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Caxapuplii nnadet, Tum MODY.

MODY — akponum anriumiickoro Ha3Bauus Maturity-Onset Diabetes of the
Young (ronoweckuii ouabem 63pocioco muna), TEPMUHA, BICPBBIC BBEICHHOTO
Tattersall B8 1974 r. Caxapueiii muaber, tun MODY mnpexacraiser coOoi
reTepOreHHYI0 Tpynny 3a00JIeBaHUM, BBI3BAHHBIX MYTALUSIMHU Pa3IUYHbIX [E€HOB.
Hapymienust yriaeBogHoro oOMeHa, Kak MPaBUIIO, 00VCI081eHbl OuchyHrkyuet
bema-xkniemok; 3a00JIEBaHUE Pa3BUBAETCS B MOJOAOM Bo3pacte (10 25 1ner) u
nepeoaemcs aymocoMHO-00MUHAHMHBIM NYMEM.

Knunnueckas rereporenHoctb MODY o0yciioBieHa MyTalMsIMU pa3HbIX T'E€HOB.
[lepBoiii ren, BbBbIBatomMid MODY (Myrauus reHa TJIFOKOKMHA3bI), OBLI
uaeHtTuguuposad B 1992 r. K HacTosieMy BpeMeHu U3BECTHO Oojiee 15 reHos,
MyTalMu KoTopbix npuBojatT k MODY. Haubonee pacnpoctpanenst MODY?2 u 3,
BKJIaJ] OCTaJbHBIX M3BECTHBIX I'€HOB cocTamisier meHee 10%, y 15% mnamueHToB
MYTallM1 HEe UIEHTU(ULIIUPOBAHBI, TaKKEe BapuaHThl Ha3BaHbl MODY -X.

B nacrosmee Bpemsi cuurtaercsi, uto okojgo 10% Bcero CJI B aeTrckom wu
noapocTtkoBoM Bo3pacte coctaBisier CJI He 1-ro tunma. Ha mepBoe mecte B
ctpykrype C/| He 1-ro tumna Bermen CJ/[ tuma 2, a 3arem caxapHblii nuaber, THI

MODY.

XapaKTepUCTUKH:

* TUCHYHKIHS B-KIETOK;

* HA4YaJ0 B MOJIOAOM Bo3pacte (10 25 ner);

* AyTOCOMHO-JIOMHUHAHTHOE HACJIeIOBAaHUE,

* MATKOE Te4YeHHe, He TpeOyrollee WHCYIUHOTEpAud WIA C HEOOJBIION
NOTPEOHOCTHIO B MHCYJIMHE, B OOJIBIITMHCTBE CIy4aeB BBICOKAs YYBCTBUTEIBHOCTH
K npenapatam CM;

* HuMuMe kak MuHUMyM 13 moatunoB MODY, paznuyaromuxcsi KIMHUYECKH U
FeHETUYECKH;

* OTCYTCTBHE MHCYJIMHOPE3UCTEHTHOCTH.

MODY noskeH ObITh 3aI10I03PEH:

— y HE CTPaJarouIuX 0)KUPEHUEM ALUECHTOB;

— npu pazsutuu CJI no 25 ner;

— nipu Hannmuuu C/] B poA0CIOBHOM JaHHON CEMbH B ABYX WM TPEX MOKOJICHUSX.

Bapuantet MODY

Tun I'en benok DOyHKIMS
MODY1 HNF4A AnepHsiii dakrop | bera-kneTku:
renaTonuToB 40 peryJIsIus reHa

