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HL PO ®OIBY «HaumoHanbHbI MEAULMHCKUIA UCCIe[0BaTENbCKMIA LLEHTP SHAOKPUHONormm», Mocksa

OBOCHOBAHME. MonekynapHo-reHeTnyeckne nccneposaHuna (M) ctaHoBaTca 6onee fOCTYNHbIMY, UTO YAy4lLMNIO Ana-
FHOCTMKY MOHOTeHHbIX $opMm caxapHoro agnabdeta (C). Cpeam HNX Hanbonee pacnpocTpaHeH AnabeT «3penoro T1Mna» y Mo-
nogbix — MODY. bonbwmnHcTBo nccnegosaHun MODY npoBognnmcb cpeaun geten 1 NocBALEHbl KIMHMYECKUM NposBne-
HUAM U reHeTuyeckum ocobeHHocTam MODY. OgHako anarHoctnka MODY Bo3moxHa B Bo3pacTe >18 neT. PefepanbHblii
perucTp caxapHoro aunabeta (DPC) — yHuKanbHaa 6a3a faHHbIX, cofepxalyasn nHbopmaumio o nayneHtax ¢ MODY, uto
NO3BOJINT OLEHUTb BefEHME TaKMX 60MbHbIX B PeanbHOM KIMHNYECKOM NpaKTUKe.

LIENIb. NpoaHanu3upoBaTtb KNMHMYeckue ocobeHHocTu aebdiota Cll, COCTOAHUA YyrneBOAHOro oOMeHa, OCNIOXKHEHWA U caxa-
pocHmxatowyto Tepanuio (CT) y naumeHToB ¢ oCHOBHbIMM Trnamu MODY Ha ocHoBaHUM AaHHbIx OPCA,.

MATEPUAJIbI U METOAbI. OgHOMOMEHTHOE CpaBHUTEIbHOE MCCNefoBaHMe C PETPOCMEKTUBHBIM aHAIM30M AaHHbIX.
BkntoueHbl Bce NaLMeHTbl, Y KOTOPbIX MO cocToaHMio Ha 01.06.2023 r. ykasaH tun Cll: «feHeTuueckne gedektbl GyHKLUN
b-knetok (MODY1), (MODY2), (MODY3), (npourie MODY )». Yka3aHHbIn KOHKpeTHbI Tn MODY paccmaTtpurBasncsa Kak pesynb-
TaT npoBefeHHoro MI'M. HenocpencTteeHHble peynbtatel M B8 OPCL He durKkcupytoTca.

PE3YJIbTATbI. B nccnegosaHue BkntoyeHo 640 naumeHtos. Cpeam naumeHToB € yKasaHHbIMK Tunamy MODY 69,4% rnvenn
anarHo3 MODY2 (n=331), 18,2% (n=87) — MODY1, 12,4% (n=59) — MODY3. Y 163 uenosek Tun MODY He yka3aH. MODY gu-
arHoctupoBasnca B Bo3pacte Ao 18 nety 71,4% naumeHToB. MeanaHa Bo3pacta gnarHoctnku Cfl coctasmna gna MODY1 —
19[13; 36], MODY2 — 10 [5; 15], MODY3 — 14 [11; 21] neT. JnuTtenbHoCTb HabnoaeHna — 6 [3; 9] ner.

Tonbko 61% nauneHToB ¢ MODY2 nonyyanu MoHoTepanuio AUeTown, ocTanbHble — pa3nuunyto CT. MNpenapatbl cynbdoHU-
MoYeBMHbI nonyyann 45,8% naumnertos ¢ MODY3 1 14,1% c MODY 1. HcynnHoTepanua yale HasHavanacb npy MODY1 n 3
(35,9 1 31,2%). LleneBoi ypoBeHb FNKMPOBAHHOIO reMoriobrHa (HbA1C) oTmevanca y 82% nauuneHtos ¢ MODY2 u 50,7%
n52,9% — c MODY1 n 3.

JunabeTnyeckune ocnoxHeHus Habnoganucb y 6,04% nauymeHtos ¢ MODY2, 23,0% — c MODY1 n 22,0% — c MODY3. Jua-
6eTnyeckan petuHonatna —y 5,75, 1,21 n 3,39% naymeHtoB ¢ MODY1, MODY2, MODY3 cooTtBeTcTBEHHO; AnabeTnyeckan
Hedponatua —y 10,3, 2,11, 11,9%; anabetnueckan nonmHernponatus -y 14,9, 4,53, 15,3%.

3AKNKOYEHME. JaHHble OPC/] no3sBonuny npoaHanv3npoBaTb pacnpoCcTPaHeHHOCTb, 0CO6EHHOCTUN TeYEHNA OCHOBHbIX TUMOB
MODY, xapaktep u spdektiBHoCTb CT B peanbHON KNMHUYeCKor npakTuke. OTpaeHo OTCYTCTBME eAuHbIX NOoAXo[0B B Jie-
yeHun MODY, yacto Heo60CHOBaHHOE Ha3HauYeHMe MHCYIMHOTePanuK, YTo HapAdy C OXMAAeMbiM yBenMyeHnem KonmyecTsa
naumeHToB ¢ MODY yka3biBaeT Ha HeO6X0AMMOCTb Pa3pPaboTKM KIIMHMYECKMX peKOMeHaLNiA MO BEAEHNIO JaHHbIX NaLUeHTOB.

KJTKOYEBBIE CJIOBA: caxapHeili duabem; duabem 3penozo munay monoosbix; MODY; duazHocmuka; ®edepasnbHeili peucmp caxapHozo ouabema.

CHARACTERISTICS OF PATIENTS WITH DIAGNOSIS OF MATURITY-ONSET DIABETES
OF THE YOUNG, ACCORDING TO THE RUSSIAN DIABETES REGISTRY
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BACKGROUND: Molecular genetic testing (MGT) is increasingly accessible, improving diagnosis of monogenic diabetes
(DM), particularly maturity-onset diabetes of the young (MODY). While most MODY research focuses on pediatric popula-
tions, diagnosis is possible after age 18. The Federal Diabetes Registry (FDR) offers unique insights into real-world manage-
ment of MODY patients.

AIM: To analyze the clinical features of DM onset, carbohydrate metabolism, complications, and hypoglycemic therapy (HT)
in patients with the main types of MODY based on the FDR data.

MATERIALS AND METHODS: A cross-sectional analysis of the FDR was conducted. All patients with registered MODY di-
agnoses (MODY-1, MODY-2, MODY-3, or other) as of June 1, 2023, were included. The specified MODY type was considered
indicative of prior MGT. Direct MGT results are not recorded in the FDR.

RESULTS: The study included 640 patients. MODY2 was the most prevalent type (69.4%), followed by MODY1 (18.2%) and
MODY3 (12.4%). The median age of DM diagnosis was 19 years for MODY1, 10 years for MODY2, and 14 years for MODY3.
The majority of patients (71.4%) were diagnosed with MODY before the age of 18 years.

While 61% of MODY?2 patients received monotherapy with diet, others received various ADT. Sulfonylureas were common-
ly prescribed for MODY3 patients (45.8%), and for a smaller portion of MODY1 patients (14.1%). Insulin therapy was more
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OPUTMHAJIbHOE NCCNEAOBAHUME

frequent in MODY1 and 3 (35.9% and 31.2%, respectively). The target glycated hemoglobin level was achieved in 82% of
MODY?2 patients and in 50.7% and 52.9% of MODY1 and 3 patients, respectively.

Diabetic complications were observed in 6.04% of MODY?2 patients, 23.0% of MODY1 patients, and 22.0% of MODY3 patients.
Specific complications included diabetic retinopathy (5.75%, 1.21%, and 3.39% in MODY 1, MODY2, and MODY3, respective-
ly), diabetic nephropathy (10.3%, 2.11%, and 11.9%), and diabetic polyneuropathy (14.9%, 4.53%, and 15.3%).
CONCLUSION: The FDR analysis revealed real-world practice patterns in MODY management, highlighting a lack of stand-
ardized treatment approaches and potentially unnecessary insulin use. These findings, coupled with an expected rise in
MODY diagnoses, underscore the need for clinical guidelines for this population.

KEYWORDS: diabetes mellitus; maturity-onset diabetes of the young; MODY; diagnosis; Federal Diabetes Registry.

OBOCHOBAHUE

CaxapHbili guabet (C[l) «<3penoro» Tina y MOIoAbIX Uiu
MODY (Maturity onset diabetes of the young) — 370 retepo-
reHHas rpynna HapyweHui yrneBogHoro obmeHa, obycnos-
NeHHasA reTepo3nNroTHbBIMU MyTaUUAMYK PasfIMUHbIX FEeHOB,
acCcoUMMPOBaHHbIX C ceKpeumren n/vnn gencTBnem NHCYIu-
Ha, 3aKNIagKoM 1 pasBUTUEM NOAXKeNyAoUYHON xenesbl. [a-
umeHTbl ¢ MODY cocTaBnAtoT Kak MUHUMYM 1-6,5% cnyyaes
COy monogbix nogen [1-3].

Bcnen 3a pasBuTMEM TEXHONOrMM MOJSIEKYNAPHO-TeHeTu-
yeckunx nccneposaHun (M) B nocnegHmne gsa oecATuneTus
3HaUMUTENIbHO BO3POC/IO KONMMYECTBO MCC/Ief0OBaHWIA, NOCBA-
LWeHHbIX n3yyeHuto MODY. TepmrH MODY 6bin1 BnepBble 1c-
nonb3oBaH B 1964 ., 0/HAKO Ha TOT MOMEHT OblIY OMNMNCaHbI
NULWb TUMYHbIE NMPU3HAKK 3TOro 3ab0N1eBaHA: MONOAOW BO3-
pacT febioTa, UyBCTBMTENIbHOCTb K MpenapaTtam CynbpoHwms-
MoueBMHbl (NCM), ayTOCOMHO-ZOMUHAHTHBIN TUMN HacnegoBa-
HuA [4]. Nluwb B 1992 . Hattersley n coaBr. 6bina 06HapyxeHa
cBA3b MODY ¢ myTaumen reHa rnokoknHasbl (GCK) [5], 3aTem
Oblna OTKPbITA CBA3b «MHCYNMHOHe3aBncumoro» CI1 ¢ myTauu-
AMYU reHOB TPAHCKPUMLMOHHbIX GaKTOPOB — AAePHbIX paKTo-
pos renatounToB 1a u 4a (HNF1a, HNF4a) v ppyrux reHos. lNo-
cnefHUm 6bin oTKpbIT APPLT-MODY (MODY14) [6].

MIU sBnsioTca BeprdrLMpYyOWMM METOLOM ANArHOCTUKA
MODY, ogHaKo 3HaHMe KNMHUYeCKnx ocobeHHocTeln 3abonesa-
HMA HeobXoayMO ANA CBOEBPEMEHHOrO MPOBEAEHMS AaHHbIX
nccnepoBaHuin. Yacto KnmHuyeckasa kaptHa MODY pacueHu-
BaetcA Kak C[ 1 una (CA1) unmn CJ 2 Tuna (CA2), uto npuBoguTt
K oLUMOKaM B Bblbope caxapocHuatoLen tepanuu (CT).

bonblwasa yacTb OTeUEeCTBEHHbIX MCCNeaOBaHNN MOCBSA-
weHa msyyeHuio MODY y petein. [epBoe onvcaHne MODY
B Poccum npuHagnexut NHCTUTYTy AeTCKOM SHOOKPUHONO-
run FTHL PO OIBY «<HMWL sHOoKpHONOrn»: 6bin ONrcaHbl
13 mauneHToB C NOATBEPXKAEHHbIM AnarHozom MODY?2 [7].
Mo3xe 6binn onucaxbl cnyyar MODY6 (2016 r.) [8], MODY9
(2017 r.) [9], MODY10 (2022 r.) [10].

Tak, B nccnegosaHuu Kypaeson TJI. n coast. (2015 r.) [11]
C uenbio anddepeHUmanbHon grarHocTuky Tina CI4 M 6bino
nposefeHo obcnenoBaHvie 169 feTeln ¢ HapyLUEHUAMU YINeBO-
Horo obmeHa. BbianeHo 62 nauneHTta c MODY?2 (36,7%) 1 18 na-
unenToB (10,7%) ¢ MODY3 (cooTHOLLEeHNe paBHO 3,4:1).

