BTOpUYHbIN MHAYLUPOBAHHDbIN
MMMYHOAe PULMT:
caxapHbin gnaber

MumuHowsunam B.P.
kKadeapa BHyTpeHHUX bonesHen N2y

JloHeuK — 22.06.2023r.



= Knaccugukauua caxapnozo ouavema owvina
ymeepicoena BO3 ¢ 1999 ..
B HoBOM Kinaccudukauuu CJ1 BBIACISIOT ABa
OCHOBHBIX THIIA 3a00yieBaHusa — 1-i u 2-u. /s
0003Ha4YeHMs TUIA CIIEAYET UCIIOJIb30BaTh apaOCKUE, a
HE puMCKUe HUu@phl. MckiroueHne u3 Ha3BaHUs
3a00JI€BaHMSI TEPMUHOB «MHCYJIMHO3aBUCUMBIIN WUIIH
«MHCYJIMHHE3aBUCHUMBII» CBSI3aHO C TEM, YTO JI0
HACTOSIIECIO BPEMEHN MNPAKTUUYECCKHUE Bpayu
OCHOBAHMEM JIJISI COOTBETCTBYIOIIEIO JUArHO3a
CUHTAJIU XapaKTep JieueHUs (HEOOXOAUMOCTh
MHCYJIIMHOTEpANNN), a He maToreHes oone3nu[l,2]



s |. CII 1 tuna ( pectpykuus 3-KiIeTOK, OOBIYHO
IPUBOAAINAS K a0COTIOTHOM HHCYJIHMHOBOM
HEJI0CTAaTOYHOCTH):

A. IMMYHHOONIOCPENOBAaHHBIMH;
B. nnnonmatnyeckuii.

= |l. C/] 2 Tuna (00yClOBIIEH IPEUMYILIECTBEHHO
WHCYJIMHOBOUW PE3UCTEHTHOCTHIO C
OTHOCUTEJIBHOU UHCYJIUHOBOU
HEIO0CTAaTOYHOCTBIO MJIH IIPEe00IagaHuEM
CEKpPETOPHOTO Ae(hEKTa C PE3UCTEHTHOCThIO K
MHCYnuHY)[5,6,9]



[1l. Ipyrue cneuuduyeckue TUIIbI:

A. I'enetnueckue nedeKkThl PyHKIIUM P-KIETOK

1. MODY 3 (xpomocoma 12, HNF-1a)

2. MODY 1 (xpomocoma 20, HNF-4a)

3. MODY 2 (xpomocomMa 7, IIIFOKOKHHA3a)

4. pyrue ouenb peakue turel MODY ( MODY 4: Chromosome
13, insulin promoter factor-1; MODY 6: Chromosome 2, NeuroD1,
MODY 7: Chromosome 9, carboxyl ester lipase)

5. Tpau3uTopHBIM HeOHATaILHEIN quabdet (Most commonly
ZAC/HYAMI imprinting defect on 6924)

6. Croiikuii HeoHaransHBIA nradeT (Most commonly KCNJ11 gene
encoding Kir6.2 subunit of b-cell KATP channel)

7. dedexkr mutoxonapuansHor JIHK

8. lIpyrue[2,9]



B. TeneTnueckne 1e(PEKTHI JEUCTBUA HHCYJINHA:

1. MHCYTMHOPE3UCTEHTHOCTh TUIIAa A
2. JlenipeuayHu3m

3. Cuaapom Pabcona-MenaeHxoiia
4. Jlunoarpoduueckuii quader

5. pyrwue.

C. 3abosieBaHMs YK30KPUHHOMN YaCTU MOKETYIOUYHOM JKEJe3bl:

1. [TankpeaTutsl

2. TpaBMbI/TaHKPEATIKTOMUS

3. Heomnazus. CJI y OOJIbHBIX pakoM MOMKETYTOYHOM KEIE3bI
XapakTepu3yeTcs nepuepuyeckor pe3uCTEHTHOCTBIO K MHCYJIMHY.
NHCYIMHOPE3UCTEHTHOCTh BCTPEYAETCS TAKKE Y OOJBHBIX PAKOM
naHKpeac 0e3 Auadera Wi HENEPEHOCUMOCTH DITFOKO3bI, XOTS U B
MEHBIIeH crencHu|7].

