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3anmoxo3purth reseruueckyro popmy CJI ciaenyer, ecim:
OTsAromeHHbIA HACIEACTBEHHBIN aHaMHe3 (Haiauuue B pogociaoBHou CJI B 1ByX
WU TPEX TOKOJICHUSX ).
» Manudecrtanus CII B Bo3pacte 10 25 JeT.

® VYMepeHHas TMIneprimKeMus Hatomak (5,5-8,5 MMoiib/i1), 0COOEHHO TTPHU
cemeitnon popme CJI

®» Msrkoe TeueHHEe, HE TPEOYIOIIee NHCYITMHOTEPAIIUY I HU3KON
MOTPEOHOCTHIO B MHCYJIMHE.

®» (OTCyTCTBUE KETOAIMI03a

OxpaHeHHas cexpenusa C-enTuaa JIUTESIBHOE BPeMs ITOCIe MaHU(peCTaIluN
3a00JIEBAHUS.

OtcyrcrBue aytoantuten ICA, GADa, IA2, IAA, 0cOOEHHO B MOMEHT
yYCTaHOBJICHHUSI THArHO3a

OtcyrcrByet oxxupenue (npu CI2 B 20%)

MoskeT codeTarbCsi C IKCTpanaHKpeaTHueCKUMU 3a00JI€BaHUSIMU (3aIepKKa
poCTa, TYyTOyXOCTh, aTpo(dus 3pUTEIILHOIO HEPBA, HECAXapHbIN TUAOET,
MOJIMKUCTO3 MTOYEK, aHOMAJIMM BHYTPEHHHUX ITOJOBBIX OPraHoOB,
Merajio0JIacTHasI aHEMMS )




MoHoreHHbIe (DOpPMBI CaXxapHOTro auadeTa

®» Jenernveckue aedekTbl PyHKIMH P-KIETOK
— MODY-1 (Xpomocoma 20, cen HNF-4a.)

— MODY-2 (Xpomocoma 7, een entokokunasol)
—~MODY-3 (Xpomocoma 12, zen HNF-1a )

— Ouensb peakue hopmsr MODY (MODY-4, MODY-5, MODY-6, MODY-7, MODY-8, MODY-9, MODY-
10, MODY-11, MODY-12, MODY-13)

— HeonaranbHblil caxapublii quadetr (Xpomocoma 6, cenvt KCNJ11 (Kir6.2), ABCCS8 (Sur 1)).

yranus MUToXoHapruaibHou JIHK Gioes

— Jpyrue (MOHOTEHHBIE e(eKThl CHHTE3a HHCYJINHA)
®» Jenernyeckue aedeKTbl JeUCTBUA UHCYJIUHA

— MHCYITMHOPE3UCTEHTHOCTD TUIIA A

— Jlenmpeuaynusm (cuHapoM JI0HAXbIO)

— Cunnpom Pabcona — Menaenxoiia

— Jlunoarpoduueckuii quader

(yacTHYHAs WM TOTAJIbHAS JTUTIOAUCTPOQUS)

— lpyrue (MyTallK T€HA pEeLenTopa HHCYINHA)




MODY (maturity-onset diabetes of the young)

- MODY npeacraBisieT reTEpOreHHYIO TPYIITY
3a00J1€BaHUM, BEI3BAHHBIX MYTALUSIMU B PA3JIMYHBIX
reHax.

[Tepserii reH MODY (MyTalus reHa TITFOKOKHHA3bI)
ObLT nAeHTU(UIIUPOBaH B 1992.

K HacrosmemMy BpeMeHn U3BECTHO 13 TEHOB,
MyTalluu B KOTOpBIX IIpuBoAsaT K MODY nuabery.

Haciieqyrorcs no ayrToCOMHO-IOMUHAHTHOMY THUITY

XapaKTepu3yrTCs HAPYLIEHHON CEKpELUEn
WHCYJIMHA C MUHAMAaJIbHBIMU Ae(PEKTaMU €ro
JNEUCTBUS

Manudectupyert, Kak OpaBUJIO, B MOJIOJOM BO3PacTe
(o 25 net), paHHUM MapKeEPOM M.0. U30JUPOBAHHAS
[JIFOKO3YPHS BCIEACTBUE CHUKEHUS TOYEYHOTO
nopora.

JI1s TMarHoCTUKHA HEOOXOIMMO MOJICKYIISIPHO-
TEHETUYECKOE UCCIICIOBAHUE.

Jleuenue: nueta wim [ICCII (0OBIYHO TTPOU3BOIHBIC
CyNb(haHUIMOYECBUHEI), HHOIIA NHCYJINH



PAcnpoCTPoAOHEHHOCTb:

PacnpoctpaHeHHocTb 0T 0,15 A0 17,4% (B cpeaHem 2-5%)
CAY4OEB AMQbDeTa.

B OOAbLLUMHCTBE CAYHaeB BCTpedaetcds MODY 2 1 3, BKAQA
OCTOAbHbIX M3BECTHbIX reHOB meHee 10%, vy 15% naumeHTos
MYTALMM HE MAEHTMAOULIMPOBAHbLI M OHM HA3BAHLI MODY-X.