B nccnepgoaHnm Ceuko E.A. 1 coaBT. npu 06ceqoBaHnm
121 pebeHka y 18 6bin guarHoctuposaH MODY [12], Harnsag-
HO MOKa3aH HacNeACTBEHHbIN XapaKTep 3aboneBaHua —
HapyLleHUs yrneBogHOro obMeHa y ofHOro 13 poauTenen
BblAB/IeHbI B 94,5% cnyyaes.

OcobbI HTEpeC NpefcTaBnsAeT nccnenoBaHne 3y6Ko-
Bon H.A. Kotopoe BKno4yano 312 nauueHToB B BO3pacTe
oT 3 mec go 25 net 1 93 poacTBEHHMKOB 6e3 ayToaHTMTEN
K aHTUreHam 6eTa-KNeToK U C COXPaHHOW CEKpeLnen UHCy-
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nuHa. Y 178 (57,1%) npobaHAoB BbiSBIEHbI MyTauuu B re-
Hax-KaHampatax MODY (B reHax GCK — 41,4%, HNF1A —
6,1%, HNF4A — 2,9%) [13].

MaHudectauma MODY, Kak npaBuno, Habniogaerca
B AETCKOM U MOAPOCTKOBOM BO3pacTe, UTo TpebyeT npose-
AeHus anddepeHumanbHol anarHoctki ¢ C41. MHoronet-
HWU ONbIT AMAarHOCTUKM 1 neveHna MODY y geTtel HakonneH
6narogaps peanusauuy nporpammbl «Anbda-dHgo» [14].
OTcyTCTBME CMMMTOMOB OCTPOW AEKOMMEHCaunn YrieBo-
LHOro obmeHa, OTArOLEHHbI CEMENHBIA aHaMHe3, OTCYT-
CTBME aHTUTEN K aHTUreHam OeTa-KNeTKM No3BoNseT npen-
nonoxutb y pebeHka MODY n Hanpasutb Ha MIN. Kpome
TOro, HeKoTopble MyTauuu reHoB ABCCS8, KCNJ11, HNF4A,
a No HeKoTopbIM AaHHbIM 1 HNF 1A xapakTepmsyoTca HeOHa-
TaSlbHOWM MMNEePUHCYNIMHEMUYECKON runornnkemmen [15, 16]
1 B JaNbHelLWeM MOryT NpBOANTb K pa3sutuio MODY.

MonHomacwTabHbix nccnegoaHnin MODY y B3pocnbix
naymMeHToB He Tak MHoro. B 2017 r. OBcAHHukoBon A.K.
1 COaBT. NpoBefeHo nccnegoBaHme 20 NaUMEHTOB C KITMHU-
yeckmm guarHosom MODY, cpean Hux BbiaBneHo 11 cniyva-
eB MODY?2, 2 cnyuyaa MODY3, 1 cnyyai MODY8 u 2 cnyuas
MODY12 [17]. B uccnegoBaHuu Tex e aBTopoB y 85 nauu-
eHToB ¢ peHoTunom MODY2 gurarHo3 611 BepndrLMpoBaH
c nomoubio MM nuwb y 25 (29,4%) [18].

XoTa MyTauma, NpMBOAALLAA K HapyLLUEHWIO YIIeBOAHOTO
obMmeHa, HabnogaeTca ¢ poxaeHus, amarHoctuka CI (nnm
npeaanabeta) NPOUCXOAUT 3HAUMTENIbHO MO3JHee, WHO-
roa gaxe nocne 18 net. HacTopoXKeHHOCTb B3POC/IbIX H-
JoKpuHonoros B oTHoweHun MODY ropasgo Huke. Yacto
y B3pocnbix pogutenen MMM nposogATtca y»ke nocne nog-
TBEpPXKAEeHNA AmarHosa y pebeHka. MNepexon pebeHka us-
nof HabnoaeHVA OeTCKOro dHAOKPUHONOra BO B3POCHYHO
NOJNMKIIVHVKY B peanbHOW KIMHNYECKOW NPaKTUKe Bbl3blBa-
€T MHOXeCTBO BonpocoB. Oco60ro BHUMaHWA 3aCy>KMBaoT
NccnenoBaHnA, NOCBALLEHHbIE BMepBble AMArHOCTUPOBAH-
HbiM criyyasm MODY Bo Bpems 6epemeHHocTH [19, 20].

MepepanbHbIf PerncTp caxapHoro avabeta (OPCA) npeg-
CTaBnAeT coboli yHMKanbHyo 6a3y AaHHbIX O NauveHTax ¢ CJl,
KOTOpble COCTOAT Ha AUCnaHcepHOM yyeTe B 87 permoHax Poc-
CUW, N COLEPXNT CBEAEHNA, BaXKHble O/1A OLEHKU Snnaemmno-
NOrNK, MOHUTOPUPOBAHNA NTIEYEHMA N PA3BUTUA OCTTOKHEHWI
CI. YncneHHocTtb naumeHTos ¢ CL1 B ®PC Ha 01.01.2023 . co-
cTaBnsieT 4 962 762 yenoseka (3,31% Hacenenua PO). U3 Hux
5,6% — 310 nauuneHTbl cCA1,92,3% —nauuneHTtbicCA2,2,1% —
c apyrumm Tnamm CI [21]. MaymeHTbl ¢ MODY oTHOCATCA K NMO-
crnepHel rpynne naumeHToB. [na nx knaccudukaumm 8 OPC
umeetcs 4 pybpukn: «<MODY 1», «<MODY2», «MODY3», «<npourie
MODY». ®PC[] no3BonsieT He TONbKO NPOBECTM OQHOMOMEHT-
HbI aHanu3 nauymeHToB ¢ CI] Tvna MODY, HO u NpocneauTsb
OVHAMUKY TeuyeHusi 3aboneBaHus, OueHUTb 3PQEKTVBHOCTb
NPOBOAMMON TEPANUN U XapaKTep OC/TOXKHEHUN.
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LIENb UCCNEAOBAHUA

MpoBecTn aHanM3 KIMHUYECKNX 0CObeHHOCTeln aebioTa
CJl, cocToAHWA yrneBogHOro o6MeHa, pacnpoCTPaHEHHOCTU
OCNIOXKHEHMIN 1 cTPYKTypbl CT 'y NaumMeHToOB C OCHOBHbIMU
Tvnamm MODY Ha ocHoBaHuK gaHHbix OPCL.

MATEPUANDbI U METOAbI
Mecmo nposedeHus uccnedosarus: THL PO OIBY «HMIALY

3HAOKpuHonorum» MuHsgpasa Poccun.
Bpems npogedeHus ucciedosaHus: NioHb—aBryct 2023 r.

OQHOMOMEHTHOE UCCNefoBaHNe C PETPOCMEKTUBHbLIM
aHanmn3om 6a3bl AaHHbIX.

MayueHTbl ¢ MODY, npoxmBatowme Ha Tepputopun PO.

B nccnepoBaHue 6binn BKIIOYEHbI BCE MALMEHTbI C Ana-
rHo3om MODY, 3apeructpupoBaHHble B 6a3e gaHHbix OPC[
no coctoAHuio Ha 01.06.2023 r.

OT160p naumeHtoB B OPCA (https://www.sd.diaregistry.
ru/) nponssogwuncs no unstpy «pyrue Tvnol gnabeta». Kpu-
TepusMm oTb6opa 6biny cnegytolme GoOpMynMpPOBKY B Nose
«tun C» KapTbl peructpa: «feHeTnyeckue pgedektbl QyHK-
umn b-knetok (MODY-1)», «[eHeTnveckne pedektbl GpyHK-
unn b-knetok (MODY-2)», «TeHeTuueckne fedekTbl GyHKLUN
b-knetok (MODY-3)» nnu «feHeTuueckne gedektol GyHKLUN
b-knetok (npoune MODY)». UHpopmauma o pesynbraTtax

(n=640)

MauneHTol ¢ MODY u3 OepfepanbHOro perncTpa caxapHoro anabeta

lNonapHbI MeXrpynnoBOn aHanu3 faHHbIX
nauMeHToB C pa3HbiMu TMNnamm MODY

UcknouyeHo

AHanus
XapaKTepuCTUK BCEN
BbIGOPKU NaLMEHTOB

163 nauymeHTa
C HEYTOYHEHHbIM
Tunom MODY

¢ MODY |

(n=640)

(n=87)

MaumenTbl ¢ MODY 1

MaumenTbl ¢ MODY 2 MaumenTbl ¢ MODY 3
(n=331) (n=59)

BkntoueHo B aHanu3
640 nayneHTOB

BkntoueHo B aHanu3
87 nauneHToB

BkntoueH B aHann3 BkntoueHo B aHanu3
331 naumneHTt 59 nauneHToB

n=71

| | n=304 | | n=49 |

UcknioveHo 13 aHanm3a

83 nauueHTa 6e3 cBeeHuin
06 ypoBHe HbAk, KpeaTuHUHa,
pPCK®, obLiero xonectepuHa,
JINHM, JINBM, Tpurnuuepupos,

UcknioyeHo 13 aHanusa 53 nawuueHTa 6e3 ceegeHnin
06 yposHe HbA, kpeatuHuHa, pCKO, oblero xonectepuHa,
JINHN, MBI, TPUMLEPUAOB, MOYEBOWN KNCOTbI

MOYEBOM KNCNOTbI

| n=453 | n—78

UcknroveHo 13 aHann3a

187 naumeHTOB, He NMeoLLNX
CBeAEHUN O NPOBOAMMON

UcknioveHo 13 aHann3a 143 naymeHTa, He MEIOLL X CBEAEHNI
O NPOBOANMON CaXxapOCHWXKaloLLen Tepanuu

CaxapOoCHMKaloLLen Tepannn

| n=640 n=87

| | n=331 | |

PucyHok 1. [n3anH nccnefosaHua.

Mpumeyanue. HbA, — ranKnpoBaHHbiii remornobuH; pCK® — pacueTHas ckopocTb kiy6oukoson dpunstpauuy; JINMHM — nunonpoTenabl HU3KOM NAOTHO-
ctu; JINBIM — nunonpoTengbl BbICOKON NIOTHOCTH.
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MI'U B peructpe He oTobpaxaetca. Dopmynuposka tuna CJ1
B KapTe yKa3blBaeTcaA fieyawum Bpayom. [pn sTom Hannume
YKa3aHHOro BpPavyoOM-3HLOKPUHONIOrOM KOHKPETHOro Tuna
MODY paccmaTpmBanoch Kak pesynbTaT NPOBeAEHHOro pa-
Hee MI'N.

MauneHTbl ObINM pa3genieHbl Ha YeTbIPe FPYNMbl MO TUMY
MODY: naumeHnTbl ¢ MODY 1, MODY2, MODY3, a Tak»e C Heo-
npepeneHHbiMn Tnamm MODY (npoune MODY). Takxke gna
pAfda NapaMeTpoB NauUMeHTbl OblIM 4ONMONHUTENBHO pa3ae-
neHbl Ha ABe rpynnbl: nayneHTbl ¢ Cl, AnarHoCTMpPOBaHHbIM
B Bo3pacTe Ao 18 ner, ¢ Cll, AanarHocTMpoBaHHbIM B BO3pac-
Te =18 net.

O6e3nnyeHHble OaHHble aHaMHe3a, aHTPOMoMeTpuye-
CKMe XapaKTepucTuKK, pesynbTaTbhl JAGOpaTOPHbIX MCCIe-
[10BaHWI Gblnv 3arpy»eHbl U3 aHKeT naymeHToB OPCJ.

KomneHcaLus yrneBogHoOro obMeHa oLeHuBanach Ha oc-
HOBaHMM AaHHbIX pasfgena pernctpa — «% HepoCTUXKEHUA
HbA1c (MocnepgHUn BU3UT)» B aHKeTaX NALNMEHTOB, KOTOPbLIN
coaepXnT nHGOPMaUMIo O CTeMNeHN NPEBbIWEHNA MHANBY-
AyanbHOro LenieBoro YpoBHs HbAk. Hanwnune «gncnunnpe-
MUM» YKa3blBanoCb crneyuanuctom, 3anonHaswum OPCJ,
6e3 yKkazaHua abconoTHOro 3HauYeHMA NoKasaTenen.