4. Kucto3Hslil pudpo3

5. 'emoxpomaro3

6. ®ulOpoKaIbKyJIe3Hasl TAaHKPEATOMATHSI

7. Ipyrue[2,5,6]



. DHJIOKPUHOIIATU U

. AkpomMeranus

. Cungpom Kymmnra
. [mrokaronoma

. DeoxpoMonuToma

. 'mneprupeos

. ComarocrarnHomMa
. AslbiocTepomMa

. Apyrue
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. JlekapCTBEHHO WJIM XMMHUYECKHU UHIYLIUPOBAHHBIE:
1. Bakop
2. [leuramuauu
3. HukoTnHOBAas KHCIO0Ta
4. I TIOKOKOPTUKOUIBI
5. TOpMOHBI U TOBUIHOM KEJIE3bI
6. Jlnazokcu
/. B-anpeHepruyecKkre arOoHUCThI
8. Tuasumael
9. JlunaHTuH
10.y-unrepdepon
11. Opyrue[2,5,9]
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. Undexnuu:
1. BpoxxaeHnas kpacHyxa.
2. lluTomeranoBupyc.

3. llpyrue.

lllm

. HeoObrunbie ¢GopMbl UMMYHOOTOCPEAOBAHHOTO AUA0ETA:
1. «Stiff-man»-cuHapoM (CHHIPOM HETIOIBHIKHOIO YCIIOBEKA).
2. AyToaHTuTENa K pelenTopaM UHCYJINHA.
3. AHTHUTENIA K UHCYJIUHY.
4. AyTOMMMYHHBIN TTONUTIIAHAYJISIPHBIA CUHAPOM 1u 2 Tuna.
5. IPEX-cunapom

6. lpyrue.

IIIIIIG)

. Jlpyrue reHeTudecKue CUHAPOMBI, KOTOPBIE MOTYT COYETAThCS C TMA0ETOM:
1. Cungpowm JlayHa.
2. Cunnpom Knaitndenbsrepa.
3. Cunnpowm TepHepa.
4. Xopes | eHTUHTTOHA.
5. MuoronnyHa guctpodusi.
6. Cunznpowm IIpanepa — Bumm.

7. llpyrue.
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. TecTanmoHHBIN caxapHbIid 1uadet[2, 5, 6]



= He Bcerma BO3MOXKHO NOTYYE€HHBIC JUATrHOCTUYECKHUE
JAHHBIC YETKO BIIMCATh B OAHY Kareropuro. HekoTopsie
MNaUEHTHI HE MOT'YT OBITh YETKO KJIaCCU(PUIIMPOBAHHI,
kak umeromme CJ11 mom CI2. YTepxacnue, yro C/12
THUIIA BO3HUKAET TOJBKO Y B3pOCibIX, a C/11 Tonbko y
JE€TEW HE BEPHO, T.K. 00a 3a001€BaHUS BCTPEYAOTCS BO
BCEX BO3PACTHBIX rpynmnax. MlHoraa y naiueHToB ¢
C/12 Bo3HuKaeT auadbetuueckun keroauuao3(/1KA), a
y JIeTeW HE Bceraa HaOIIAarTCs TPaIULIMOHHbIC
CHUMIITOMBI — monuypus, nonuauicus u JIKA. B Takux
CIy4asiX HCTUHHBIA UAarHO3 CTAHOBUTCA 00Jee
OYCBUJIHBIM C TeUCHUEM BpeMeHu|[6, 9]



C/1 — uMMyHHO-OIOCpENOBaHHBIN. JTa (hpopMa paHee
Ha3bIBAJIACh «FOBCHUILHBIA C/I», COCTaBIISET OKOJIO S-
10% Bcex ciayuaeB[6].

B 0CHOBE JIEKUT KJIETOUHO-OIIOCPEIOBAHHOE
ayTOMMMYHHOE pa3pyIlieHue P-KICTOK MOIKETyI0YHOM
Kele3bl. ATOUMMYHHBIC MapKEPhl BKIIIOYAIOT:
-ayTOAHTHUTEIIA K OCTPOBKOBBIM KJIETKAM,;
-ayTOAHTHAHTUTEIA K UHCYIUHY;

-aytoantureaa Kk GADGS;

-ayToaHTUTEIa K TUpo3uH-pocdaraze BIA-2 u |A-2B;
-ayTOQHTHTENA K MUHK-TpaHcnoptepy 8(ZnT8).
B03M0XXHO HAaIM4YUE OJHOIO MM HECKOJIBKUX ITUX
MapKepoB Y 0gHOro 0016HO0TO[6].



