX
N3MEeHeHWI MO opraHaM M cuctemam He BbiABneHo. CocToAHME YAOBNETBOPUTENIbHOE.
Cy6beKTUBHBbIX *anob pebeHOK 1 poanTeny He NpeabABAANN.

AHamHe3 Xun3Hu: 6e3 ocobeHHoCTel. [epeHeceHHble 3a6051eBaHNA: PecnUpaTopHble
UHpeKumn 1-2 pasa B rog.

CemelHbI aHaMHe3: y maTepu 1 AAAM NO MAaTEPUHCKOM JIMHUW — HapyLleHne Tone-
PaHTHOCTU K yrneBoAaMm, y aefa no matepuHckon nuHnm — Cl 2-ro tuna.

[nioKko3a BeHO3HOW Nna3mbl HaTowak — 7,0 Mmonb/n (3,5-6,1 mmonb/n). OcTanbHble No-
KaszaTtenu B npeaenax Hopmbl: ACT 9,0 El/n (0-35 EA/n), ANT 26,0 EA/n (0-35 ELl/n), o6wmin
6unupy6uH 7,7 mkmons/n (3,4-20,4 MKMonb/n), npamon 6unnpy6uH 3,5 mkmonb/n (ot 0 fo
5,1 MKMonb/n), moyeBuHa 3,5 mmonb/n (2,5-8,3 mmonb/n), KpeatnHMH 44 mkmonb/n (27-
42 MmKmonb/n), o6wwmin 6enok 60 r/n (60-80 r/n), Kanbuuii 2,23 mmonb/n (2,15-2,5 mmonb/n).

Ha 6a3e ambynaTopHOro 3HAOKPMHOMIOrMYECKOro otaeneHnsa 6bio NpoBefeHo Ao-
nonHuTenbHoe obcnefoBaHVe: FMNKNPOBaHHBIA reMornobuH 6,18% (4,0-6,2%), UMMyHO-
peakTuBHbIn nHcynuH (MPW) 21,86 Hmonb/n (17,8-178 Hmonb/n). B o6wem aHann3e moun
He 6blNo BbIABMIEHO [HOKO3bl 1 KETOHOBLIX TeN. B KMCNOTHO-Weno4yHomM coctosHum (KLLC)
pH KanunnApHom KpoBU B Npefenax HopmanbHbIX 3HaveHun — 7,40 (7,35-7,45).
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Mpn NOBTOPHOM MCCNefoBaHWM TNKEMUW HaTowak 4vepe3 3 AHA — 6,5 mmonb/n
(3,5-6,1 mmonb/n). MNo pesynbratam MITT ypoBeHb rmkemnn Hatowwak 6,2 mmonb/n (3,5-
6,1 Mmmonb/n), yepes 2 yaca - 7,3 mmonb/n (3,5-7,8 mmonb/n).

PebeHKy 6bln NocTaBneH AMarHO3 HapylleHWs MMUKeMUM HaTolak. PekomeHgoBaHO
orpaHuyeHvie H6bICTPOYCBaNBaEMbIX YINEBOAOB B €XXeHEBHOM MUTaHWUW, KOHTPOSb K-
Kemnn 6-8 pa3 B CyTKW, MOBTOPHbIN OCMOTP SHAOKPMHONOra Yepes 3 mecaua.

B TeueHne 3 mecAUeB Npy NPoOBeAEeHNN CAMOKOHTPONA YPOBEHb MKEMUMN HaTOLaK
BapbupoBan ot 4,8 fo 6,2 mmonb/n. Mpu noBTopHOM 06palleHnr ambynaTopHo onpeae-
NeH YPOBEeHb MMKeMUU HaTowwak — 6,2 Mmonb/n (3,5-6,1 MMONb/N) N FNKNPOBAHHOTO re-
mornobuHa - 6,7% (4,0-6,2%).

C uenbto yTouHeHMA AnarHo3a pebeHoK 6bi1 06cneoBaH B SHLOKPUHONOMMYECKOM
oTaeneHnn Pecny6nrnKaHCKOro LieHTpa JeTCKOM SHAOKprHoNorum Y3 «2-a ropoackas get-
CKasf KnHuyeckas 6onbHULA».