[nsanH nccnepoBaHuA NnpeacTaBnieH Ha puc. 1.

CratncTnyeckyto o6paboTKy AaHHbIX BbIMOSHANM B NPO-
rpamme Statistica 13.5.0.17 x86 (Tibco Software, 2018). na
OLEHKM HOPManbHOCTY pacnpeaeneHna Npru3Hakos Npume-
HAncA Kputepuin Konmoroposa-CMnpHoBa.

PacnpegeneHune KonnyecTBEHHbIX MPU3HAKOB NpeacTaB-
NeHO B BUAE MeAMaH 1 MeXKBapPTUIIbHOIO nHTepBana (25%-
n 75%-kBaptunun) — Me [Q1; Q3]. KauecTBeHHble faHHble
npeacTaBieHbl B BMAE abCOMOTHBIX (N) M OTHOCUTENbHbIX
BennUuH (%).

[na mexrpynnoBoro aHanusa KINMHNYECKNX XapaKTepu-
CTUK naumeHtoB ¢ MODY1, MODY2 n MODY3 gaHHble 13 Ka-
Teropum «npouyre MODY» He NCNONb30BaNNCh. 3HAYMMOCTb
pasnnumin Mexpy KONmyeCTBEHHbIMU NpPU3HakamMy B Hesa-
BMCUMbIX BblOOpKax OLeHMBaNacb C MOMOLLbIO KpuTepus
Kpackena-Yonnvca gna Bcei BbIGOPKM B LIENTOM, NMOMAPHbIE
MeXXrpynnoBsble pasnmuna — ¢ nomolLbio U-Kputepua MaH-
Ha-YUTHU. Pasnunuma mexay KayeCcTBEHHbIMWM MpU3HaKa-
MW BO BCEW BbIOOPKE OLEHMBANUCH C MOMOLLBIO KpUTepus

OPUTMHAJIbHOE NCCNEAOBAHUME

®pumaHa-XoNToHa, MONapHbIE MEXIPYNMOBble Pa3nnuna —
C nomoLLblo TouHoro Kputepmusa Ouuepa (two-sided p). Cra-
TUCTUYECKM 3HAUMMbIM CYUTANN YPOBEHb OLUNOKN NepBOro
poga meHee 5% (p<0,05), TakKe yuuTbiBanacb nonpaska
Ha MHOXXECTBEHHbI€ CPaBHEHUS.

WccnepoBaHue npefcTaBnano coboli peTpoCneKkTUBHBIN
aHanu3 gaHHbix 13 OPCL. MNpoTokon Ans oueHKn nccneno-
BaHUI Ha OCHOBe aHanu3a gaHHbix OPCJ] 6bin paccmoTpeH
NoKanbHbIM 3TuYyeckum komutetom OrbY «HMUL, sHaokpu-
Honorum» MuHsgpasa P® N220 ot 14 gekabpa 2016 r.,, npu-
HATO NONOXMTENIbHOE peLLeHNe.

PE3YJNIbTATbI

O6LLee YnMCNo MALUMEHTOB, BKIIIOUYEHHbIX B UCCNIeoBa-
Hue, coctaBuno 640 uyenosek. 3 HUX y 163 yenosek Tun
MODY He 6bin1 yKazaH (25,5% Bceir Bbibopku). Cpeam naum-
€HTOB C yTOYHeHHbIM Tnom CJ] Hambonbluyio Fpynny cocTa-
BMAK nauyuneHTbl ¢ MODY2 (MyTauma B reHe rmioKOKNHa3bl) —
69,4% (331 uenosek). [MauneHTbl ¢ MODY1 (MyTauma B reHe
HNF4A) coctaBunm 18,2% (87 yenosek) u MODY3 (myTauma
B reHe HNF1A) — 12,4% (n=59 yenosek) (puc. 2). Anutenob-
HOCTb HabnoaeHna 6 [3; 9] ner.

OCHOBHble  XapaKTepPUCTUKK
B Tabn. 1.

Ha MomeHT wccnepoBaHua 266 nauyueHtoB (41,6%)
nmenu Bo3pact mnagwe 18 net, 228 yenosek (35,6%) —
oT 18 go 30 neT, n 146 yenosek (22,8%) 6binu cTapiue 30 neT.

OnarHo3 «C[ll» yctaHoBneH B Bo3pacTe go 18 ner
y 71,4% Bcex cnyyaes MODY, y 28,6% — B BO3pacTe
>18 nert. BbiABNEHbl CTaTUCTUYECKU 3HAYMMbIE Pa3nnyna
no Bo3pacty gebiota C mexay rpynnamu. Mpu MODY2
anarHo3 «C[l» 6bin ycTaHOBNeH B Bo3pacte fo 18 net
y 85,2%, B rpynne nayueHtoB ¢ MODY3 — vy 67,2%
(y 32,2% gnarHos «C[l» 6bin ycTaHoBeH nocie 18 net, me-
AnaHa B 3Ton rpynne 33 [21; 50]), npu MODY1 —y 47,1%
(y 52,9% naumeHTOB AiMarHo3 6bia NOCTaB/EH B BO3pacTe
cTtapwe 18 net, B cpegHeM — 34 [27; 51] roga). Mpwn 3Tom
B rpynne MODY3 uncno nayMeHTOB KEeHCKOTro nosna npe-
BbILIANO YMCIIO MaLMEHTOB MYXCKOro rnona 6onee, uem
B 2 pa3a (71,2 vs 28,8%).

rpynn  CyMMMPOBaHbI

Yucno naumeHTos, n (%)

59 (12,4) 87 (18,2)
MODY1
MODY2
MODY3
331 (69,4)

PucyHok 2. PacnipefieneHvie naymeHToB ¢ yTouHeHHbIM Tunom MODY B 6a3e gaHHbix DefepanbHOro peructpa caxapHoro gnabera.
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Ta6nuua 1. OCHOBHbIe KIMHMYECKMNE XapaKTepnUCTUKK NaumeHToB ¢ MODY1, MODY2 1 MODY3 no gaHHbiM QefepanbHOro perncrpa caxapHoro avabeta

Bca Bbi6opKa MODY1 MODY2 MODY3 -3HauYeHme
(n=640) (n=87) (n=331) (n=59) P
LeTtn/B3pocnble 344/296 29/58 229/102 22/37 i
(Ha MOMeHT nccnepgoBaHua), n (%) (53,8/46,3) (33/67) (69,2/30,8) (37/63)
<0,001
Bo3pacTt Ha MOMeHT nccnegoBaHus, netT 19 26 15 20 p,,=<0,001
P A ’ [13; 28] [18; 4] [10; 21] [17;271  p,,=0,040
p, ,=<0,001
Yncno naumeHTOB B BO3pacTe <0,001
<18 net M"l>1 8 net Ha MOTAEHT 457/183 41/46 282/49 40/19 p,,=<0,001
= (71,4/28,6) (47,1/52,9) (85,2/14,8) (67,8/32,2) p,.=0,018
NOCTaHOBKW AnarHo3a «C», n (%) 13
p,,=0,003
<0,001
Bo3pact Ha MOMeHT NOCTaHOBKM 13 19 10 14 p,,=<0,001
anarHosa «Cll», net [7;19] [13;36] [5; 15] [11;21] p,,=0,026
p, ,=<0,001
<0,001
Bo3pact gnarHoctukn C1 y naymeHToB 10 12 8 12 p,,=0,001
c ne6iotom C/1<18 ner, net [5; 13] [9; 14] [4; 13] [9,5; 14] p,,=0,789
p, ,=<0,001
Bospact gnarHoctukm C] y nauneHToB 32 34 32 33 0232
c ge6iotom C[1=>18 ner, net [24; 43] [27; 51] [24; 40] [21; 50] !
6 6 6 7
JOnntenbHOCTb HabnogeHns, neT [3; 9] [4:10] [3; 8] [4: 10] 0,109
<0,001
326/314 42/45 186/145 17/42 p,.,=0,226
(o) 27
Mon, M/, n (%) (50,9/49,1) (48,3/51,7) (56,2/43,8) (288/71,2)  p,.=0,025
p,,=<0,001
<0,001
22,7 23,7 21,4 234 p,.=0,150
1 2 ’ 12 r 12 R ’
UM, kr/m [20,3; 26,6] [20,5; 26,8] [20,1; 25,3] [21,5287] p,.=0687
p,,=0,077
JlabopaTopHble noKasatenu
<0,001
6,4 6,9 6,3 6,6 p,.=0,001
— 0, 7 '’ 7 r R
HPA, (n=522), % [6; 6,91 [6,2;7,9] [6; 6,61 61;75]  p,.=0494
p,,=<0,001
_ 65 67,1 64,1 66
KpeaTuHuH (n=323), MKMOnb/n 54: 78] [59.5: 87] (54 77] [54: 79] 0,675
99,5 102 96,0 103
2 2 ’ ’
PacuetHaa CKO?, mn/MnH/1,73m [82.5: 117] (714 116] [79.9: 120] (84,2: 116] 0,514
N 4,3 4,3 4,2 4,5
O6wmin xonectepuH (n=340), Mmonb/n 3,7: 4,9] 3,8: 5,6] [3,6: 4,8] [4; 5,05] 0,069
1,4 1,4 1,5 1,45
JTINBI (n=142), Mmors/n [1,2:1,8] [1,2:1,9] [(1,1:1,81 [1,3:1,81 0810
2,3 2,8 2,2 2,2
JINHIT (n=136), Mmons/n [1,9:2,9] 2,1:3,51 [1,9;2,73] [1,7: 2,81 0,092
0,9 1 0,8 1
Tpurnuuepugpl (n=205), mmonb/n [0,6:1,2] [0,85: 1.3] [0,6: 1] 0,6:1.2] 0,023
238 243 248 228
MoueBas kucnota (n=43), MKMOJb/n [205: 272] [227: 356] [223: 308] [181: 275] 0,846

MpumeyaHue. 3gecb 1 fanee KoNNMYeCTBEHHbIE JaHHble NpefCcTaBNeHbl B BUAe MefjnaHbl 1 MeXKBapTuabHoro nHtepsana — Me [Q1; Q3], kayecTBeHHble
[laHHble NpeAcTaB/ieHbl B BAe abCOMOTHOrO N OTHOCUTENIbHOTO 3HaYeHUA n (%). MoporoBbIi ypoBeHb P NPV MEXIPYNNOBOM CPaBHEHWM, yUnTbiBas No-
npasky boHdeppoHu, coctaBumn 0,0016.

CJl — caxapHbiit gnabet; M/K — my>umHbl/xeHwmHbl; UMT — nHaekc maccbl Tena; HbA, — rnnknpogaHHbii remorno6u; CKO — ckopocTb Kny60ouKkoBoi
dunstpaumy; JINBIM — nunonpoTenabl Bbicokon nnotHocTy; JINMHI — nunonpoTenabl HU3KOW NIOTHOCTU.

' UMT paccumTbiBancs TonbKo AnA naumeHToB B Bo3pacTte 18 feT 1 cTaplue Ha MOMEHT 3anoJIHEHNA aHKeTbI.

2 CKO paccunTbiBanack no ¢opmyne LLiBapua ansa naumeHToB mnagwe 18 net Ha MOMeHT 3arofiHeHUA aHKeTbl 1 no popmyne CKD-EPI — ana nauneHToB
oT 18 net.

Diabetes Mellitus. 2024;27(4):321-335
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OPUTMHANBHOE NCCJTENOBAHME

Paznuunin no UMT y B3pocnbix NaLmMeHTOB Npu MeXrpyn-
MOBOM aHasin3e He BblBNEHO.

CBefieHus o poacTBeHHMKax ¢ C[1 ykasaHbl nvwb y 9 na-
LMeHTOoB, 0 bepemeHHOCTU — Y 7 U3 314 xeHwwmH ¢ MODY.