CKOpOCTh MOBPEXACHUS -KIETOK pa3nyHa, MOXKET ObITh OOJiee
OBICTPON(TTPEUMYIIIECTBEHHO Y JETEW U MOIPOCTKOB) U MEIJICHHON( B OCHOBHOM Y
B3POCIBIX). Y IeTel MEepBbIM MposiBIIcHUEM MOXeET ObITh JIKA. [Ipyrue umeror
HEBBICOKYIO TIIMKEMHUIO HATOIIAK, KOTOPasi MOXKET OBICTPO CMEHUTHCS TAKETON
runeprimkemueii u/ win JIKA ¢ undexuueii[6].

VY B3pOCIIBIX MOKET COXPAHSATHCS JOCTAaTOUHAsI QYyHKIUA [3-KIETOK B TEUEHUE
MHOTHUX JIET; MOTPEOHOCTh B MHCYJIMHE MOYKET BO3HUKATh Y TAKUX OOJBHBIX B
Clydae )KU3HEyTrpokaronux coctossuuil u pucke JIKA. B aTor ctagun nmeercs
HU3Kas UK OTCYTCTBYET CEKPELMs MHCYJIMHA, YTO MPOSABIISECTCS HU3KUM WUJIH
HeolpeesieMbIM ypoBHEM C-TienTuaa.

NMMYHHO-0TIIOCPEIOBAaHHBIN TUA0ET Yalle BO3HUKAET B ICTCKOM U
MOAPOCTKOBOM BO3pacCTe, HO MOKET Pa3BUTHCS B JIFOOOM, Jaxke HA 8 U 9
ICCATHIICTHH KU3HU[B].

Xots st naureHToB ¢ CI[1 He XapaKTepHO OKUPEHUE, €0 HATUYUE HE
UCKJIIOYAET TUArHO3.

[TarMeHTsl ¢ 3TUM TUIIOM JAWA0ETa MOJABEPKEHBI IPYTUM aTOMMMYHHBIM
3aboneBanusaM( Oones3Hb ['petiBca, AUT, nepaunino3nas anemus u ap.)[6]



CI1b-uanonaruyecKui.

OTH NalMEHTHI UMEIOT MOCTOSHHYI0 MHCYJIUHOIICHUIO U
CKJIOHHOCTB K JIKA, HO ayTOMMMYHHBIN XapaKTEP
3a00JI€BaHMS HE MOJATBEPIKICH.

JIJIst 5TOM IpyINbl JOKA3aHa CBA3b C STHUYECKOMN
PUHAAICIKHOCTBIO: OOJIBIIMHCTBO OONBHBIX JaHHOMN
KaTEropuy a3uaTCKOro Win aypuKaHCKOTO
npoucxoxaeuus|7,10].

JIuna ¢ aToi hopmMoit guadbeTa cTpagaroT OT YIU30AUUCCKUX
JIKA 1 ©MEI0T pa3IMuHON BBIPAKEHHOCTH WHCYJINHOBYIO
HEAOCTATOYHOCTh. DOpMa 4aCTO UMEET HACJIEACTBEHHBIN
xapakrep. HeoOXoaMMoOCTh B Ha3HAUEHUHU UHCYJIMHA Y TaKUX
OOJBHBIX MOKET IOSBIISITHCS M IPOXOIUTH[ /].