INS, Tpancmopra u
MeTadonm3Ma
IJI0KO3bl.  IleueHs:
CHHTE3
JIUTIONIPOTEUIOB




MODY2 GCK I'mroxokuHaza bera-kneTku:
dbochopunupoBanue
IJIIOKO3bl.  [leuens:
CHUHTE3 TJINKOTEHA
MODY3 HNF1A SAnepHslii ¢dakrop | bera-kneTku:
(TCF1) renaTouuToB la pETyISIITIs re’a
INS, Tpancnopra u
MeTaboau3ma
TIIOKO3bl.  [ledens:
CUHTE3
JUIOTIPOTENIO
MODY4 IPF-1 (PDX1) | UHCcynuHOBBIM Perymsimust reHa
IPOMOTOpPHBIN (pakTop 1 INS, »>mOpuorenes
TIOJIKEITY TOYHON
KEJIEe3bI, PETYIISIIIUSA
TJTFOKOKWHA3BI
MODY5 HNF1B SAnepHslii dakrop | bera-kneTku:
(TCF2) rernatonuToB 13 perymsus reHa
INS, Tpancnopra u
MeTaboau3Ma
rioko3el.  [ledens:
CUHTE3
JUTIOTIPOTENIOB
MODY6 NEUROD1 daxkrop HelporeHHoi | Perymsmus reHa
nuddepeHupoBku 1 INS, »mOpuorenes
TIOJIKEITY IOYHON
KeJe3bl
MODY7 KLF11 «Kpronmenby»-1mo100HbIH Perysimus re’La
daxTop 11 INS
MODY8 CEL Kap6okcumacrepruaponasza | KomnoneHt
MAaHKPEATUIECKOTO
CeKpeTa
Nuddepenunanbuas nuariocruka MODY u C/I 1 Tuna.
ITapamerp MODY CJ 1 tun
Tun HacnegoBaHUs MoHOTreHHBIN [ToaureHHpIi,
ayTOCOMHO- MHOTO(haKTOPHBIH

JIOMUHAHTHBIN

Bospact Havana

Kak nipaBuiio, 10 25 ner B

OCHOBHOM JI€TH H

MOJIPOCTKH

PonocnoBHas

Kak mpaBuno, umerorcs | Kak

IIPaBUIIO, HET

OONBHBIE B HECKOJBKHX | OOJBHBIX POACTBCHHUKOB




ITOKOJICHUAX

IIEpBOW JIMNHUHU POACTBA

AyToanTuTena,
accounupoBaHubie ¢ C/]

OTCyTCTBYIOT

[Tpu ne6rote 3a001eBaHUs
onpenenstorcs B 80-85%

1 Tuna CIIy4aeB
HLA OrtcyrtcTBUE acconuanuu | Accouuanus c
IPEAPACTIONATAOIINMHI
rarIoTUIaMH1
Keto3 OrtcyTcTBYET Kax IIPaBUJIO,
MPUCYTCTBYET
Tepanus Huskas mnorpebHocts B | MHCynuHOTepanus
UHCYJINHE WIH | HeoOXouma
BO3MOXHOCTb
HAXOJIUThCS O€3 HETO
Nuddepenunanbuas nuaraocruka MODY u C/I 2 Tuna.
ITapameTp MODY CJ1 2 tun
Tun HacnegoBaHus MoHOreHHbIN IomurenHbii
ayTOCOMHO-
JTOMHUHAHTHBIN
Bo3spact Hauana Kaxk npaswuiio, no 25 ner | 40-60mner, penKo y
MOAPOCTKOB (mpu
0KUPEHUN )
PonocnoBsHas Kak mnpaBuno, wumerorcs | boabHbIE B HECKOJIBKHX
OOJbHBIE B HECKOJBKHUX | IOKOJICHUSIX UMEIOTCSA
MOKOJIEHUSAX peaKo
[leHeTpaHTHOCTH 80-95% Bapuabenbnas (mo-
BugauMomy, 10-40%)
Oxupenue Hexapaxrtepno Tunuyno
Merabonudeckuit HexapakrepHo Tunnuen
CHUHJIpOM
Caxapubiii quader, Tun MODY?2
I'etepo3urotusle uHakTHBUpytomme wmytanuu reHa GCK, koaupyroiiero

rmokokuHazy (MODY?2), npuBoasT K HapylIeHUIO YyBCTBUTEIBHOCTH Oera-
KJIIETOK K TJIFOKO3€; MEXaHHM3M pEryJisliMid TOMEOCTa3a IJIIOKO3bl Y ATUX JAeTel
OCTaeTCsl Ha BBICOKOM ypoBHE. CeKpelnus HHCYJINHA MOXKET JOCTUTaTh HEKOTOPOTO
MaKCUMyMa, OJTHAKO MHCYJIMHOBBI OTBET HE COOTBETCTBYET YPOBHIO T'JIFOKO3bI B

aa3sme.