Mauventol ¢ MODY2 vmenn 6onee HU3KWIA YPOBEHb
HbA, , yem naumentbl ¢ MODY1 1 3 (p<0,05). NMpuyem 311
pa3nuuna HabNLaNUCh Kak B rpynmne nauueHToB, Y KOTO-
pbiX HapyleHUs YrneBOAHOrO OOMeHa Obliv BbisiBNEHDI

B AIETCKOM BO3pacTe, Tak M Npu JuarHocTmke 3abonesaHua
y B3pocsibiX. [oKasaTenu KpeaTuUHVHA, pacyeTHOW CKOPO-
cTn Knyboukoson dunbTpaumm (pCKD) u MoyeBON KNCNOTLI
B rpynnax He pasnnyanuce.

JleyeHne
CrpykTypa CT y naumeHTOB € OCHOBHbIMY Tunamm MODY
npefcrasneHa Ha puc. 3, 4.

100 2,56
8,65
20
80
e 70 ba3anbHbI UHCYNNH
o
e 60 = onat
] 5 W nccnuuT
g m ncen
% 40 [ Oveta
= 30
20
10
0
MODY1 MODY?2 MODY3
(n=78) (n=208) (n=48)

PucyHok 3. CaxapocHuxatolas Tepanua y naumneHtos c MODY1, 2 1 3 no gaHHbiM QefiepanbHOro peructpa caxapHoro aviabeta. Ha rpaduke He oTobpakeHbl
nauueHTbl, MoyyYatoLLMe TONIbKO GOMIOCHDIV MHCYNMH (MO 1 NaLumMeHTy B KaxAow rpynmne), NauyueHTbl Ha MOMMOBOW UHCYNIMHOTepanuu (2 naumeHTa B rpynne
MODY1), nonyyatoLyme cmeLlaHHble NpenapaTbl HCYNMHa (3 nayueHTa B rpynne MODY?2).

NpumevaHne. AT — uHTeHcudULUMpPOBaHHaA MHCyNMHOTepanua c/6e3 caxapocHWKalowWwmx npenapatoB Apyrux knaccos; MCCM — nepopanbHble
caxapocHuxatolue npenapatbl; UT — UHCynMHoTepanua.

70

61,1

60

50

1. MODY1
¥l MODY2
= moDY3

40

30

Hons nauneHTtoB, %

20

) IIII”I=II=ﬁIﬁ

0

nyka nan ncm
wnn NCQ

nHIMIT-2

Tonbko
aveta

buryanunabl nAnn-4

PricyHOK 4. YacToTa HasHauYeH s PasnnyHbIX KNacCoB CaxapOCHMKAIoWMX NpenapaTos y nauveHTos ¢ MODY1, 2 1 3 no gaHHbiM QepepanbHoro permcrpa
caxapHoro gua6era.

Mpumeyvanue. WYKL — nHcynuH ynbtpakopoTkoro genctsus; WAL — vHcynuH anutenbHoro aenctaus; UCL — MHCYNnH cpeaHein NPOLONIKUTENbHOCTA
pencteusa; NMCM — npenapatbl cynbdoHnnMmoueBuHbl; MHIIT-2 — MHIMOMTOPbI HATPUIA-TIIOKO3HOTO KOHTpaHcnopTepa 2 tnna; nMNM-4 — nHrnbmtopsl
avnenTuaunnentuaasbl 4.

* — CTaTUCTUYECKM 3HAaUMMble pasnmuua ¢ Apyrumm rpynnamum (p<0,001).
# — CTaTUCTNYECKM 3HaUYMMble Pa3nuuna mexay Bcemu rpynnamm (p<0,001).

CaxapHblit anabert. 2024,27(4):321-335 doi: https://doi.org/10.14341/DM13100 Diabetes Mellitus. 2024;27(4):321-335
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p=0,835
,— p<0,001 _l ,— p<0,001 —\
100

2,52
8,96 !
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L
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S 50 ) .
g 0 82,0 a0,1-0,9%
x o
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30
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PI/ICyHOK 5. CreneHb NpeBbilWeHNA LeneBoro YPOBHA MUKNpoBaHHOIo remorno6vHa B rpynnax.

B rpynne MODY1 pa3nnyHble nepopa’sibHble CaxapOCHM-
Xatowme npenapatbl (MCCM) nonyyanu 35,9% nauneHTOB
(25,6% 6uryaHuabl, 14,1% — MNCM), 35,9% — MHCynuHOTe-
panuto (LT) (28,2 — MHTEHCMOULIMPOBAHHYIO MHCYNIMHOTEPaA-
nuto (MAT), 5,3% — UT B KombuHaumm ¢ NMCCIM n 2,56% — 6a-
3aJIbHbIA UHCYNVH) 1 24,4% TONbKO cobnoganv guery.

3 n3 5 naunenTtoB (60,1%) c MODY2 He nonyyanu meau-
KaMEHTO3HOro JIeUeHNA U HaxOAUNUCb Ha AMeToTepanuu.
OpHako noutn 40% nonyyanu Kakme-nn6o NCCM unmn nHcy-
nvH (19,2 — MNCCIM n 17,81% pasnuyHble CXeMbl NMHCYNTMHO-
Tepanuu).

B rpynne nauuneHTtoB ¢ MODY3 pa3snunuHbie MNCCI nony-
yanu 54,2% (npw atom 45,8% — MNMCM), UT — 31,2% (MNT —
20,8%), Tonbko cobntoganu guety — 12,5%.

Hanbonbluaa yactota HazHaYeHNA NHCYNIMHA, B TOM YuC-
ne VT, Habntopanack B rpynnax MODY1 u 3 (35,9 1 31,2%),
B TO Bpema Kak B rpynne MODY2 WUT nonyyans 3HaumMmo
MeHbLUe naumeHToB (17,8%, p<0,001). Mo yacTtoTe Ha3Have-
HuA 6a3anbHOro MHCyNMHa B kombuHaumm ¢ NMCCM pasnuunia
Mexay rpynnamm He obHapyxeHo. B rpynnax MODY1, 2 n 3

MefyraHa CPOKOB Ha3HauyeHua UT He pasnuyanacb u coCTas-
nana 0 [0; 2], 1 [0; 6] n 1 [0; 3] neT cooTBeTCTBEHHO. ACCoLu-
auumn mexgay cpokamu HasHadeHusa UT n Bo3pactom aebiota
(Mnagwe 18 net nnm ot 18 NET 1 BblLLE) TaKXKe He BbIsIB/IEHO.

AHann3 4acToTbl Ha3HAYeHUs PasHbIX CaXxapOCHWUKato-
WMX npenapaTtoB npu pasHbix Tunax MODY npeactaBneH
Ha puc. 4.

Llenesoin yposeHb HbA, 6bi1 BOCTUrHYT y 6OMbWIMHCTBA
nayneHToB ¢ MODY2 — 82%, 1 nvwb y NOMOBUHbI NaLu-
eHToB ¢ MODY1 1 3 (puc. 5). Y 26,9% nayneHTtoB ¢ MODY'1
ny 27,4% c MODY3 yposeHb HbA, npesbiwan uenesoin 60-
nee yem Ha 1%.

B rpynne MODY2 y nauueHTOB Ha AmeToTepanuu ypo-
BEeHb HbA1c B cpefiHeM 6bin Ha 0,4% HuXe, yem B rpynne na-
LMEHTOB, NOoNyyYaloLWmnx MeilkaMeHTO3Hoe fieyeHue (6,2 vs
6,6% p=0,015).

Y naumeHToB, nonyvatowux UT, B rpynne MODY2 anu-
TeflbHOCTb 3aboneBaHuA OKasanacb Oosblue, yem y na-
uneHToB 6e3 UT (9,53 vs 6,1 net, p=0,003), B TO Bpems KakK
y naumeHtoB ¢ MODY1 1 3 Tako ¢Bf3u He 6bino (Tabn. 2).

Tabnuua 2. inutenbHOCTb 3a601€BaHNA, YPOBEHD MMKUPOBAHHOIO reMoriob1Ha 1 Hanmumne ocNoXXHeHN y nauyeHToB ¢ MODY1, 2 1 3, nonyvatowmx v

He nony4varwmnx NHCYNnHoTepanuio

MayuneHTbI MayuneHTbl,
Ha UHCYIMHOTepanuun He noayvalowme HCYNINH p-3Hauehne
OnutenbHOCTb 3a6oneBaHus, neT
Bcs BbiGOpKa 7[411] 6 [4; 8] 0,003
MODY1 714,5;11] 51[4; 8] 0,098
MODY?2 71[5;12] 6[3; 8] 0,003
MODY3 7[4;10] 6,0 [4; 9] 0,9413
YpoBeHb HbAk, %
Bcs BbiGOpKa 7,01[6,3; 7,9] 6,3 [6,0; 6,8] <0,001
MODY1 7,316,8; 8,4] 6,65 [6,2;7,1] 0,048
MODY2 6,5[6,0; 6,8] 6,3 [6,0; 6,6] 0,263
MODY3 7/45[6,5;9,6] 6,4 [5,9; 6,9] 0,001
Hanunuue ocnokHeHumn, n (%)
Bcs Bbi6OpKa 52(34,7) 39 (7,96) <0,001

MNpumeuannue. P =0,05/3=0,017 (nonpaska boHdepponn); HbA, — ramknposaHHbIi remornobuH.
' [lonw (%) yKa3aHbl U3 pacyeTa Ha KOIMYECTBO NALMEHTOB Ha UHCYIMHOTePanun 1 6e3 MHCYNMHOTEPANM B Pa3HbIX rpynnax.
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OCJIOXKHEeHUA peTuHonartumsa HedpponaTtua HelponaTtus

PucyHoK 6. [lona nayueHToB C MUKPOCOCYANCTBIMU OCSTIOXHEHUAMM (ArabeTnyeckon peTrHonaTren, AnabetTnyeckon Hedponatuei, AmabeTnyeckom
HelponaTueil) caxapHoro avabeTa B rpynnax ¢ pasHbimu Trnamm MODY.

I'Ipmmeanme. * — CTaTUCTUYECKME 3HaUMMble pasnnyua C gpyrummn AsymaA rpynnamun.

Y nauymeHToB ¢ MODY1 u 3, nonyyatowux WUT, Habnopancs
Gonee BbICOKMI1 ypoBeHb HbA, . B uenom npu aHanuse Bcen
BbI6OpKM ocnoxHeHna Cll 6onee yacto Habnoganucs y na-
LMEHTOB, NMONyYaoLmMX UHCYNNH, OQHAKO, YUMTbIBas Hepdo-
CTaTOYHOE KONNYECTBO [aHHbIX, CPaBHUTENbHbIA aHanm3
B 3aBUCUMOCTU OT Tna MODY He npoBefeH.

Tonbko 14,2% aHKeT perncrpa cogeprkanv CBefeHus
O HaNMYUN MUKPOCOCYAUCTBIX OCJIOKHEHUN (B TOM yuncie
6e3 YTOUHEeHNA X XapaKTepa).

BblfABNEHbl CTaTUCTUYECKU 3HAUMMble Pas3numA Mo ya-
CTOTE MUKPOCOCYAUCTBIX OCIIOKHEHUI MeXAY Pa3HbIMU TU-
namyn MODY (p<0,001).

Mpu post-hoc aHanuse nauumeHTsl ¢ MODY1 1 MODY3
He pa3Nnyanmcb No obLiemy KonmyecTsy MUKPOCOCYANCTBIX
ocnoxHeHnn (23,0 n 22,0% nNauMeHTOB COOTBETCTBEHHO)
(punc. 6). B rpynne MODY2, Kak 1 ciefoBano oxugatb, Ha-
6nofanacb HauMMeHblUasA YacToTa MMKPOCOCYAUCTBbIX OC-
NOXHeHUN (6,34% nauymeHToB, p<0,05).

Yactota gmabetnueckon petuHonatim (OP), anabeTtu-
yeckol Hedponatum (OH) n anabetnyeckon AUCTaNbHOWM
nonvHenponatun (OMNH) B rpynnax MODY1 1 MODY3 oka-
3anacb oanHakoso (p>0,05). Y nauneHtos ¢ MODY1 n 3 1P
Habniopganuco y 5,75 n 3,39% nauuentos, JH — y 10,3

30

p=0,003

n 11,9% naumnentos, ANMH —y 14,9% un 15,3% naymeHTOB Co-
oTtBeTcTBeHHO. MODY2 xapaktepm3yeTcs MeHbLUen 4YacTo-
TOW ocnoXxHeHun (p<0,05).