= DTta (hopMa paHee UMEHOBAIACH
«uHCcynInHoHe3aBucuMbI»y C/l. Cocrapiser 90-95%
Bcex (popM. BrinrouaeT auiy MMEIOIIUX PE3UCTEHTHOCTD
K UHCYJIMHY M OOBIYHO OTHOCHUTEIBbHYIO
HEIOCTAaTOYHOCTh MHCYJIMHA. PucK pazButusa C/12 Tuna
YBEJIMYHUBACTCS C BO3PACTOM, IIPU OKUPECHMU,
OTCYTCTBUH (PU3UYECCKON aKTUBHOCTH, y KCHIIUH C
['C/l B anaMHe3€, Ipy TUNEPTCH3UN, JUCITUIINACMHH, a
TAKKE B ONPEACICHHBIX YTHUYECCKUX IPyNIIax
(appuKaHIBl, MTHACHUIIBI, JaTUHOAMEPUKAHIIBI, a3UaThI).
DTO CBSI3aHO CHAJIMYKUEM BBIPAKECHHOM I'C€HETUYECKOU
IPEAPACIIOIOKEHHOCTH, HO reHeTruka CJ12 Ttuma
HEeJI0CTaTOYHO n3yueHa[6,7,10].



= TepmuH <<JaT€HTHBIM ayTOMMMYHHBIA JUA0ET B3POCIIBIX >>

(LADA)OBLI ipeNI0KEH 151 ONMCAHUS TPYIIIbI
NaIMeHTOB, KOTOPhIC UMEIU KINHU4YeCcKHUe nposiBiieHus CJI
2 TUMa, MO3UTHUBHBIC AaHTUTEIA K KOMIIOHEHTaM [3-KJIIE€TOK
(GADA, ICA u gp.) u npu MmaHudecTauuy 3a00J€BaHUS Y
HUX OTCYTCTBOBAJ KETOAM103 U moteps Beca. LADA
TAKK€ HA3bIBAIOT: MEIJICHHO nporpeccupyromut CI 1
TUIA, JIATCHTHBIN IUA0ET MEPBOTO THUMA, IBOMHOM JUAOET,
nuaoet tum 1,5, LADA tun 1 u LADA tun 2.

CormacHoO AMUIEMUOJIOTUYECKUM OLIEHKAM
pacnpocTpaHeHHOCTh LADA MOXET COCTaBIATh OT 2 A0
12% Bcex cayuaeB C/[4,6].



" -TPAaH3UTOPHBIN HEOHATAJIBHBIN JUAOET;

" -[ICPMAHCHTHBIA HEOHATAIbHBIA TUA0ET;
CaxapHbIl JUa0€T, KOTOPBIM JTMarHOCTUPYETCS B
[IEPBBIC OMEC KMU3HU, YAl HE ABJISICTCS
TUIIMYHBIM ayTOUMMYHHBIM CJI1 Tnma. 910 Tak
Ha3bIBACMBIN CaXapHbIM JMAa0CT HOBOPOKACHHBIX
MOYKET OBITH NPEXOMSAIIMM WX OCTOSHHBIM.
CBOEBpEMEHHAs JTUArHOCTUKA OYEHb BAXHA, T. K.
TaKoOM JUA0ET XOPOIIO KOMIICHCUPYETCS
CyIb(pOHUIMOUECBUHOI[ 5,6, /]



= HaOmrongaercs BbIpak€HHass MHCYJIMHOPE3UCTEHTHOCTD, B KPOBH Y
OOJIBHBIX ONMPEACIICTCS THIEPUHCYIMHEMHUS PA3IMUYHON CTEIICHHU.
JlnaOeT WM HapyIIeHHAs TOJEPAHTHOCTD K IIFOKO3€ SIBJISTIOTCS
OJIHUM M3 HanOoJiee MO3AHUX MPOSIBICHUN CUHAPOMA U MOT'YT OBITh
KOMIIEHCUPOBaHbI MET(POPMHUHOM.

*» B03MOXEH KJIWMHUYECKHUU BaAPUHT MHCYJIUHOPE3UCTEHTHOCTH THUIIA
A, COYETAIOMIECUCS C SIBICHUSIMH AKPOMETAIIMA: YCKOPEHUE POCTA B
COYETAaHUHU C aKpPOMETaJIOMIHBIMH YE€pTaMU JIMIA, MAKPOIJIOCCHUEH,
YBEJIMUYECHHEM YIIHBIX PAKOBHH, aKpaJbHON rHIEepTPOdUEH.
[Ipennonaraercs, 4To NIPUYMHON TaKOM CUMIITOMATUKH SIBJISIETCS
TaK Ha3bIBacMas CEJICKTHBHAS MHCYJIMHOBAS PE3UCTEHTHOCTD. [Ipu
ATOM YacTh TKaHEW B OpraHU3Me UMEET HOPMaJIbHbIC HHCYJIUHOBBIC
PELICIITOPHI, a TUIIEPUHCYIUMHU3M, BEI3BAHHBIM PELIEITOPHBIMU
HapyIICHUSIMH B IPYTUX TKAHIX, IPUBOAUT K aHAOOJIUYECKOMY
3(hEKTy BILUIOTh A0 Pa3BUTUS aKpOMETrajJouaHOro (heHOTUIA B
TKAHSAX ¢ HOPMAJIbHO (DYHKIITHOHHPYIIHMU perenTopamu|8]