B cTpaHax ceBepHoOM EBponbl (BEAMKOBPUTAHMSA, HOpBETMS,
fepmanHums)npesaampyetr MODY 3 ( 52-60%), MODY 2 -32%.

B cTpaHax to>xXHOM EBponbl (MTaAms, PpaHumsg) m B Poccumm
yavle scTpevaetrcs MODY2.

B ctpaHax A3nm A0Ag MODY?2 <5%.

B Poccuum cpear NAUMEHTOB C BEPUMAOULIMPOOBAHHbBIM
AMArHo3om: MODY2 -61%, MODY 3 - 9%, MODY 1-4%. ECcTb
eAMHUYHbIE onncaHma MODYé6, MODY8, MODY?, MODY 12.

Y naumeHTok ¢ rectaumoHHbiM CA MODY 1 1 3 BbISBAEHbI B
3% CAYy4HOEB.




MODY B Poccun

H.A. 3y6xoBa c coast., World Journal of Personalized Medicine. 2017;1(1):40-48
®» 312 manueHToB (3 Mec.-25 net) ¢ nogo3penuem Ha MODY.

®»  Mpyranuu B reHax-kanauaarax MODY BbisiBieHbl y 178

(57,1%) mpoGaH10B.

®» Brigeieno 99 myranuii GCK (MODY?2), 20 myranuii HNF1A (MODY 3), 8 myraruii
HNF4A (MODY1).

K. OBcsinHuKkoBa ¢ coaBT., Caxapusiii quadet. 2017;20(1):5-12

®» |0 manpeHTaM ¢ KimHUYeCKUM auarHozoM MODY u 10 poacTBeHHUKaM

®» Bepudunuposano y 11 nanuenroB — MODY2,y 2 - MODY3,y 1 -MODY8uy 2 —
MODY12.

O.A. I'moeBa ¢ coaBT., 2017 r. Onucansl 2 cnyyas MODY9, 1 cnydait MODY6
N.B. Kononenko ¢ coaBt., Caxapusbiit guadet. 2019;22(4): 384-391

= VYV 12 B3pocinbix nanueHToB Bepuduimposan MODY 2.

A.K. OBcsiHHuKOBa ¢ coaBT., Caxapupiid quadet. 2019;22(1):88-94

® Onucan kmHIYeckuit cryyait MODY12 y B3pociioro nanueHra.




I\/\ODY ]

HNF4A — dpaktop TpaHCKpUIIIMK, HAXOASAIIMICS B IEUEHU, KUIIIEYHUKE, TTOYKaX U
MO/KEITYJOYHOM KeJe3€. YUacTBYET B PEryJISIIMA F€HOB, HEOOXOUMBIX IS
MEeTa00JIN3Ma U TPAHCTOPTA MIIFOKO3BI.

®» HNF4A myTtanuu coctasisitoT MeHee 10% caydyaes MODY B EBpore.
Kiannnveckasi kapTuHa:

® BhIpaKECHHAs BaprUaOEIbHOCTh KJIMHUYECKUX TPOSBICHUMN — OT
CHMIITOMAaTHYCCKUX HAPYIIIEHUH 0 TSHKEIOro AuadeTa ¢ pa3BUTHEM KETO3a.
® YacTo BeIABISICTCS Ha (DOHE OKUPECHUS.

® XapaKTepHO OTCYTCTBHUE TIIFOKO3YPUH.

® [UnepriuKeMusi U CHHXKEHUE CeKpelMy UHCYHA y 00oi1bHbIX ¢ MODY 1
POTrPECCUPYIOT C TEUCHUEM BPEMEHU, YTO MPUBOJUT K HEOOXOAUMOCTH JICUEHUSI
[ICCII nnu uncynunom (y 30—40% nanneHToB).

® [Ipenaparsl cyibGHOHUIMOYECBUHBI SBIISIIOTCS IIpenapaTaMy MEPBOM JIMHUU Y
JAHHBIX TTAIIUCHTOB.



MODY-2

™ [TI0OKOKHHA3a — NIMKOJIUTHYECKUN (DEPMEHT, KaTaTu3upyeT MPEBpaIeHHUE TTTFOKO3bI B
II0K030-0-pocdat, KOHTPOIUPYET MIFOKO30-0II0CPETOBAHHOE BHICBOOOXKICHHE
WHCYJIMHA U3 B-KIIETOK.

» GCK-MODY, nanbonee pacnpoctpanennas popma (npumepno 40-60%) cpeau i
EBPOICONTHOM pachl, <5% u3 BBISIBJICHHBIX ciaydaeB nuadera MODY B A3zun.

KiinHnveckasi KapTuHa:

» IMPpOTCKACT OSCCUMIITOMHO — YaCTO BIICPBBIC THAI'HOCTUPYHOTCS BO BPEMsS pPYTHHHOTI'O
CKPpUHHHI'a UJIX BO BPEMA 6epeMeHHOCTI/I,

YMEPEHHOM THIEPIIIMKEeMUH HaTomak (0T 5,5 10 8,0 MMOJIB//, TIMKO3WIMPOBAHHBIN
reMor1oouH B nuanaszone 5.8% m0 7.6%), B xone OI'TT — HTT uiau Hopma (u/3 2 9).