Bbbin npoBefeH aHann3 B3aMMOCBA3W MeXAy Hannuu-
€M OC/IOXKHEHUN K BO3pacTom auarHoctukn CIL n gnu-
TENbHOCTbIO 3aboneBaHuA. B obwen Bbibopke y naum-
€HTOB C OCJIOKHEHUAMU BO3pacT AmarHoctukn CJLl 6bin
BbllE, YeM Y NauMeHTOB 6e3 oCnoXHeHui. Tak, y naym-
eHToB ¢ [P, OH v AMNH C[ 6bin gnarHoctnpoBaH B 27 net
[9,5; 32], 8 28,5 ropa [14; 33,51 B 19,5 ropa [12; 32] cooT-
BETCTBEHHO, TOra Kak y nauueHToB 6e3 3TuX OC/IoXKHe-
Huin CJ] 6bin anarHoctTupoBaH B 13 net [7; 18,5], B 12 ner
[7; 18] u B 12 neT [7; 18] cooTBeTCcTBEHHO (p<0,05). OpHa-
KO Npu aHanmse Kaxaoro otgenbHoro Tuna MODY gaHHas
3aKOHOMEpPHOCTb MPOCAeXMBaNach NMb B OTHOLIEHUN
IH, B rpynnax MODY1 n 2. 1P 6bina cBA3aHa ¢ 6onblien
AnuTenbHOCTbIo 3aboneBanuns (8,5 roga [4,5; 19,5] vs 6 net
[3; 9], p=0,002).

OcTtpble ocnoxHenuA CJl (rmnornnkemmnyeckas, rmnepo-
CMONIAPHAA KOMa, pa3Hble CTEMEHW KeToauuaosa, nakTaTta-
Lnao3) BCTpeYanucb B €AUHUYHbBIX CJyYanX.

Y naumentoB ¢ MODY1 u 3 no cpaBHeHuto ¢ MODY2 nou-
TV B 2 pasa yalle BCTpeyanacb gucnmnugemms, u B 5,6 pasa
yale — apTepuanbHasa runepTeHsua (p<0,05, ogHako
p-KpUTepUn He JOCTUTraN NOPora CTaTUCTUYECKON 3HAYNMO-
CTW € yyeToM nonpasku boHbeppoHum) (puc. 7).

—— p=0,018 —\
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PricyHoK 7. [lonAa nauneHToB C AUCIMNMAEMIEN 1 apTepraibHON runepTeHsven B rpynmnax.
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CrHOpOM [OMabeTMyeckon CTOMbl, MaKpoOaHruonaTmim
B LENIOM, uwemnyeckass 6onesHb cepaua, B TOM uucre
oCTpbifi MHGAPKT MUOKapAa, aTepoCKIepos, XpoHMYecKasn
cepaeyHas HeOCTaTOYHOCTb ObIN YKa3aHbl B aHKeTax na-
LMEHTOB B eIMHNYHbIX CJlyYasnx (He bonee Tpex nauneHToB
BO BCell BbIOGOpKe).

OBCYXXAEHUE

Pernctpauua nauymeHtoB B OPCJ ocyuwectBnaerca
BO Bcex permoHax Poccuiickon ®epepauuu; Takum obpa-
30M, BbIOOPKA, MCMNONb30OBaHHaA ANA CTaTUCTUYECKOTO
aHanM3a B HalleM UCCNieloBaHUM, BKJOYAeT B cebsa Bce
LOCTYMHble Ha JaHHbIA MOMEHT CBefieHUA O naumeHTax
¢ MODY B peanbHOM KANHMYECKOW MpPaKTMKe Ha OCHOBE
BCEPOCCMICKON 6a3bl AaHHbIX nauneHToB ¢ C[1 B PO u aB-
nAeTcA Hambosiee penpe3eHTaTUBHON A1 POCCMIACKOM Mo-
nynaymu.

MODY obbeguHsaet Tunbl C[1 ¢ ayTOCOMHO-LOMUHAHT-
HbIM TMMOM HacJieJoBaHMA, B OCHOBE KOTOPbIX Nnexart My-
Tauuy FreHoB, aCCOLMMPOBAHHDBIX C HapylleHuem ¢GyHKUMM
6eTa-knetok. [na MODY xapakTepHO: BbifiBJIeHWE ruUnep-
rMNKEMUN B PaHHEM BO3pacTe, KNAacCUYeckn — [0 AOoCTMXe-
HUA 25 feT, XOTA AUarHo3 MOXeT ObITb YCTaHOBNEH 1 B 60-
nee cTaplemM BO3pacTe; MOHOreHHble MyTauuy MpruBOAAT
K HapyLWeHUo CeKpeunn WHCYIMHA NpU MUHUMANbHbIX
UM OTCYTCTBYIOWUX AedeKTax B €ro AencTBuM, ayTOCOM-
HO-AOMUHAHTHbIA TUMN Hac/iedoBaHWA, OTCYTCTBME aHTUTEN
K aHTUreHam 6eTa-KneTKu.

CXOXeCTb KNMHMNYECKOW KapTuHbI 3aboneBannsa 1 ¢ CO1,
n c C[2, B page cnyyaes cyiyyaiiHoe O6HapyxeHune runepr-
JIMKEMUKN, HEOOXOAMMOCTb NpoBeaAeHUs ana anddepeHUm-
anbHOW ANArHOCTUKU JOPOroCTOALMX MMMYHOMOMMYECKNX
N TeHeTNYeCKUX WUCCNeAoBaHUN OOBACHAT TPYLHOCTU
CBOEBPEMEHHOWN AnarHoCTUKK gaHHoro tuna CJl. OueBng-
HO, uyTo 6onbWUHCTBO ciyyaeB MODY ocTaloTca BOBpems
He ANAarHoOCTUPOBaHHbIMU [22, 23].

OueHka 3abonesaemoctn MODY TpebyeT npoBege-
HMA NONYNAUMOHHBbIX MCCNefoBaHUM W B HacToAlee
BpemA M3yyeHa HefocCTaToyHo. [1o gaHHbIM nuTepaTy-
pbl, MMHUManbHas 3aboneraemoctb MODY oueHuBaeTcs
Kak 0,2 cnyyana Ha 100 000 getenn u monogexu go 18 net
B rog [24], Torga Kak npeanonaraemas 3abosieBaemocTb
MODY B lepmaHuun coctaBnaeT 2,4% y pgetem m nopg-
pocTtkoB o 15 net ¢ BnepBble AMArHOCTUPOBAHHbLIM
CQh (25, 26].

B oTnnune oT 3aboneBaemocTu, npeanosiaraeMas pac-
npoctpaHeHHOCTb MODY wWunpoKo onucaHa B nutepaTtype.
O6wwana pacnpocTpaHeHHocTb MODY, B OCHOBHOM Ccpefu eB-
ponencknx KoropT, oueHmnBaetca B 1-5 Ha 10 000 uenosek
(v npumepHo 1 Ha 23 000 y getel), uTo cocTaBnaeT 1-5%
Bcex 6bonbHbix C [2, 27-30].

B Benunko6putaHuu, roe MMEeTCst XOPOLLO OpraHU30BaH-
HbIn perncTp naumeHTos ¢ C1 n ycnoBua ana nposefeHus
LEHTPANN30BAHHOIO FEHETUYECKOrO TeCTUPOBAHUSA, pac-
NPOCTPaHEHHOCTb MOHOFeHHOTo AnabeTa cocTasnsaeT 2,5%,
a pacnpocTtpaHeHHocTb MODY cocTaBnsAeT He MmeHee 68-108
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cnyyaes Ha 1 000 000 [2, 22, 31, 32]. Han6onee pacnpocTpa-
HeHbl B BenukobputaHmm MODY3 (52% Bcex reHeTuyeckun
noaTBepKAeHHbIX cnyyaes), MODY2 (32%), MODY1 (10%),
MODYS5 (6%) [2, 22]. Tem He MeHee CYUMTAETCA, YTO Npumep-
HO y 80% nauneHToB ¢ MODY oWwmn604YHO AnarHocTnpyeTca
Ca1vnn CA2 [22].

PacnpocTtpaHeHHOCTb U pacnpegeneHue Tunos MODY
cpean Monopbix nogen, npoxueawwux B Hopsernn, Hu-
depnaHpax, fepmaHuu n MNonblue, conocTaBuMbl ¢ 6purTaH-
CKMMM gaHHbiMK [1].

B CLUA pacnpocTtpaHeHHocTb MODY coctaBnseT nopsg-
Ka 1,2% ot Bcex cnyyaeB C[l1y geTeln, a pacnpoCcTpaHeHHOCTb
MODY y niogen B Bo3pacTe go 20 fieT COCTaBnAET He MeHee
21 Ha 1 000 000 [28]. B ABCTpanuun pacnpoCTPaHEHHOCTb
MODY y naumenToB ¢ C[] B Bo3pacTe go 35 net coctaBnaet
0,24% (He meHee 89 Ha 1 000 000 HaceneHus) [33]. Pacnpo-
cTpaHeHHocTb MODY cpean HaceneHunsa Adpukn, Asnn, FOx-
HOM AMEepVKM Hen3BeCTHa.

OueBUAHO, YTO 3HayeHVe PacnpPOCTPaHEHHOCTU OyaeT
onpefenATbCA XapaKTepuCTMKamm WUccnefyemon rpymnmbl.
Tak, pona MODY Bblle, eciv B UCCNefoBaHNEe BKIIOYEHbI
ToNbKO nauuweHTbl ¢ C[1 C¢ oTpuuaTeNnbHbIM pe3ynbTaToM
Ha ayToaHTMTeNa UIx ecn B UCCiefoBaHVe BKITIOYEHbI Na-
LUMeHTbl C NpeaanabeTMyecKMM NokKasaTtensamu, Kak B UTa-
NbSAHCKOM UCCef0BaHWN, rae pacnpocTpaHeHHocTb MODY
cocTtaBuna 5,5% [34].

KnvuHuueckrne oco6EHHOCTU U MOMEKYSPHO-TEHETUYE-
ckne ocHoBbl MODY2 n MODY3 B poccuinckon nonynayum
M3yyanucb y Jeter 1M NOAPOCTKOB B rpymnnax nauueHToB,
yKe KIMHNYECKN UHTEPNPETUPOBaHHbIX Kak MODY (umeto-
LWUX KIIMHMYECKUe 0COBEHHOCTM, MO3BONALLME NPeanosio-
XUTb Hannume MODY) [35, 36].

MNpoBegeHHOE HamKM NCCNefoBaHME — 3TO NMepPBbIN aHa-
nu3 pacnpoctpaHeHHoctn MODY B PO. B Hawem nccnepo-
BaHUM Ha MOMEHT cbopa AaHHbIX (aBryct 2023 r.) B8 ®PCA
HacumnTbiBanocb 105 384 nauymeHnta mnagwe 30 net, U3 HMX
anardHo3 MODY nmenu 494 naumenTa (0,46%). MNpwn aHano-
rMYHOM pacyeTe Ana Bo3pacTtHoun rpynnbl 0-20 net gnarHos
MODY Habntoganca y 318 (0,57%) nauueHtoB u3 55 401.
Mo»HO nNpeanonoXnTb, YTO MOBbIWEHE OCBELOMIEH-
HOCTM KnuHMumMctoB o MODY, ynyduieHne [OCTYMHOCTH
MI'V B panbHelwem npuseeT K yBenuyeHuo gonm MODY
B cTpykType C[l B PO.