JlenpeuayHusm, Ha3bIBaeMblii elle cCMHAPOMOM J[oHaxblo, BliepBbie onucaH B 1954 1. y nByx cecrep. 910
pPEeAKU BPOXKIEHHBIN CUHIIPOM C ayTOCOMHO-PEIECCUBHBIM HacenoBanueM. [laireHTsr uMeroT
XapaKTepHbIN (EHOTHI: IULIEBOU TUCMOPHU3M — «3Ib(POogo0H0e TUII0» (OOBIITNE IIAPOBUIHBIC IT1a3a,
OTTOTBIPEHHBIE YIIIM M1 MUKPOTHATHSA), TSOKETAasi BHYTPHUYTPOOHAs 3aIepiKKa B pOCTE, TIOJTHOE OTCYTCTBUE
MOJIKOXKHO-KHPOBOH KJIETUATKU MPU pokaeHUH. HapyreHue romeocTasa IoK03bl XapaKTepUu3yeTcs
TUINOTIIMKEMHUEH HATOIIAK M BRIPAXKEHHOM MOCTIPAaHIMaIbHOM runeprinkeMueii. B kposu
rI/IHepI/IFc]yJH/IHeMm, JOCTHUTaroMIas O4eHb BhICOKUX Ludp. [lanmenTsr norubarT 0OBIYHO B MIEPBLIE 2 ToAa
KU3HU.[8

Jlunoarpoduueckuii nuader

C poxeHus y peOCHKa ONpeAesieTCsl TIOJIHOE OTCYTCTBUE )KUPOBOW TKAHU — HE TOJIBKO B TIOIKOXKHOM
KJIETYATKE, HO M BUCIICPAIbHOW; TeIIaTOMETallusl, IPH MYHKIIHOHHON OMOTICHH TIEYeHU OOHAPYKHBACTCSI
U30BITOYHOE OTJIIOKEHHE TIIMKOTeHA U J)KUPA, OYard HEKpo3a B TenaTolUTax ¢ pa3pacraHueM GuOpO3HOiM
TKaHH. B OMOXMMUYECKOM aHalIn3e KPOBH BBISBIISICTCS TUIICPIIAITUIEMUS (TIOBBILICHUE YPOBHS
TPUITHLEPUIOB, XHJIIOMUKPOHOB H JIMTIONPOTEUIOB OUYEHb HU3KOM IJIOTHOCTH). BO3MOXKHO pa3BuTHE
OCTPOTro MaHKpeaTuTa BCIICACTBUE TUunepaunuaeMun. [locie yckopeHHOTO pocTa B IEpBbIC TOBI XKHU3HH B
JambHEUIIeM HePEIKO MMPOUCXOAUT 3aJIepiKKa (PHU3MUECKOTO, @ MHOT/A U MHTEIUICKTYaIbHOTO Pa3BUTHSL.
HacnenoBaHue ayToCOMHO-pPEIIECCUBHOE.