HC3HAYUTCIBbHOC YXYIUICHHUC C BO3PACTOM,
PCAKO ITPUBOAUT K TAKCIIBIM OCJIOKHCHHUSAM.

[Tammentsl ¢ GCK-MODY He TpeOyroT MeIuKaMEeHTO3HOTO JICUCHHSI BHE OEPEMEHHOCTH.

Bo BpeMst 0epeMEHHOCTH MOXKET OTPEOOBATHCS TEPANUS UHCYITUHOM, IS
MPEIOTBPALICHUS YPE3MEPHOTO POCTA IIJIOAA.



MODY-3

00yCJIOBJIEH MyTallMMU B Te€HE siAepHOTO (hakTopa renatonuToB 1 anbda
(HNF1A),nmpuBoasmumu K 1eeKTy B MeTa00JIN3Me UHCYJIMHOBOM CEKPEIUU U/UTu
CHIDKEHUIO KoJinuecTBa B-kietok 1K,

I'ereposurotueie myTaruu HNF1A BenyT k mporpeccuBHOM JUCPYHKIUHU B-KIETOK, UTO
MPUBOAUT K AUAOETY B Hauaje B3POCIION KU3HU: Y 63% HOCUTENEH JaHHOTO TeHa K 25
rojam, npakrudecku y 100% k 55 rogam.

VY HOcHUTeNe! MIIOKO3ypHsl OSIBIISIETCS €111€ 10 MaHUu(ecTaluu auaoeTa u3-3a
MOHKEHHOM MTOYEUYHOU peadcopOIuy ITIOKO3bI.

['uneprimkemMus MOKET ObITh TSXKEJION, YXYAIIACTCS B TEUCHUE KU3HU, MPeo0IaaeT
nocrtnpanauanbHas runepomkeMus (mpu OI'TT u/3 2 yaca > yem Ha 6MMOJIB/JT 1aXKe
IIPY HOPMAJIbHOM TOIIIAKOBOM TITUKEMUN).

Pucku MHUKPO- 1 MAKPOCOCYANUCTBIX OCJIO)KHEHHMM CXO0XKH C CaXxapHbIM I[I/Ia6eTOM I Tuna

(CAl) u CA 2 tuna.
® Jlanuentsl ¢ HNF1A-MODY 4yBCTBUTENIBHBI K TEPANHU:

npenaparaMu CyJab()OHMIMOYEBUHBI (Tepanus MepBOM JIUHKUM), C TECYCHUEM BPEMEHU MOXKET
MOTPEeOOBATHCS MHCYJIUH.
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MpuAoxeHue K MNporpamme rocyAapPCTBEHHbIX TAPAHTMIA

©eCnAATHOTrO OKQA3QAHMA FMOCAXAGHAM

MEAMLIMHCKOM NOMOLLM HA 2021 TOA 1M HO MACHOBbBIM

nepuoa 2022 1 2023 roAoB

Pasaena 1. [TepevyeHb BUAOB BbICOKOTEXHOAOTMYHOM MEAMNLIMHCKOM MOMOLLLM, BKAKOYEHHDBIX B ©A30BYIO
NPOrPAMMY 0BA3ATEABHOTO MEAMULIMHCKOIO CTPAXOBAHMS, IOMHAHCOBOE ODEeCnevYeHne KOTOPbIX
OCYLLLECTBASETCH 3Q CYET CYOBEHLLMM 13 BIOAXKETA PEAEPAABHOTO FOOHACQ 0BI3ATEABHOIO MEAMLIMHCKOrO

CTPAXOBAHMA BIOAXKETAM TEPPUTOPUAABHBIX FDOHAOB OOA3ZATEABHOTO MEAMLIMHCKOTO CTPAXOBAHMS

HaumeHoBaHue BMAG
BMIN

Tepanestnieckoe
AEYEHUE CAXAPHOTrO
AMabeTa u ero
COCYAMCTbIX
OCAOXKHEHUM
(HedbpoONaTHK,
HENPOMNATUK,
AMOBETUYECKOM
CTOMbl, ULLIEMMYECKMX
MOPCXKEHUM CEPALLA
M TOAOBHOMO MO3ra),
BKAKOYQIS
3AMECTUTEABHYIO
MHCYAMHOBYIO
Tepanuio
CUCTEMAMM
MNOCTOAHHOM
MNOAKOXHOM MHAOY3MM

Koabl no
MKB-10

E10.9, E11.9,
E13.9,E14.9

E10.2, E10.4,
E10.5,E10.7,
E11.2,E11.4,
E11.5,E11.7

Bua AeveHus

MoaAeAb nauueHTa

CAXApHbIK AnabeT c
HECTAHACPTHbIM TEYEHMEM,
CUHAPOMOAbHbIE,
MOHOTEHHbIE CDOP MBI
CAXAPHOro aAnabeta