B HacToAWwee BpemA n3BeCTHO 14 reHOB, NPUBOAALLNX
K pa3BuTuio pa3nnyHbix Tunos MODY, npu 3Tom Hanbonee
yacTo BCTpeuvatoTca gBa — MODY2 n MODY3, o6ycnos-
NeHHble MyTauMAaAMN B reHax rioKoKnHasbl (GCK) n agep-
Horo ¢akTopa renatountoB (HNF1a) [3]. Heckonbko pexe
BcTpeuvaetca MODY1, accoummpoBaHHbIA C MyTauuen
HNF4A. WNHble Tunbl MODY BcTpeualoTca CyLeCcTBEHHO
pexe.
[MOKOKMHa3a KaTanmsnpyeT npeBpalleHne rioKo3bl
B II0KO30-6-pocdaT B 6eTa-KneTkax nomaxenynoUuHom xe-
nesbl, rernatounTax MeyvyeHu, crneundrnyecknx HenpoHax
rmnoTanamyca u SHTepouuTax KnweyHuka. B renatounTtax
FMIOKOKWHA3a perynnpyeT noraoleHne roKo3bl U CUHTE3
rMYKOreHa 1 nodasnaeT NPoAyKLUMIO [I0KO3bl Yyepes nyTb
rMioKoHeoreHesa. OO6Llenpr3HaHa pPoNib  [IIOKOKUHA3bI
B KayecTBe CEHCOpa roKO3bl B NpoLiecce CeKpeuunmn WH-
CyNMHa MaHKpeaTuyeckumn beTa-knetkamu. [locnegHue
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3KCMepUMEHTasNbHble [aHHble CBUAETENbCTBYIOT 06 yua-
CTUW FIIOKOKUHA3bl U B perynauum ¢yHKLUMOHaNbHOM Mac-
cbl 6eTa-kneTok [37].

Mpu MODY2 KnuHuYyeckue CUMNTOMbI 3aboneBaHusA
OObIYHO OTCYTCTBYIOT, BbISIBIEHWE HapPYLUEHWUA YrneBof-
HOro OoOMeHa 4YacTo BbIABAKTCA Cly4YallHO, Hanpumep
npu nposefeHUN npodUIakTMYeckoro obcnenoBaHNA
UM No nmoBoAy COMyTCTByOLWero 3aboneBaHus, a Takxe
npu CKprHVHre BO Bpema GepemeHHocTW. Mpn MODY2
Kakas-nnb6o CT He nokasaHa. MauveHTam pekomeHpyeT-
cA cobnofieHne areTbl U KOHTPOJSIb Macchl Tena. BegeHne
6epemeHHbIx ¢ MODY2 TpebyeT ocoboro noaxoaa [38, 391.
HapyweHuns yrnesoHoro obmMeHa He MporpeccupytoT ¢ Te-
yeHnem Bpemenu [40, 41].

MODY3 cBa3aH ¢ myTaumamun B reHe HNF1A [42]. HNFTA,
Hapsgy ¢ HNF1B n HNF4A, npuHagnexunT K cemencTBy dak-
TOPOB TPAHCKPUNUUKN, COBMECTHO YMNPaBAALWMX SKCMpec-
CUeln reHOB, KOTOpble YYacTBYIOT B perynaumnm CUHTesa u ce-
KpeLMn WHCYNWHA, TPAHCNopTa U MeTabonm3ma FioKo3bl
N aMUHOKMCNOT B GeTa-KneTkax MomesyqouHoOuW »enesbl.
B neueHun 3T GpakTOpbl TPAHCKPUMLUMY YHACTBYIOT B CUHTE3€
NIMNONPOTENAOB, B MOYEYHbIX KaHanbLax — B MOAAepXa-
HUKW MoYeyHoro nopora rnkozypun [43]. Mytauumn HNFTA
CTaHOBATCA MPUYMHOW CHWKEHWUA SHAOOTEHHOW CeKpeuuun
WHCY/IMHA U YMEHbLUEHNA Maccbl GeTa-KneToKk B OCTPOB-
Kax NoaXXenygouyHOW »kenesbl. XapakTepHbIM MPU3HAKOM
MODY3 aBnaetca syrnukemmyeckas rnwokosypua. MODY3
yaule gebroTrpyet mexgy 10 1 40 rogamu 1 xapaktepusyeT-
€A 6bICTPBIM MPOrPeccMpoBaHMEM OT NpeaanabeTnyeckmx
HapylweHun K MaHnpectHomy Cll. [le6toT yacTo cBA3aH C co-
CTOAHUAMM MOBbIWEHHOW WMHCYIMHOPE3NCTEHTHOCTU (Ha-
npumep, nybeprart) [44].

DaHHble o Tom, Kako Tn MODY npeo6nagaet B nomny-
nAaumMn, pasHATCA. Tak, COOTHOLEHME PacnpPOCTPAaHEHHOCTH
MODY2 n MODY3 B pa3nuyHbIXx UCCNefoBaHNAX Bapbupy-
et o1 0,29 pgo 9,5 [2], n, MO faHHbIM 3apybHeXKHbIX aBTOPOB,
pona naumeHToB ¢ MODY3 npumepHO comnocTaBMMa C fAo-
nen MODY2 unun pgaxe Bbiwe. MNpocnexneaeTca TeHAeHUNA
K npeobnagaHnio MODY?2 B 6onee 10XHbIX cTpaHax EBponbl
n MODY3 — B cTpaHax CeBepHon EBponbl.

B ctpyktype MODY B P® Hanbonbluyto fonio 3aHMMaeT
MODY2. MNpwn 3tom y 85,2% naureHToB HapyLleHWsA yrneBo-
[HOro o6meHa ObiNn AMarHOCTMPOBaHbI B Bo3pacTe go 18
neT, T.e. AeTCKAMM SHAOKprHoNoramm. Hapaay c obwmmu xa-
paktepuctukamm MODY Tun 3aboneBaHus, 00yCIOBNEHHbIN
MyTauueln B reHe rOKOKMHAa3bl, MMeEeT [OBOJIbHO XapakK-
TEpPHble KINHNYECKUEe 0COBEHHOCTN: YMEPEHHAsn rmneprim-
KeMMA HaTOLAK, YacTo NPV HOPManbHOM WM HEBbICOKOM
YPOBHE MNKNPOBAHHOIO remoriiobuHa, HopMasibHas Macca
Tena, HapyLEeHWA YreBOAHOro oOMeHa MPOCIEXMBAOTCA
B KaX[JOM MoKoneHun ogHon cembW. MaumenTtol ¢ MODY2
OnUTeNIbHOE BpeMs MOTyT HabnoaaTbCs ¢ AMarHo3amu «Ha-
pYLWeHHas FMUKEMUS HaTOLWAK» WKW «HapyLlleHHas Tone-
PAHTHOCTb K T/l0KO3e». BO3MOXHO, UTO AaHHble KMHWYe-
CKne 0cobeHHOCTY fenatoT 6osee y3HaBaeMbIM faHHbIN TWN
CJl, uto no3BonseT bonee akKTMBHO HAMPABATb NaLVEHTOB
Ha MI'N. Jona MODY3 B Haluem uccrieqoBaHUM OKa3anacb
HeBenmka — Bcero 12%. 3T pesynbTaTbhl MOTYT OTpakaTb
KaK peanbHyl KapTuHy cTpykTypbl MODY B Poccuu, Tak
1 CNoXHocTn B gnarHoctuke MODY3. MODY1 u 3 He nme-
0T CTOMNb Y3HAaBAaEMOW KNMHUYECKOW KapTuHbl, kKak MODY2,
M 3a4acTylo MaUMeHTbl OJNTeNIbHO HabnogaTca nog ava-
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OPUTMHAJIbHOE NCCNEAOBAHUME

rHo30Mm 6ornee pacnpocTpaHeHHbix TunoB CI — CAT wnn
CJ12. Kak nokasano Hawe uccnegosaHue, 32,2% ¢ MODY3
n 52,9% c MODY1 nmeloT BO3pacT NMOCTAaHOBKU AMarHo3a
cTapue 18 nert, uto TpebyeT NpoBeaeHNa anddepeHLmanb-
HoWM gmarHocTukmM Kak ¢ C41, Tak n ¢ C12 BpavyamMn-aHZoKpu-
HoMoramu.

ObpalyaeT Ha cebsa BHMMAHME, YTO UYUCSIO MALMEHTOB
c MODY1 B ®PCJ] okasanocb B 1,5 pa3a 60siblUe, YUeM UNC-
no naumeHtoB ¢ MODY3, yTo He cornacyeTca C pesynbraTa-
MW KUCCNeaoBaHUN, rae nokasaHo, yto MODY1 — TpeTtun
no pacnpocTtpaHeHHocTy TN MODY.

B uccnepgosaHun 3y6koBon H.A. n coast. [13] pons
MODY2 B wccnegyemoli BblOOpKe TakXe mMpeBblllana
MODY3 B 6,8 pa3za. OgHako B aHann3 Obinn BKOUYEHbI TOMNb-
KO naumeHTbl B Bo3pacTte Ao 25 ner. [pu nposegeHnn MM
y 180 naumeHToB C KNMHMYecKkom KapTuHon MODY B Bo3pac-
Te po 18 neT MODY2 guarHoctnpoBaH y 79 (44%), MODY3 —
19 peteir (10,5%) [35]. B uccneposaHum ¢ yyactuem 312 na-
LUMeHTOB C nogo3peHnem Ha MODY B Bo3pacTe go 25 net
nposogunocb MI'M metogom NGS, npu 3ToM MyTaLum B reHe
GCK (MODY2) 6binu BbifiBfieHbl y 41,4% nauneHTOB, B reHe
HNF1A (MODY3) — y 6,1% B u3yyeHHou rpynne. [ledekTbl
apyrmx accouumnpoBaHHbix ¢ MODY reHoB BCTpeyanucb
c yacToton ot 0,3 go 2,2% [36].

PaHee B npoBegeHHOM WHCTUTYTOM [OEeTCKOW 3HAO-
KPUHONOMMN MNCCNEeAOBaHMM NOKa3aHo, yto npu MODY2
HapyLlleHNA YrneBOAHOro obmeHa BbISBNANMCL pPaHblue
(8 7,8 ropa [4; 10,5]), uem npn MODY3 (11,8 roga [9,7; 13,5],
p<0,01) [11].

B uenom Ha cerogHALWHUN AEHb, NO JAHHbIM PErncTpa,
58,4% nauuneHtoB ¢ MODY coCTaBnAOT NaUUeHTbl cTapLue
18 net. Mpwn 3tom guarHo3 «C[» ycTaHOBNEH B Bo3pacTte
no 18 nety 71,4% Bcen Bbi6bopKU. Takum obpazom, ecnu gura-
rHOCTMKa 1 anddepeHUmanbHas ANarHOCTMKa NPOBOANUTCS,
KakK MpaBuso, BpayaMu AeTCKUMM SHAOKPUHOOramu, TO BO-
NPOCbl AanbHenWwero BeAeHNsa AaHHbIX MaLMEHTOB, B TOM
yncsie BONpPOChl Tepanuu, ABNAIOTCA akTyanbHbIMY AN Bpa-
Yen-3HOOKPMHOJIOrOB.

Kak n3BecTHO, y fieTell 1 TOAPOCTKOB Hanbonee pacnpo-
cTpaHeHHbIM aBnaetca C[1, KOTOpbI npeanonaraeT Ha-
3HaueHue UT. CBoeBpemeHHas guarHocTuka MODY KpaliHe
BaXHa ANA Ha3HayeHWA naToreHeTUYecKy NpPaBUNIbHON Te-
panuu. lNoaTBepXKaeHNe NHAKTUBMPYIOLWEN MyTaLuKn B reHe
GCK (MODY?2), B otnnuume ot gpyrux Tunos MODY, no3sonsaet
OTKa3aTbCs OT Mano3¢pPpeKTVBHOM B TUMUYHBIX Ciydasax UT
unun MNMCCT. MauneHTbl ¢ myTaunammn B reHe HNFTA n HNF4A
Mo cpaBHeHMIO ¢ Apyrummn Tunamm CI1 Hambonee 4yBCTBU-
TefbHbI K runornukemmsnpyowemy sdoekty NCM [46, 47],
OfiHaKO MO Mepe CHVXKEHUA UHCYNIMHOBOW CeKpeLmnn He Nc-
KntoueHo Ha3HayeHue UT. OnucaHbl npenmMyLlecTsa npume-
HeHua rnHngoB npyu MODY3, cBfizaHHblE CO CHUPKEHUEM
puycKa runornmkemnn npu cpaBHeHun ¢ NCM, ogHako npo-
CNEeKTMBHbIX MCCNIe[OBaHNI MPUMEHEHNWA STO FPynbl Npe-
napaTtoBs HeT [48].