B ropmoHanbHOM aHanu3e BbiABNEHbl HOpPManbHble ypoBHW WPU — 5,6 Hmonb/n
(2,6-25,0 Hmonb/n) n C-nentnga - 187,7 nmonb/n (100-1100 nmonb/n) HaTowak. Yepes
2 yaca nocne yrneBofHou Harpysku yposeHb C-nentuga coctasun 335,1 nmonb/n (200-
3000 nmonb/n). Mpwn onpegeneHun aytoaHtTuten yposeHb anti-GAD coctasun 0 ME/mn
(0-4 ME/mn), ypoBeHb aHTUTeN K 6eTa-knetkam — 0,3 ME/n (meHee 0,5 ME/n).

CyTouHbIn Nnpodunb rnukemnn: H/T — 6,9 mmonb/n, 12.00 — 6,5 mmonb/n, 18.00 —
6,4 mmonb/n, 22.00 — 6,7 mMmonb/n.

AHanu3 KpoBu Ha KMCNOTHO-LLEeI0YHOEe COCTOAHME KoMNneHcnpoBaH: pH 7,41, SBE -0,1
(Hopma meHee 2).

B aHann3e mouu Ha KO3y 1 KETOHbI OTPULATENbHbIN pe3ynbTar.

MpoBeAeH ceponornyecknin CKPUHWHE Ha Lennakuio: NOBblleH YPOBEHb aHTUTen
lg G K rvaguHy - 19,5 ME/mn (meHee 10 ME/mn), Ig A K TKaHeBOW TpaHCrilTamMnHase B
Hopme — 0,9 ME/mn (meHee 10 ME/mn). C uenbio yTouHeHMA gnarHosa nposegeHa [JHK-
AMarHoCTUKa HaclefCTBEHHOM NpeapacrnonoXeHHOCTU K uennakun: rannotunbl DQ2.5/
DQ2.2/DQ8 He 6binu BbiAABNEHDI. Liennakus 6bina ncknioveHa.

Mpu NnpoBeaeHUN ynbTpa3BykoBoro nccnegosaHus (Y31) opraHos 6pioLHON NonocTu
obHapyeHa 0CO6eHHOCTb CTPOEHMA NIeBOI MOYKU: YYacTOK cTonbuaTon runepnnasum
napeHxMbl B CPeHEM CEFMEHTE.

lpoBegeHO CyTOUHOE MOHUTOPKPOBaHME FMoKo3bl. CpeaHN YPOBEHb MMKEMUN —
6,17+1,28 mmonb/n. MUHMManbHbIN ypoBeHb (3,0 MMonb/n) Gbin 3aperncTprpoBaH B UH-
TepBane ¢ 04.00 go 05.00, makcmanbHbin (12,0 Mmonb/n) — B uHTepBane ¢ 21.00 go 22.00.
Bpems B uenesom ananasoHe (3,9-11,1 mmonb/n) coctaBuno 98,7%.

MNocTaBneH NpeABapuUTENbHbIN AMArHO3: CaxapHbll ArabeT, HeyTOUHEHHBbIN TUN (Npea-
nonoxutenbHo MODY 3). PekomeHAoBaHO MpoBeAeHVEe MONEKyNApPHO-TeHeTUYeCKoro
1ccrnegoBaHmA.

WccnepoBaHme KpoBu Ha nouck myTtaumin reHos GCK, HNF1a, HNF4a, HNF1(3 npoBso-
punock no metofy CaHrepa B PecnybnnkaHCKOM HayYHO-MPaKTUUYECKOM LieHTpe AeTCKOW
OHKOMOMNK, FemaTosIorMm n UMMYHONOTNN.

MyTauun reHa HNF4a He obHapyxeHo, B reHe HNF1(3 BbiAiBneHa ofHa fobpokaue-
CTBEHHaA MyTaLuA (O4HOHYKNEOTUAHbIA NONMMOPOU3M C 3aMEHOW LTO3MHA Ha TUMUH),
B reHe HNF1a — 6 pobpokayecTBeHHbIX MyTauui (5 Of4HOHYKNeoTUAHbIX Nonnumopdus-
MOB, 1 MyTauua canTa CrfancuHra).
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MaToreHHaa myTauua HangeHa B 5-M 3k30He reHa GCK, LMTO3MH 3amMeHeH Ha apru-
HUH. leTepo3unroTHas 3ameHa B KogoHe TCA (TUMWH — UMTO3MH — aprHWH), KOAUpYtoLwem
aMUHOKMUCNOTY cepuH, Ha TAA (TUMWH — aprMHUH — aprMHKH) BeAeT K 06pa3oBaHuio CTon-
KOAOHa 1 MpeKpaLleHnIo CUHTE3a NOMNENTUAHONM Lienu.