TepdaneBTnieckKkoe
AeHeHne

CAXAPHBbIM AMaBeT 1 1 2 TMna C
NOPAXKEHMEM MOYEK,
HEBPOAOTMYECKUMMU
HAPYLLEHUAMM,
HAPYLLEHUIMM
nepuadepmn4ecKoro
KpPOBOOBPALLLEHMS U
MHOXXECTBEHHbIMM
OCAOXHEHUIMM, CUHAPOMOM
ANABETUHECKOM CTOMbI

TepdAneBTnieckKkoe
AEHEHNE

MeToA AeYeHus

KOMIMAEKCHOE AEYEHME, BKAIOYAS
NepCOHAAMIMPOBAHHYIO TEPAMMIO
COXAPHOro AMABETa HO OCHOBE
MOAEKYASPHO-TEHETUHECKMX,
MMMYHOAOTUYECKMX, TOPMOHAAbHbIX
1 BUOXMMMIECKMX METOAOB
AVMArHOCTMKM

KOMMAEKCHOE AEYEHME, BKAIOHAS
YCTOHOBKY CPEACTB CYTOYHOTO
MOHUTOPUPOBAHMS TAMKEMMU C
KOMMbIOTEPHBIM CHAAM3OM
BAPUABEABHOCTM CYTOYHOM
FAMKEMMU U HOPMOAMU3ALMEN
MOKA3ATEAEN YTAEBOAHOIO OBMEHA
CUCTEMOM HEMPEPLIBHOTO BBEAEHMS
MHCYAMHA (MHCYAMHOBQOS MOMMA)



[Toorpamma ooCcAe AOBAHUS:

®» |/CCAEAOBAHME KPOBU HA C-NenTtmA, MHCYAMH, (TTI, KOPTU3OA,
CTl v AP. MO MOKA3AHUIM)

®» | |CCAEAOBAHME KPOBM HO AT K MHCYAMHY (IAA), B-kaeTtkam (ICA),
GAD, TMpo3nHdbocdoarase.

» |lcCcxenoBaAHME reHoB cmcTembl HLA Il knacca (Aokychl DRBT,
DXAT1, DQB1)

OAEKYAAPHO-TEHETUHECKOE MCCAEAOBAHME KPOBU - MAHEAD
«CaxapHbIK AMADET-TMMNEPUHCYAUHM3M)), BKAIOHAKOLLLAS 28 reHOB
(13 reHoB-KAHAMAQTOB MODY 1 Apyrue reHbl, ACCOLUMMPOBAHHbBIE
C COXAPHbIM AMaBETOM) B AQDOPATOPMM FTEHETUKM MOHOTEHHbIX
SHAOKPMUHHbBIX 3000AEBAHUM PIBY HMUL, SHAOKPUHOAOTMM M3
Poccuu, r. Mockaa.




KoOAM4EeCTBO OOCAEAOBAHHbIX MALMEHTOB

KoA-BO MODY
NALUEHTOB

2017

2018 8 0
2019 5 1
2020 6 3

Bcero 26 5




Xapakrepmctmka naumeHtos MODY

® [0 MOAY: 2 MY>X4MHbI, 3 XXEHLLMHDbI
® []0 BO3pACTY: OT 19 A0 37 A€eT

® [0 AOKAAM3ALMM MYTALLMM:
reH GCK (MODY2)-4 yea,,
reH HNF4A (MODY1)- 1 4yea.

®» Fle Yy ABYX MALUMEHTOB BbISBAEHbI MYTALMM:

1. BreHe LMNB2, BOPUAHT HEOMNPEAEAEHHOM 3HAYUMMOCTU. B AuTEPATYPE
OMUCAHbI BAPUMAHTbLI reHa LMNB2, CB430HHbIE C MPEAPACMNOAOXEHHOCTbIO K
CUHAPOMY NAPLMAABHOM NMPMOBPETEHHOM AUMOAUCTPOdOMM.

2. BreHe GLUDI. BbI9BAEHHbIM BOPUAHT HE OMUCAH B AUTEPATYPE U
OTCYTCTBYET B OA3AX AQHHbIX AAAEAbHbIX BAPMAHTOB YEAOBEKA.



KAMHU4YeCcknm npmumep 1.

NMauueHT B., 19 AeT.
XaAoObl GOABHOroO: OKTMBHO HE MPEABIABASET.

AHOMHe3 3a00AEeBAHUA:

BrniepBsbie MOBbILLEHHbIN YPOBEHb TAMKEMMI ObIA BbISBAEH BO BOEMS
FOCMMUTAAM3ALLMM B KOXKHO-BEHEPOAOTMYECKMM CTALMOHAP MO MOBOAY
napancopmasa B asrycte 2020 r. (8,09-8,35 MMOAb/A HATOLLLAK).

[ToCA€ BbIMMCKM OOPATUACH K DHAOKPUHOAOTY, NMPOBEAEHO ODCAEAOBAHMUE,
FAMKMPOBAHHBIM TEMOTAOOUMH — 6,3%, Mpun OITT — BbIPOXKEHHAS TMNEePTAMKEMMS
NocAe Harpyskm (6,37-13,88-10,79 MMOAbB/A), C-Nentma, MHCYAUH, AT K
CTPYKTYPAM MOAXKEAYAOYHOM XKEAE3LI B MPEAEAAX PEDEPEHCHbLIX 3HAYEHUMN.