[aHHble O NPVMMEHEHNN COBPEMEHHbIX CaXxapOCHWKa-
IoWUX npenapaTtoB orpaHuyeHbl. WmetlTca oTaenbHble
CBUIETENbCTBA YCMEWHOro MNPUMEHEHNA WUHTMOGUTOPOB
annentuannnentugasbl 4 (WAMNM-4), vaule B KOMOUHa-
umn ¢ NCM, a TakXe NPUMeHeHNs arOHNUCTOB PEeLENTOPOB
rnokaroHonogobHoro nentuga 1 (aplM-1) y nauneHToB
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¢ MODY3 [49, 50]. Tak, go6aBneHne NMHArNUNTHA K Tepa-
nuu NCM no3BoNuNO CHM3WUTbL [O3Y NOC/AeAHUX, YTO NpK-
BE/I0 K YMEHbLUEHMIO YNCa TUMOMMKEMUA 1 NMO3BONUIIO
nsbexaTb yBenuyeHusa maccol Tena [51]. Jluparnytng npu
cpaBHeHum ¢ MCM nokaszan cxopHyl 3¢pdeKTUBHOCTb:
MeXay rpynmnamm He BblIABAEHO Pa3finumii NO YPOBHIO MK-
KEMWW HaToWak M nocThpaHananbHon rukemun (p>0,1).
Tem He meHee B rpynne MNCM Habnoganca B cpegHem 6o-
niee HU3KN YPOBEHb MMKEMUW HATOLWAK, YTO, BEPOATHO,
CBA3aHO C Oofbllel YacTOTOW 3MN3040B TUMNOTNNKEMUN
(18 vs 1 B rpynne nuparnytuaa) [52]. Takke 6b1 nokasaH
6osiee BbIpPaXXeHHbIN TNIOKO3ypuyeckun >dpdekt panar-
nuénosuvHay nayneHtos ¢ MODY2 1 MODY3 no cpaBHeHMI0
¢ CO2, ogHako 3pPeKTUBHOCTb MHIMOVUTOPOB HATPUIA-FITI0-
KO3HOro KoTpaHcrnoptepa 2 tuna (MHIIT-2) B nogaepa-
HUW MNKEMNYECKOro KOHTPONA He n3yyanach [53].

B Hawem wnccnepgoBaHun naumeHTbl ¢ MODY2 wvmenn
HaunyJwyo KoMmmeHcauuilo yrneBogHoro obmeHa — 85%
pocturnu uenesoro yposHa HbA, . Mpu 3tom noutn 40%
nonyyanu Kakue-nn6o MCCI unu NHCYNrH, Ha3HaYeHne Ko-
TOPbIX HEe NoKa3aHo npu gaHHom Tune MODY. OTmeuvaeTcs,
yTO NaumeHTbl, Nonyyatowme UT, umenn 6onbluyto anuTenb-
HOCTb 3a60J1IeBaHUsA, HO TaKyto »Ke KOMMEHCaLuio yrnesos-
Horo obmeHa, Kak 1 6e3 UT (Tabn. 2).

Hona nayuenTtoB ¢ MODY1 u 3, nonyuatowmx MNCM, co-
ctasuna 14,1 n 45,8% cootsBeTcTBeHHO. [NpvmepHO TpeTb
nayueHtoB ¢ MODY1 1 3 nonyyanu UT. MoxHo npeanoso-
KWTb, UTO Ha3HayeHune UT CBA3aHO C OXKnaaembim CO Bpe-
MEHEM CHVXKEHMEM CEKPELUN VHCYNMHA, OOHAKO He 6bl1o
BbISIBIEHO accoumaumn mMexay ONMTeNbHOCTbo 3abonesa-
HUA 1 HasHauyeHnem UT. AHanu3 Heobxopmmoctn UT npwu
MyTaUMn B reHax TPAHCKPUMUUOHHBIX $akTopoB Tpebyet
COMOCTaBNIEHNA KIIMHNYECKOI KapTrHbl 3aboneBaHuns, ypoB-
HAa C-nenTraa u 0CO6EHHOCTEN MyTaLMK COOTBETCTBYHOLLNX
reHOB N MOXET ObITb LeNblo AanbHENLNX NccneqoBaHuii.
B Hawem nccneposaHumn yposerb HbA, 'y naumenTos Ha UT
6b11 fake Bbiwe, yem Ha ¢oHe MCCT, uTo yKa3biBAET Ha He-
3¢ dekTnBHOCTL NpoBoanmon UT.

Bbicoka gonAa mauneHToB ¢ MOHOreHHbIM CJI, KOTopbiM
Ha3Ha4yeHbl HOBble CaxapOCHWPKatoLWMe npenapaTbl, B TOM
yncne BAMAOWME Ha cekpeuunto uHcynmHa (urr-4), xora
aplTIN-1 He nonyyan HM OAMH NaUMEHT C YTOYHEHHbIM TU-
nom MODY. B rpynnax MODY1 n MODY3 yactoTta Ha3Hayve-
Hua nln4 pocturaet 6,4%, NHIMT-2 — 11,5%. YacToTa Ha-
3HaueHMA MeTHOPMUHA, Kak npenaparta NepBon MHUK ans
neuvenna C[12, ocTaeTca BbICOKOM BO BCex rpynnax — 25,6
n 22,9% B rpynnax MODY1 n 3, n noutn 14% naumeHTOB
c MODY2.

PaHee B nccneposanun SEARCH for Diabetes in Youth
TaKkke Obl/10 NOKa3aHO OTCYTCTBME €MHOrO MOAXoha B fe-
yeHnn MODY: HemeZVKameHTO3Has Tepanus 6bina peko-
MeHJ0BaHa Tonbko 55% nauuneHtos ¢ MODY2, UT nonyyanu
6onee nonosuHbl NaumeHTo ¢ MODY1 1 3 (67 1 58%) 1 yeT-
BepTb NaumeHToB ¢ MODY?2 (27%) [28].

MonyuyeHHble pe3ynbTaTbl CBUAETENbCTBYIOT O CIIOMHO-
ctAax npu Bbibope CT, BO3HMKAIOLWMX Y Bpayer-SHOOKPU-
HOJIOrOB MNP ANINTENIbBHOM HabNOAEHMM AAHHbIX OOMbHbIX
1 YKa3blBaloT Ha HEOOXOAMMOCTb pa3paboTKN KIMHUYECKUX
pekoMeHAaL i No BeAeHMIO MaLUEeEHTOB C OCHOBHbIMM TUNa-
Mu MODY. MNpu 3Tom JanbHenwune HabnageHna 1 gaHHble
pervucTpa noMoryT oueHuUTb 3PPeKTVBHOCTb COBPEMEHHbIX
CaxapOoCHWKatoLWmnx npenapaTtoB B Tepanuy MODY.
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lNo paHHbIM nTepaTypbl, MODY2 xapakTepr3yeTca HU3KMM
PUCKOM Pa3BUTMA ANAOETNUYECKMX OCITOXKHEHWI, B TO BPEMS
kak npu MODY1 1 3 ocnoXHeHUs pa3BMBAOTCA C TOW Xe YacTo-
Ton, uto 1 npu CA41 n CA2. [laHHble perncTpa No3BoAT OLe-
HUTb HaJIMYMe MUKPOCOCYANCTbIX OCNIOKHEHWI MO TEM NONAM,
KOTOpble 3aMOHAIT BPAUYN-3HAOKPMHONOI. [laHHble No oc-
NOXXHEeHVAM Oblnn BHeceHbl Bcero Y 14,2% nauueHTos. Mpu nx
aHanuse 6bIs10 YCTaHOBJIEHO, YTO B LIEIOM MUKPOCOCYANCTbIE
ocnoxHeHua (AP, OH, AMNH) otmeyanucb y 23% ¢ MODY1 1 22%
¢ MODY3, n nuwb y 6,5% npn MODY2. 13 MUKpPOCOCYANCTbIX
OCJIOKHEHWIN Hanbornee yacTo oTmeyanacb H.

Steele A.M. 1 COaBT. NOKa3any, YTO YacToTa PA3BUTUA
KNUHUYECKN 3HAUYUMbIX MUKPOCOCYAUCTbIX OCNOKHEHWN
y naumeHToB ¢ MODY2 He oTnnyaeTcsa OT TakOBOW Y 300pO-
BbIX KOHTponen (1% (95% [N, 0-5) vs 2% (95% AW, 0,3-8)).
OpHako B 3TOM MCC/iefoBaHUM Oblna MoKasaHa BbICOKas
yactoTa GOHOBOW pPeTMHOMATUMU y 3TMX NauueHToB (30%
(21-41)), uTO 3HAYMMO OTNNYaNOCb OT rPyMMbl 34OPOBOroO
KoHTpons (14% (7-23)). Kputeprem poHOBOI peTrHONATUM
CUMTANOCh Hanmumne XoTsi Obl OQHOWM MUKPOAHEBPU3MbI pe-
TUHaNbHbIX cocynoB. bonee Taxenblie cTaguun peTnHoNaTUu,
KaKk-nnbo Bnusowme Ha GyHKUMIO 3peHNs, HE UMEN H OOUH
13 nauymeHtoB ¢ MODY2 [54]. B Hawem uccnegoBaHum [P
umenacb nuwb y 1,21% (95% AU 0,3-3) naumeHTOB.

YacToTa pa3sutusa mukpoansbymuHypum v AMH B uccnepo-
BaHuu Steele y nayneHTos c MODY?2 coctaBuna 11 2% nauueH-
TOB COOTBETCTBEHHO (HET Pa3nnymii CO 310POBbIM KOHTPONEM).
B Hawem wnccnepoBaHum OH v OMH y nauynentoB ¢ MODY2
BCTPEYaNUCb NpumepHo BABoe vawe — Yy 2,11% (95% AU
0,9-4,3) naumeHToB 1y 4,53% naumeHTos (95% U 2,5-7,4).

Mo paHHbIM Isomaa B. n coaBsTt.,, npn MODY3 [P nio6oi
cTaguun ctpagaiot 34% nauneHToB, 13% nmeloT npe- u Npo-
nudepaTreHyto [1P. B Halem e UccnefoBaHMM 3TO YKCHO
coctaBuio nuwb 3,4% (95% AW 0,4-11,7), utO, BEPOATHO,
CBAA3QHO C MeHbllen ANUTENbHOCTbIO 3aboneBaHnA nauu-
€HTOB B Halwel Bbibopke [55]. To e oTHocuTtcst 1 K AMNMH —
B MCcnefoBaHM Isomaa fona Takux NauMeHToB COCTaBWA
29%, B Hallem mccnepgosaHum — 15,3% (95% AN 7,2-27).
Mo Hawwum gaHHbIM, H nmeetca y 11,9% (95% [N 4,9-23)
nauneHToB ¢ MODY3 (6e3 yTouHeHNsa cTaany XPOHUYECKON
6onesHn noyek). Isomaa 1 COaBT. He OLIEHMBANW CTeneHb
cHmxkeHna CKO, ogHako nokasanu, uto y 19% nauyueHToB
UMEeeTCs MUKPOANbOoyMUHYpUS.

Ha cerogHAwwHWIA AeHb 6a3a AaHHbIX NauneHToB ¢ MODY
OPC copepnT Hanbonbwnii o6beM MHbOPMALMK O AaH-
HOW KaTeropmn NayneHToB. 3anofiHAeMble HEMOCPEeLCTBEH-
HO BpayamMu 3HOOKPUHOJIOraM/ Ha NMPOTsKeHnn bonee 25
neT CBefieHNA NO3BOMAKT CYyQUTb U O PACNPOCTPaHEHHOCTU
JaHHoro Tuna Cl, 1 0 NpuUMeHAEMbIX MOAXOAAX B neve-
HWUW, CTENEHN KOMMEHcaunmn yrineBogHoro obmeHa, xapak-
Tepe OCNOKHEHUN. AHanu3 Bcex naumeHToB ¢ MODY, BHe
3aBMCMMOCTM OT BO3PACTa, BO3MOXHOCTb AMHAMMUYECKOTO
Hab/loOeHUA MO3BOMAET KOMIMJIEKCHO OLEeHWUTb npobne-
Mbl IMArHOCTUKN 1 AanbHelwero HabnoaeHma naumMeHTos
¢ MODY. U xoTa aHanusmpyemas Hamu 6a3a JaHHbIX BKIO-
yana 6onbluoe Konmyectso nauueHtoB ¢ MODY, oueBuna-
HO, UTO MCTUHHAA PACNPOCTPAHEHHOCTb AaHHoro Tuna Cl
CYLLECTBEHHO BbIE, YTO YKa3blBaeT Ha Heob6XO4MMOCTb
NOBbILWEHNA OCBELOMIIEHHOCTU BpPayer-3HAOKPUHOSIOrOB,
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N Npexae BCero AeTCKMX SHAOKPUHOMOroB, O MpuHLUmMnax
OMarHOCTUKM 1 TaKTUKN BeleHUA NaLNEeHTOB C PasfiMyHbIMK
Tunamu MODY 1 yBenuyeHun Konmyectsa NPOBOAVMbIX re-
HeTUYECKNX NCCIIe[oBaHNN.