OKOHUaTeNIbHbIA KIMMHUYECKMIA AMAarHo3: caxapHblil Anabet, cneunduyeckuin tumn,
GCK-MODY. PekomeHzioBaHO cobtofeHme fueTbl C orpaHnyeHmnemM ObiCTpoycBarBaeMbix
YFNEeBOAOB, KOHTPOJb MNKEMUY eKefHEBHO He MeHee 6 pa3 B CYTKW, aHann3 KPOBY Ha
rVKMPOBAHHbIV reMOrfiobuH 1 NOBTOPHOE NpPOBefeHre HenpepbIBHOrO CYTOYHOro Mo-
HUTOPMPOBaHNA MMKeMUK Yepe3 3 MecsALla B aMmbynaTopHbIX YCIOBUAX.

B OBCYXIOEHWE

Mo paHHbIM Skoczek ¢ coaBTOpamu, CpegHUn BO3pPACT NOCTAaHOBKM AmarHo3a GCK-
MODY cocTtaBnseT 24 roga [24]. 5T AaHHble NOATBEPKAAIOT pe3ynbraThl MCCeaoBaHMA
Wang: Ha Hannume natoreHHbIx MyTauuii MODY 6binvn o6cnefoBaHbl uneHbl 12 cemen, B
KOTOPbIX BbIAABAEHbI C/lyYan HapyLeHWA ToepaHTHOCTU K rnokose n/vunu CA. MegnaHa
BO3pacTa NOCTaHOBKW AnarHo3a coctasuna 24 roga. Cpegn naymeHToB BbisiBneHo 33,3%
peten B Bo3pacTe 4-10 net ¢ myTaumen reHa GCK [25]. MNMaymeHTy . OKOHUaTeNbHbIN Ana-
rHo3 6bl1 MOCTaBNieH B Bo3pacTe 5 neT 3 mecALeB.

GCK-MODY saBnaetca NPpUUYNHOWN CyYalHO BbIABNEHHOW runepravkemmn B 23-65%
cnyyvaeB y getenn n 0,76% cnyyaes y B3poc/bix B Bo3pacTe 30-70 net [26]. PaHHAA nocTa-
HOBKa [MarHo3a BaxHa, Tak Kak Mo3BosiAeT n3bexaTb HEKOPPEKTHON TaKTUKN BefeHUA
NnaumeHToB, a TakKe HeoHOCHOBAHHbIX 3aTpaT Ha 1X fieyeHue [27].

ManundecTtauma 3aboneBaHnsA XxapakTepu3yeTca NOBbIEHNEM YPOBHA MNKEMUN Ha-
TOLLAK, BbIABIEHHbIM NPY NPOGUNAKTUYECKUX MeJUNLIMHCKNX OcMOoTpax [28].

JlabopaTopHble NoKasaTenu, No3sonaLie NPeanonoXnTsb y naymeHta GCK-MODY,
BKntoyatot [11, 29, 301:
®  epcucTUpyoLLyto 6eCCMMNTOMHYIO rMnepriavkemMumto Hatowak (5,6-8,5 mmonb/n);

B yMepeHHbI (MeHee yeM Ha 3 MMONb/N) POCT NOCTHArPy30UYHOWN MANKeMUM NpY NpPo-

BeaeHun MITT;

YPOBEeHb MMMNKNPOBaHHOIO remornobuHa B npegenax 5,6—-7,6%;

COXpaHeHHY BblpabOTKy 3HAOreHHOro MHcynuHa (yposeHb C-nentuga nocne efbl

6onee 200 nmonb/n).

lNoBblweHWe rkeMmmn HaTowak Ao 7,0 mmonb/n y pebeHka I. 6bino BbiIABNEHO Npu
pyTYHHOM 06cnefoBaHNK. MakcMmanbHOe 3HaueHne nokKasaTtens rKUPOBaHHOIO reMo-
rnobuHa y Hawero nauueHTa 6,7%. YposHu C-nenTuga Hatowak (187,7 nmonb/n) n no-
cne npoBeAeHnA yrneBogHOM Harpy3sku (335,71 nMonb/n) COOTBETCTBOBANN HOPMasbHbIM
3HayeHUsAM. Takke He 6bl10 3apPernCcTPMPOBaAHO NOBbIWEeHMA TUTPa anti-GAD 1 aHTUTen K
6eTa-KneTkam. Takum obpa3om, nabopaTopHble NoKa3aTenu nauueHTa . cCOoTBeTCTBOBaN
KpUTEprAM NOCTaHOBKM NpeABapuTeNbHOro AnarHosa cneyudunyeckoro tuna gnaberta.