Ha4yaA CODAIOAQTbL AMETY, MPOBEPIA TAMKEMMIO MO TAIOKOMETPY. CO CAOB
NALMEHTA TAUKEMMSA TMPU CAMOKOHTPOAE HATOLLLAOK 5-6 MMOAb/A, TOCAE €Abl AO
8 MMOAb/A. BEC CTABMABHbBIN.

NepeHeceHHble 3a60AeBAHUA: MPDOCTYAHbIE, TOABMATUYECKMIM TEMAPTPO3 B
AETCTBE, MEAKODASLLIEYHbBIM NAPANCOPMAS.

HacAeACTBEHHOCTbD: Yy MATEepPN MHOTO AET HA3AA TAKXE BbIABAAAACDH
rTMmnepramkeMmmi, KoOTopad ObIAQ KOMIMEHCHNPOBAHA AMETOMN.



[Ton ocmorTpe:

COCTOSHME YAOBAETBOPUTEABHOE. TEAOCAOXEHME
HOPMOCTEHUNYECKOE.

PocTt—- 171 cm, Bec — 55«kr, UMT = 19,8 kr/m?2 .
KO>XHbl€ MOKPOBbI: YACTbIE.

B AETKMX AbIXOHUE BE3MKYAIPHOE, Xpurnos HET. YA =168
MUH. SPO2 - 99%.

TOHbI CEPALLA PUTMMYHbIE, YMUCTbIE, HCC 65 B MUH. AA -
110/70 mm.pt.cT. D=S.

YYBCTBUTEABHOCTb HE HAPYLLEHAQ.

MpeABApPUTEAbHbIM AUATHOS3:

O.3.: CaxapHbIt AMQOET, BMEPBbLIE BbISBAEHHbIN, HEYTOYHEHHbIM
(karHM4eckm MODY). LleaeBon yposeHb HDAT1c<6,5%.

C.3.: MeEAKODASLLIEYHBIM NAPANCOPMA3, PEMMCCUA.




[pn 06cAaeAOBAHUM: 1%

OAK, BAK- 6e3 NAaTOAOTMYECKM 3HAYMMBIX OTKAOHEHMM, Z:Z, |
B AH.MO4YM - TAIOKO3YPUM, KETOHYPUM HET, MAY — 8,4 MI/A.

[MTon Y3 OBl — nAaTtoAOrmm He BbISBAEHO,

OdoTaAbMOCKOMMI — BE3 MATOAOTMMN.

[ AOKO3Q KPOBM HATOLLLOK 5,7-6,1 MMOAB/A, MOCTINPAHAMAABHAS — AO 7,1 (HO
JooHE CODAIOAEHMSA AUETHI).

C-nentma — 631 nMoAb/A (N 370-1470), MHCYAMH — 12,92 MKEA/MA (N 2,6-
24,9),

AT K GAD - 0,47 ME/MA (N 0-1), AT K UHCYAMHY — 3,23 eA/MA (N O-10), AT K
beTa-KAETKAOM — OTPpULL., AT K GAD n tmpo3snHdoocdparase — 0,98 ME/MA
(N <4).



MOAEKYASIPHO-TEHETUYECKMU OHAAMS:

» MeTOA: CEKBEHMPOBAHME MAHEAM FTeHOB ('CaxXApPHbIM
AmadeT-rmnepuHCYAMHM3IM'): ABCCS8, AKT2, BLK, CEL,
EIF2AK3, FOXP3, GATA6, GCG, GCGR, GCK, GLIS3,
GLUDT, HNFTA, HNFIB, HNF4A, INS, INSR, KCNJI11, KLF11,
NEURODI, PAX4, PCBDI, PDXI1, PPARG, PTFI1A, RFX6,
SCHAD, SLCI16A1, WFESI, ZFP57 .

» Pe3yAbTaTbl: B reHe GCK (NM_000162.5) B ak30HE 7
BbISBAEH reTepO3nroTHbiM BOPUMAHT C.A725G:p.E242G. He
OMMCAH; NATOrTEHHOCTb: BEPOATHO MATOrEHHbIM.

AOMUHAHTHbIE MYyTAUMM TeHa GCK onmMcaHbl Mpu
MODY2 anabete (OMIM #125851).



» AunarHos: CaxapHbin aAnadetr MODY?2. LleaeBou
ypoBeHb HbA1c<6,5%.

» PeKOMEHAALLUU MO A@YEeHUID: CODAIOAEHME
AMETHI.

Yepes 6 mec. (No teaedoHy): CaMOo4yBCTBME
xopoLuee, XAA0D HeT. AMeTy CODAIOATET.

[ AMKEMMSA MNP CAOMOKOHTPOAE B MPEAEAAX 5-6
MMOAbB/A.




KAMHUYECKMM NPUMEP 2.

NMauumeHTKka A., 20 AeT.

Xaaobbl: neproan4ecKkas CyxoCTb BO PTY, CYXOCTb KOXM, CAOBOCTb, YTOMAIEMOCTb,
CHWXEHMe BeCa.