CaxapHblii 1uabeT, Kak MPaBUIIO, PAa3BUBACTCS BO 2-M JICCATHIICTHH JKU3HU, XapaKTEPU3YETCSI TSHKEIBIM
TEUCHHEM C KETO30M M NOBbIeHHeM conepxanns HIXKK, mioxo cHuKarommxcs, HECMOTPsI Ha BBEJCHUE
9K30T€HHOTO MHCY/IMHA. Hepeako 3a00ieBaHre OCIOKHICTCS Pa3BUTHEM IIUPPO3a IEUCHH, TOPTATbHON
runiepren3ueid. OMUCaHbI ClTydan Pa3BUTHUS Y TAKHX OOJBHBIX aKpOMETaJIMU, TUTaHTH3Ma. BO3MOXHO
paHHEee pa3BUTHE BTOPUYHBIX TIOJIOBBIX MPU3HAKOB, acanthosis nigricans[8]



CAXAPHBIN JUABET (E10-E14)

= E10 UHCyIMH3aBHCHMMBIN CaXapHbIH anadeT
Ell UacyJuHHe3aBUCUMBIN CaXapHBIM AuadeT
E12 CaxapHbiil 1uadeT, CBA3aHHBIN C
HEAOCTATOYHOCTHIO MUTAHUSA

E13 /Ipyrue yrouHeHHbie (pOPMbI CAXaAPHOI0
auadera

E14 Caxapublii anadeT HeyTOUHEHHbIN

pu OEPEMEHHOCTH, BO BpEMsI POJOB U B

OCJIEPOAOBOM NEepHOE ( ) tmuko3ypus: . BJ1Y
(). mnodeunas ( ) HapyILICHHUE TOJICPAHTHOCTH
K TJIIOKO3€ ( ) mocieonepaluoOHHast

TUITOMHCYJIUHEMHUS ( )[11]


http://mkb-10.com/index.php?pid=14138
http://mkb-10.com/index.php?pid=17298
http://mkb-10.com/index.php?pid=3275
http://mkb-10.com/index.php?pid=17260
http://mkb-10.com/index.php?pid=3366

Crnenyroniye 4eTBEpPThIE 3HAKU UCIIOIB3YIOTCS C pyOprUKaMu
.0 C xomoit
= JlmabeTtmueckas:

. KOMa ¢ KeToalu030M (KeTOaIuA0THUECKas ) UK 0e3 Hero

. THIIEPCMOJISIpPHAs KOMa
. TUIIOITIMKEMHNYECCKAasa KOMa
= [uneprnukemuueckas koma b/[Y
.1 C xkeTroanuao3zom
= J[maGeTuuyecKui:
= . anuao3 } 0e3 yIIOMHUHAHUS O KOME
= . KeToauuao3 ; 0e3 yIIOMHHAHHUS O KOME
.2+ C nopaxxeHueM IOYEeK

= JluaGeTudeckas HedponaTus ( )
»  MHTpakanmuuIsipHbIN riioMepyroHedpo3 ( )
= Cunapom Kummensctuia- Yuncona ( )

3+ C nopaxxkeHusiMH 1J1a3

= J[mabeTnueckas:

= . karapakra (H28.0%)

= . perunonarus (H36.0%*)[11]


http://mkb-10.com/index.php?pid=3052
http://mkb-10.com/index.php?pid=13091
http://mkb-10.com/index.php?pid=13091
http://mkb-10.com/index.php?pid=13091

4+ C HeBpPOJIOrHYeCKUMHU OCJI0KHEHUSAMH

= J[mabeTuueckas:

= . amuoTpodus ( )

= . aBTOHOMHas HeBpomaTus ( )

= . MOHOHeBpomaTus ( )

= . moyHEeBponaTHs (

= . aBTOHOMHas ( )

5C HAPYIIEHUSIMU nepruepudecKoro KpoBooopaneHus
JlnabeTnueckas:

. TAaHT'pPEHAa

. nepudeprueckas aHruomatus+ ( )

. 13Ba

.6 C 1pyrumMu yTO4YHEeHHBbIMH OCJI0KHEHUSAMH
= JluaGetmueckas aprponarus+ (M14.2%*)

= . HeBponaruueckas+ (M14.6%)

.7 C MHOKeCTBEHHBbIMH OCJI0KHEHUSAMHU

.8 C HeyTOUHEHHBIMH 0CJI0KHEHUSIMH

.9 Be3 ocioxxkHenmii[11]


http://mkb-10.com/index.php?pid=5314
http://mkb-10.com/index.php?pid=5403
http://mkb-10.com/index.php?pid=5258
http://mkb-10.com/index.php?pid=5281
http://mkb-10.com/index.php?pid=5403
http://mkb-10.com/index.php?pid=8391

sCnacnbo 3a BHUMaHue!
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