Ona otbopa naumeHTOB C nopo3peHnem Ha MODY
v panbHenwero nposegeHna MU co3spatotca pasnmuHble
BCMOMOraTesibHble MUHCTPYMeHTbI. B 2023 r. B IHcTuTyTe geT-
ckom sHgokpuHonorum MHU PO OIbY «HMUL sHpokprHo-
noruu» 6611 pa3paboTaH KaNbKynaTop AfiA pacyeTa pucka
MODY y naumeHTOB B Bo3pacTe go 20 net [56]. Ha Bbibopke
naumeHToB B Bo3pacTe oT 0 fo 18 neT AaHHbIN KanbKyna-
TOp Mokasan obuyto TouHoCTb Mogenu 94%, YyBCTBUTENb-
HoCTb — 98% U cneundrnyHOCTb — 93%, NPOrHOCTUYECKYIO
LEeHHOCTb MONOXWUTeNbHOro pesynbrata — 78%, oTpuua-
TenbHOro pesynbrata — 99% [57].

TakXe n3BecTeH MeKAYHapOAHbIN KanbKynAaTop, paspa-
60TaHHbIN Shields 1 coaBT. [58]. [laHHbIN KanbKynaTop pas-
MeweH no web-agpecy https://www.diabetesgenes.org/
exeter-diabetes-app/ModyCalculator.

MonyyeHHble pe3ynbTaTbl YKa3bIBAKOT Ha OLUINOKK B Neye-
HUM NayyveHToB ¢ MODY: Bbicokas aons naumeHtos ¢ MODY?2,
nonyyatowmx MNCCMN n paxe vHcynvH; 6onbluas gonA nauu-
eHToB ¢ MODY1 1 3, nonyyatowwmx NHCYNIMH, HECMOTPA Ha He-
60sbLUYI0 ANUTENbHOCTL 3ab60neBaHus. [1py 3TOM y NaLneHToB
¢ MODY1 u 3, nonyuatowmx UT, nokasatenn HbA1c BbllLIe, Yem
y MCCI. Ana naumeHtoB ¢ MODY1 1 3 fOCTXeHME KOMMEH-
caumu yrneBofgHoro obmeHa KpariHe BaXkHO, Tak Kak YacToTa
pa3BMTUA ANAGETUYECKMX OCTTIOXHEHUI Y STUX MALMEHTOB TaK
e BbICOKQ, KaKk y nauueHTtos ¢ C41 u C2. MNonyyeHHble Hamu
[laHHble 0 6osee BbICOKOW YacToTe BCTpeuaemocTu Al 1 ancnu-
nMaeMun y AaHHbIX NaLreHToB no cpaBHeHuto ¢ MODY2 Takxe
YKa3bIBalOT Ha Hanuume y H1X 6osee BbICOKOTO pricka cepaeuy-
HO-COCYAUCTbIX 3aboneBaHun [54, 59, 60].

OrpaHnyeHua nccnegoBaHWA NPENMYLLECTBEHHO CBA-
3aHbl C OTCYTCTBMEM HENOCpeACcTBEHHbIX pe3ynbratoB M,
KoTopble 6bl No3Bonunu BepuduumMposatb gnarHos MODY
Y KaX[I0ro KOHKpPeTHOro nauueHTta. Bmecte ¢ Tem yKkasaHne
KOoHKpeTHoro Tuna MODY nogpa3symeBaeT, UTo Bpauun pe-
NMOPTUPYIOT B PErMCTP UMEHHO BEPUPULIMPOBAHHDIN Ha OC-
HoBaHuu MI'M gnarHos.

3HaunTeNIbHOE KOJIMYECTBO MaLNEHTOB 13 BbIOOPKK OT-
HeceHo B rpynny “lMpoune MODY”. 3Ty KaTeropuio, BepoAT-
Hee BCero, B OCHOBHOM COCTaBAAT He NaLeHTbl ¢ 6onee
peakmmn Tunamm MODY (MODY 4-14), a Bce Te Xe nauueH-
ol ¢ MODY1, MODY2 1 MODY3, y KOTOpbIX He 6bl1 YKa3aH
KOHKPETHbIV TWM 3aboneBaHuA. YTOUHEHMe AuarHosa ans
3TOW rpynmnbl NaLMEHTOB He NPeACTaBANoCb BO3MOXHbIM,
NMo3ToMy 6OMbLLIOE KONMYECTBO MALMEHTOB ObII0 UCKITIOYE-
HO 13 MEXIPYnnoBOro aHanus3a.

Mo paHHbIM nuTepaTtypsbl, y naumeHtoB ¢ MODY B ge-
6i0Te 3aboneBaHus Yalle Bcero anarHoctupyetca CAT nnm
CA2 [28]. OgHako B ®PCH CA1 unn CO2 ykasaH B KauecTse
nepBMYHOIO AMarHo3a B febtote Tonbko y 14,5% nauneHToB
(CO1 — y 63 nayueHToB (9,69%) n CA2 — y 31 naumeHTa
(4,84%)). Y octanbHbix 85,5% nauneHTOB B KayecTBe nep-
BMYHOTIO AMarHo3a yKasaHbl pyrve Tunbl gnabeta.

B kauecTBe cnepgyloouwero wara naaHMpyeTcs AWHAMU-
yeckoe HabnwaeHne NauuMeHTOB C Pas/IMUYHbIMKA TUMAMU
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OPUTMHAJIbHOE NCCNEAOBAHUME

MODY, aHanu3 3QpPeKTUBHOCTU PA3NINYHBIX CXEM JIEUEHNS,
B TOM YKC/le C MPUMEHEHNEM HOBbIX MHHOBALIMOHHbIX MNpe-
napaToB. BaxxHbIM OyfeT AaBnseTcsA aHanm3 ¢akTopoB pricka
U NMPYMEHeHUe KOMMEKCHOrO MoAxoAa AnsA npefoTepa-
LWeHMA pa3BUTUA 0CNoXHeHu npu MODY1 n 3. Pa3pabot-
Ka 1 BHeJpeHMe OTEYECTBEHHbIX KaJIbKyJATOPOB purcKa
Hanuuus MODY 1 NOMOLWHMKOB NPUHATMA BpayeOHbIX pe-
weHun ansa gudpdepeHumnanbHOM ANarHOCTUKN PA3UYHBIX
Tunos C[l, KaK y feTei, Tak 1 y B3pocnbIx, OygeT cnocob-
cTBOBaTb 6osnee Wrpokomy nposegeHunto MMM n ysennve-
HMIO KonmyecTBa nauueHToB ¢ MODY. Ynyuwenne gudde-
PEHLMANbHOW AMArHOCTUKM CIOXKHO Krnaccmbuumpyembix
TunoB C[l y NaumMeHTOB C HETUMNYHbIM TeYeHneMm 3abone-
BaHMA NO3BOMUT YAYULINTb ANArHOCTUKY He ToNibko MODY,
HO 1 ayToummyHHoro CJI.

B ®PC[ HeT mapameTpoB OndA Aetanu3auum xapakTepa
reHeTUYeCcKor MyTaLun. 3TO 3aTPyAHAET 1 AanbHelwee, 60-
nee yrnybneHHoe 13yyeHne MOHOreHHoro fuabeTa B Poccuu.
[lna BCeCTOpOHHEro aHanM3a AaHHbIX KparHe BaXKHbIM 6blo
6bl HanuuMe MHbOPMALMKN O XapaKTepe MyTauuu, YPOBHe
C-nenTnaa, HanUuMe ayToaHTUTEN K b6eTa-KneTkam nogpKesny-
JIOUHOW Xene3bl, 5pOEeKTMBHOCTM MPOBOANMOIO JIeUEHUS.

3AKNIOYEHUE

Pe3ynbraThbl Halero ncciegoBaHMA YHUKambHbI, Tak Kak
rnosiyyeHbl Ha OCHOBe Hanbonee MacwTabHow 1 NoAPO6HON
6a3bl gaHHbIX NaumeHToB ¢ MODY B Poccun. laHHble ®PCL]
NO3BONMAN NPOAHANN3NPOBaTb PAaCNPOCTPAHEHHOCTb, OCO-
6eHHOCTN TeUeHUA U OCNIOXKHEHNA OCHOBHbIX TUnos MODY,
a TakXKe Xapaktep U 3$PEKTUBHOCTb CaxapOCHMXKaloLWen
Tepanuu B peanbHON KINNHNYeCKon npakTtuke. NonyyeHHble
JaHHble OTpaXkaloT OTCYTCTBME efVHbIX MOAXOAOB B Neye-
HUKN OCHOBHbIX TUNoB MODY, Hannumne B page CyiyyaeB Heo-
60cHOBaHHON WT, 4TO HapAdy C OXMAAEMbIM YBEIMYEHNEM
KonuuyectBa nayueHToB ¢ MODY yka3biBaeT Ha Heobxoau-
MOCTb Pa3paboTKM KIMHUYECKUX PeKOMeHAAUMI No Bege-
HUIO AAHHBIX MALWEHTOB.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHukn pnHaHcupoBaHma. iccnenoBaHvie BbINOIHEHO MU NOA-
faepxke MUHUCTepCTBa HayKM 1 BbicLiero obpasosaHua Poccuiickoin Oepe-
pauun (cornaweHve Homep 075-15-2024-645).

KoHpnuKT mHTepecoB. ABTOpbI AEKNapUPYIOT OTCYTCTBME ABHbIX
1 MOTeHUManbHbIX KOHGIMKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
HacTosALWEN CTaTbM.

Yyactne aBTOopoB. PycAeBa H.B. — paspaboTka gusaiiHa uccnepo-
BaHUA, cbop MaTepuana, ctaTucTMyeckas obpaboTka M MHTeprpeTaums
pe3ynbTaToB, HanmcaHue ctatby; KoHoHeHKo W.B. — pa3paboTtka KoHuer-
LMK nccnepgoBaHus, cbop mMatepuana, CTaTnucTyeckas obpaboTka 1 UHTep-
npeTauma pesynbTaToB, HanmcaHue ctatby; Bukynosa O.K. — paspabotka
AM3aiiHa NCCeoBaHNA, HTEPNpeTaLyA pe3ynbTaToB, HanucaHue CTaTby;
NcakoB M.A. — vHTepnpeTaumsa pesynbTaToB, HanucaHue ctatbu; LllecTa-
KoBa M.B. — cyLecTBeHHbI BKNaj B KOHLENUMIO 1 AN3aiiH UCCNIeA0BaHMS,
BHECEHWe CyL|eCTBEHHbIX NPaBOK B TEKCT cTaTby; Mokpbiwesa H.I. — cyuye-
CTBEHHbI BKNaA B KOHLEMUMIO NCCNeOBaHNA, BHECEHUE CYLIECTBEHHbIX
NpaBoK B TEKCT CTaTby.

Bce aBTOpbl 0806pPUAN dUHaNbHYIO Bepcuio CTaTby Nepep nybnuka-
Lven, Bbipasunu coriacme HeCT OTBETCTBEHHOCTb 3a BCe acrneKTbl paboTb,
rofipasyMeBaloLLyto HaAnexallee n3yyeHve 1 peLeHre BONpoCoB, CBA3aH-
HbIX C TOYHOCTbIO MM BOOPOCOBECTHOCTBIO NO6OI YacTU pPaboTbl.
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