AHAMHe3 3060AeBAHMS:

CoO CAOB MATEPU POAMACCH HEAOHOLLIEHHOM M B POAAOME PETUCTPOUPOBAACCH
TOAH3UTOPHAS TMIEPTAMKEMMS, MODTOMY MALIMEHTKA C PAHHMUX AET HODAIOACACOCH Y
SHAOKPMHOAOTA MO MECTY XXMTEAbCTBA.

C 10 AeT NEPUOAMYECKM OTMEYAAACH TMNEPIAMKEMMA HOTOLLLOK AO 6,5 MMOABL/A. B
Bo3pacte 11 AeT npu nposeaeH OI'TT AMOYAATOPHO BbISBAEHA TUMEPRIAMKEMMSA MOCAE
Harpy3kn 11,0 MMOAB/A, MAUMEHTKA ObIAG HOMPABAEHA B CTAUMOHAP. [Mpu
00CAEAOBOHUM B cTAUMOHApPE: Npu OITT — 5,0-6,8 MMOAb/A, HOATC - 5,4%, C-nentuma,
MHCYAMH, AT K GAD — B MpeAeAax pedoepeHCHbIX 3HAYEHMM. [TaLMEHTKA OblIAC
BbIMMCAHA MNOA HODAIOAEHME SHAOKPUHOAOTA MO MECTY XXUTEABCTBA.

YxyalleHne camouyBCTBMa C AeTa 2020 T, 4TO CBA3LIBAET C BbICOKOM YTAEBOAHOM
HArPYy3KOM (MMAQ O4EHb MHOIO OPYKTOBbIX COKOB). [OSBMAMCH CYXOCTb BO PTY, TOLLHOTQ,
CAQBDOCTb, MOXyAQHME (3a 2 mec. Ha 10 kr).

B ceHTa6pe 2020 r. oOpaTMAACH K SHAOKPUHOAOTY. Npn 06CcAeAOBAHMM: [TIH — 6,5
MMOAb/A, HDATC 6,4-6,51%. C-nentna, MHCYAUH, TTT, AT-TIIO — B NnpeAeAax
pedoepEeHCHbIX 3HAYEHMM. HOMPABAEHA B CTALMOHAP AAS YTOYHEHMI AMATHO3A.

NepeHeceHHble 3a60AeBaHUA: NMPOCTYAHbIE 3000AEBAHMS, BETPSIHAS OCMA.

HacAeACTBEHHOCTDL: Y 6ABYLLKM MO MATEPUHCKOM AMHMM COXAPHbIM AMABET 2 TMNA,
KOTOPbIM OHQO 3000AEAC B MOAOAOM BO3PACTE, Y OTLA C IOHOCTM NEPUOAMYECKM
BbIABAIAQCH MMMNEPTAMKEMMI HOTOLLLAK (Y SHAOKPUHOAOIA HE HODAIOAQETCS).



[Mpu ocmoTpe:

®» COCTOJHME YAOBAETBOPUTEABHOE. TEAOCAOXEHME ACTEHMYECKOE.,

» PocTt- 155 cm, Bec — 39 kr, UMT = 16 kr/m?2 . KOXHbl€ MOKPOBbI YACTbIE.
®» B AETrKMX AbIXOHME BE3IUKYAAPHOE, XPMNOB HET. HA 16 B MUH.

®» TOHbl CEPALA YMUCTbIE, PUTMMYHBIE, 68 B MWH. AA — 100/80 MM.PT.CT.
®» XKMBOT MArkmm, 6e300Ae3HEHHbIN. LLIMTOBMAHOA XXEAE3D HE YBEAMYEHQ.

[Nepudoepmyeckas 4yBCTBUTEABHOCTb HE HOPYLLIEHA.

NMpeABApPUTEAbHbIM AUATHO3:

0.3.: CaxapHblt AMOBET, BMEPBbLIE BbIABAEHHbIM, HEYTOYHEHHbIM. LleAeBOM
ypoBeHb HDbA1c<6,5%.

C.3.: HEAOCTAOTOYHOCTb MUTAHMA.




[Mpu o6cAe AOBAHMUM:

» OAK, BAK- 6e3 NaTOAOrMYECKM 3HAYMMBIX OTKAOHEHUM,
®» B aH.Mmo4u- TAtoko3ypms 0,05%, caeabl keToHOB, MAY — 10,1 MI/A.

» [Ipm Y3 OBl — NnAtoAOrmm HE BbIABAEHO, OCMOTPEHA OJOTAABMOAOTOM -
MMUOMKNSA BBICOKOM CTEMEHM.

®» [ AIOKO3Q KPOBKM HATOLLLOK 6,69-7,4 MMOAbB/A, NOCTNPAHAMAABHOS — A0 10,4
MMOAb/A. HDATC — 6,5%. HOMA-IR - 1,9.

-nentma — 368 NMOAb/A (N 260-1730), MHCYAMH — 6,8 MKEA/MA (N 2,7-
10,4 MKME/MA,

AT K MHCYAMHY — 3,38 eA/MA (N 0-10), AT K BETO-KAETKOM — OTPMULL., AT K
GAD — <5 ME/mA (N <10).