GCK tvn MODY HacnepyeTca no ayTOCOMHO-AOMUHAHTHOMY TUMY, NO3TOMY MauueH-
Tbl MOTYT UMETb OTATOLEHHbIN CEMENHbIN aHaMHe3 NO HapyLeHWI0 TONEePaHTHOCTU K
yrnesogam [31]. AnarHo3 C[l y poACTBEHHMKOB MOXET He ObITb YCTaHOBMEH, TaK KakK 3a-
6oneBaHVe MMeeT Nierkoe TeueHne 1 He COMPOBOXKAAETCA NOABIEHNEM CYObEKTUBHbBIX
*anob. MNoatomy oTCyTCTBME B CEMbe Cy4yaeB AnabeTa He NO3BONAET UCKOUYNTb MOHO-
reHHbI anabeT [29]. Y Hawero nauMeHTa HabnoaaeTcA XxapakTepHas cemelriHaa NCTopus:
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HapyLlleHne rMKeMUM HaToLaK BbIABIEHO Yy MaTepu (POACTBEHHWK MEPBON IMHUN) U
A4A0Y No maTepuHckon nuHnn, CIl 2-ro Tmna — y AeAa no MaTepUHCKOW INHUN.

Pa3BrTVEe MaKPO- N MUKPOCOCYAMNCTbIX OCIOKHEHWUI HEXapaKTePHO AnA AnabeTa, Bbl-
3BaHHoro myTtauunen GCK [32].

OkoHuaTenbHbIN AnarHo3 MODY ycTaHaBAMBaeTCA Ha OCHOBaHUN NPOBEAEHHOrO MO-
NeKyNnApPHO-reHeTUYeCcKoro nccnefoBaHua. Y peberka I. 6bina BbiABeHa MyTaLua B reHe
GCK, npuBogALan K 3aMmeHe aMUHOKMCIOT B 5-M 3K30He, 06pa3oBaHMI0 CTOM-KOAOHA U,
KaK cnepacTBue, NpeKpaLleHnio CMHTe3a NoAnnenTugHom uenu. Ha MoMeHT npoBeaeHuA
nccnefoBaHUA B IMTepaType 3ameHa Nofo6HOro Tuna He onvcaHa.

MeaunkameHTO3HasA Tepanus nepopasbHbIMU CaxapOCHUXKALWMMK NpenapaTaMmi 1
nHcynuHoMm y naumeHTos ¢ GCK-MODY He npoBoaunTCA, Tak Kak He ynyJllaeT nokasatenemn
KomneHcaumm yrnesogHoro obmeHa [33]. CobniofeHune gneTtbl C orpaHuyeHnem padbuHu-
POBaHHbIX YrNeBOAOB CMOCOOCTBYET CHUMEHUNIO YPOBHA MMNKMPOBAHHOIO remorioburHa
3a CcYeT yMeHbLUIeHNA NocnpaHAnanbHbIX FNKEMUYECKUX MUKOB [34].

B 3AK/TKOYEHUE

CoBnageHue KnnHnuyecknx xapakrepnctnk MODY ¢ gpyrmmmn pacnpocTpaHeHHbIMU
TNamu arabeTa 3a4acTylo NPUBOAUT K MOCTAHOBKE HEBEPHOrO AMarHo3a U, Kak cnep-
CTBUe, BbIOOPY HeafleKBaTHOM TaKTUKM NeYeHns NaLmneHToB.

MNpepnonaraTb Hanuume cneynduyeckoro Tmna gnabeta CTonUT y UL, C OTATOLEHHbIM
ceMeliHbIM aHaMHe30M, HapyLleHnem yrneBofgHoro obmeHa no pesynsratam MITT, a Tak-
e oTpuLaTenbHbIM YPOBHEM aHTUTEN K Pa3fIMUYHbIM CTPYKTYpam OCTPOBKOBbIX KNETOK.
OKoHYaTesIbHbI ANarHo3 ycTaHaBAMBAETCA Ha OCHOBaHWW NPOBELEHWA MOJIEKYNAPHO-
reHeTUYeCckoro NccnegoBaHus.
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