MOAEKYASIPHO-TEHETUYECKMU OHAAMS:

» HLA-reHoTunuposaHue ll kanacca: DRB1 01,13; DQAT 0102,0501;
DQB1 0301, 0502/0504. 3akAtoveHme: PUCK PA3BUTMI AYTOMMMYHHbIX
3000AEBAHMM HE MPEBBLILLIAET MOMYAALLMOHHbIN.

» CeKkBeHMpOBAHUE NAHeAU KCaxXAapHbIU AMAGET-runepPUHCYAMHU3IM):

B reHe GCK (NM_000162.5) B 7 2K30HE ODHAPYXXEHA AEAELIMA OAHOTO
HYKAEOTUAQ B FETEPO3UTOTHOM COCTOAHMM C.821delA, NPUBOAALLLAOA K
CABUTY PAMKM CHYUTBIBAHMSA M OOPA30BAHMIO MPOEXAEBPEMEHHOTO CTOIM-
KOAOHQO P.D274Afs*20 C TAYOMHOM MOKPbLITUS 474X. BOPUMAHT HE
BCTPEYAETCA B OA30X AQHHBIX OAAEABHbIX BOPMAHTOB HEAOBEKQA U HE
OMUCAH B AUTEPATYPE KAK MATOrEHHbIN. [10 COBOKYNMHOCTU CBEAEHMM
PACLLEHMBAETCH KAK MATOrEHHbIM.



» AunarHos: CaxapHbit Amadbetr MODY2. LileaeBoun \
ypoBeHb HOA1c<6,5%.

» AeyeHue: COOAIOAEHME AUNETDI, B CTALMOHOPE —
OoAoCcHOE BBeaeHMeE KA, 3atem amadeTtoH MB 30 mr
/CVT.

» Yepes 6 Mec.: COMOYYBCTBME XOpOoLLEE, XXAOAOD HeT.
Anety He cobatoAaerT. [MpuHmmaet anabetoH MB 30 mr.
[TombasmAa B Bece S kr. [TIH — 5,9-6,9 MMOAb/A, TITIT —
6,4-8,6 MMOAB/A, HBATC — 6,3%.




KAMHMYECKMM NpUumep 3.

NMauueHTKa T., 26 AeT.

XaAo6bl 6OABHOrO: NEPUOAMNYECKM CYXOCTb BO PTY, CAODOCTb,
YTOMASIEMOCTb.

AHOMHE3 3a00AEeBAHUA:

YXyALLIEHME CAMOYYBCTBMA OKOAO FrOAQ. BriepBsble MOBbILLIEHHbIM YOOBEHD
FAMKEMIMU (AO 17 MMOAB/A) ObIA BbidBAEH B ABrycte 2019 1. BbIAG OCMOTPEHA
TEPAMNEBTOM, ObIAM AQHBI PEKOMEHAALMUN CHU3NTL BEC.

C aHBaps 2020 r. OTMEYAET HAPACTAHME CAADOCTH, YHALLEHHOE
MOYEMNCIYCKAHME, MOXYAQHME. PEMTMCTOUPOBAAACH TMNEPTrAMKEMMA AO 20
MMOAb/A. KETOHYPMM HE BbIAO.

B ceHTa0pe 2020 Ae4nAQCh B cTAUMOHApPE. MCCAeAOBAHbI YPOBHM C-
NenTmAQ, MHCYAUHA, AT K GAD — B MPEeAEAaX pedePEHCHbIX 3Ha4YeHMM. Ha
JOOHE MHCYAMHOTEPAMMM AOCTUTHYTA HOPMOTAMKEMMS, MPU MOMbITKE
NEePEBOAC HAO TADAETUPOBAHHbIE MPENAPATb! (AAOTAMMATUH, METAOOPMMH) —
rMnepramkemms 9-13 MMOAb/A. BbINMCAHA C PEKOMEHAALLMAMM MOOAOAXKNTL
MHCYAMHOTEPANUIO: TAQPTUH 10 €A HA HOYb, ACTAPT 6+6+4 eA Nepea eAOM.
[1o1 COMOKOHTPOAE TAMKEMUU HATOLLLAOK 6-8, MOCAE €Abl AO 8 MMOAB/A.

NepeHeceHHble 3a60AeBAHUS: MPOCTYAHbIE, BUTUAMTO.
HacaeacTBeHHOCTL: CA 2 TMNA, PAK MPIMOM KMULLIKU, BUTUAMUIO Y NAMbI.




-
[Mpu ocmoTpe: W\
®» COCTO9HME YAOBAETBOPUTEABHOE. ‘ |

®» [JOAOXKEHME AKTMBHOE. TEAOCAOXKEHUE HOPMOCTEHMYECKOE. £
®» PocT- 172 Ccm, Bec — 79 kr, UMT = 27 Kr/m2..
»

KO>XXHbl€ MOKPOBbI: YACTbIE, YHOACTKM AEMUTMEHTALLMMA. [TOAKOXHAA XXMPOBAS
KAETHOTKA PA3BUTA M3ObITOYHO.

B AETKUX AbIXOHWE BE3UMKYAIPHOE, XPUMOoB HEeT. YA = 16 B MUH.

[OAHULBEI CEPALLA HE PACLUMPEHDI. TOHbI CEPALLA  PUTMMYHbBIE, YUCTLIE,
HCC 65 B MUH. AA -120/70 mm.prt.cT. D=S.

» KMBOT MArkKMK, OE30O0AE3IHEHHbIM MNP NMAABMALMM.

MpeABAPUTEAbHbIN AUATHO3:

0O.3.: CaxapHblt AMQOET BMNEPBbIE BbIABAEHHbIM, HEYTOYHEHHbIN. LleAeBOM
ypoBeHb HbA1c<6,5%.

C.3.: Butmaumro.




[Mpu o6cAe AOBAHMUM:
» OAK — 6e3 ocobeHHOoCTEN. ./V
®» B aH.MO4YM — KETOHYPMSI 1,0 MMOAbB/A, TAKOKO3YPUK HET. l ‘-I:-
®» AUCAUMIMAEMUA (OX — 5,73 MMOAB/A, ATTHIT — 2,9

MMOAbB/A, ATBIT— 1,2 MMOAB/A, TT — 1,42 MMOAB/A.
» HbAlc —-8,0%, ITIH—6,1-7,1, [Nl — A0 8,1 MMOAbB/A.

HOMA-IR - 2,4.

C-nenmma — 1,5 HI/MA (N 0,9-7,1), HCYAMH — 12,4 — 7,9
MKEA/MA (N 2,6-24,9 MKME/MA),

AT K GAD n tmposmHdpocdoatasze — 0,79 ME/mA (N 0-4), At
K MHCYAMHY — 0,8 eA/MA (N 0-10), AT K BETA-KAETKOM —
OTPMULL.



MOAEKYASIPHO-TEHETUYECKMU OHAAMS:

» HLA-reHoTunuposaHue ll kanacca: DRB1 08,13; DQAT 0103,0401;
DQB1 0602-8, 0401/0402. 3akAtO4EHUE: PUCK PA3BUTIS
AYTOMMMYHHbIX 3ADO0AEBAHUM HE MPEBbLILLAET NOMYAILLMOHHbIN.

» MeTOoA:. CeKBeHMPOBAHUE NAHEAU reHOB ("CaxapHbin AMabeT-
runepuHcyAmMHusm"): ABCCS8, AKT2, BLK, CEL, EIF2ZAK3, FOXP3,
GATA6, GCG, GCGR, GCK, GLIS3, GLUDT, HNFI1A, HNF 1B, HNF4A,
INS, INSR, KCNJT1, KLFI1'1, NEURODI, PAX4, PCBDI1, PDX1, PPARG,
PTFIA, RFX6, SCHAD, SLC16A1, WFESI, ZFP57.

Pe3syAbTaTbl: B reHe HNF4A (NM_175914.4) B 3k30H€E 4 BbIIBAEH
retTepo3mrotHbiM BAOPUMAHT C.421C>T:p.R141X (rs137853335;
HGMD:CM971464). NatoreHHbin; onmcaH npm MODY 1 anabete (OMIM
#125850).



» AMUArHo3:

0O.3.: CaxapHbint aAadetr MODY 1. LleAeBOM YPOBEHb
HbA1c<6,5%.

C.3.: BUutmamro. AMCAMNIMAEMMS.

NOREE

=

» AevyeHue:
®» B CTALUMOHAPE — MHCYAMHOTEPAMNMS (TAQPTMH, ACNAPT),

®» oCAe UCKAKOYEHUA CA 1 TMNA — Npoba C rAMOEHKAOMUAOM
3,5 Mr (4epe3 2 4aca rMNorAMkeMma 3,8 MMOAbB/A),

® [POU BbIMMCKE — AMADOETOH MB 30 Mr + NPOAOTUPOBAHHbIM
metdoopmmH 1000 Mr HO HOYb.

» Yepes 6 mec.:. CaMo4yBCTBME XOopoLuee. XAAOD HeT. AMety
cobAatoAQeT He Bceraa. [TIH- 6,0-7,0 mmoab/A, TITT = 8,0-12,0
MMOAb/A, HOATC - 7,7%.



BbIBOADI:

®» | MOHOreHHble OPMbl COXAPHOIoO AMabeTa
BCTPEYAIOTCH YALLLE, HEM DTO MPUHATO CYUTATD.

®» ) TOABKO MOAEKYAIPHO-TEHETMYECKAS AMATHOCTUKO
NO3BOASET AMATHOCTUPOBATbL MOHOIEHHbLIE CDOPMBbI
COXAPHOro AmMaberaq.

®» 3. B HOCTOdLLEE BPEMYI €CTb BO3MOXHOCTb AMATHOCTMKM
MOHOTEHHbIX POPM B pamKax OMC 6e3 noe3aku B
APEAEPAAbHBIM LLEHTP.




KOHTAOKTbI:

3axaposa JIrogmuna CepreecBHa

Otnenenue sHIokpuHONOorun ' bY3 HO
«l'oponckast OonbHHIIa N 335

Temn.;: 2585775
Mo0.: +79200774337
E-mail: lussya@mail.ru
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