Kinnuveckasi kapTuHa.
- YmepeHHas

runeprivkemMus Haromaxk (5,5—8 mMonb/n),

MIPOTPECCUPYET AECATUIETUAMU;

OOBIYHO HE




- CumnToMbl 3a0051€BaHUsl OOBIYHO OTCYTCTBYIOT;

- JlnarHo3 MOKeT OBITh YCTAHOBJEH B JIIOOOM BO3pacTe, Yalle NpHU MPOBEICHUU
PYTUHHOTO 00CJIeIOBaHUS 110 TOBOAY JPYroro 3a00jieBaHus;

- IIpn nposenenun OI'TT noBelIEHNE yPOBHS IIIIOKO3bI B IUIa3M€ IO CPABHEHUIO
¢ 6a3a’abHBIM YPOBHEM OOBIYHO HE MPEBBIIIAET 3,5 MMOJIB/JI;

- YpoBeHb TJIMKO3WIMPOBAHHOTIO IeMOITIOOMHA OKOJIO BEPXHEro Ipenesia HOPMbI
WM CJIETKa BBIIIIE;

- OTdAromeHHas HACJIEJCTBEHHOCTh — Y PpOAMUTENEH HUMEIOTCS HApPYIICHUS
yraeBojHoro oomena (CZ12, HTT', HI'H);

- B cnywae ortcyrcTBUS Yy pojuTeneidl OUYEBMJIHBIX TMPU3HAKOB 3a00JIE€BaHUS
TpeOyeTcsi OmNpejeNieHue Yy HHUX YpPOBHS TIUIFOKO3bl HATOIIAK; TO BaXXHO TpHU
PAacCMOTPEHUH JUarHo3a MyTalluy FeHa TIIOKOKHUHA3HI ;

- MUKpO- 1 MaKpOCOCYIUCTHIE OCIIOKHEHHSI HAOII0Aat0TCS PEJIKO.

Ilnan o6cienoBaHusi MANMEHTA ¢ TMOJAO3PEHHEM HA caXapHbIil auader, THI
MODY?2

1. OmpeneneHue ypoBHS TJIOKO3bI B IUIa3M€ HATOIIAK W TIUKEMHUYECKOTO
npodus.

2. OI'TT.

3. Onpenenenue ypoBHS TNIMKO3WIMPOBAHHOTO T€MOTIIO0MHA.

4. Onpenenenue cnenududeckux ayroantuten (GADa, IA2, ICA, IAA).

5. buoxumuueckuit ananu3 kpoBu (akTUBHOCTH ANAT, AcAT, ypouu JIIIBII,
JITTHTI, TpurnautiepuaoB, o0IIEro XoinecTepruHa, MOUYEBUHBI, KpEaTUHUHA, MOYEBOI
KUCIIOTHI, C-peakTUBHOTO OemKa).

6. TmiatenbHbI cOOp aHAMHE3a — COCTaBJICHHE T'€HEaJOTUYECKOro JIpeBa, MpH
HEOOXOAMMOCTH OOCJIeIOBAHUE POJUTENICH HAa HApPYIICHHUS YIIEBOJHOTO OOMEHa.
7. MOneKyIspHO-TEHETUYECKUE UCCIICIOBAHUA.

8. DnekTpokapauorpadus.

9. Y3U opranoB OpIOUIHOM MOJIOCTH.

10. Y3U opranoB manoro Ta3a (110 HOKa3aHHUsIM).

[Tpu HaMMUMY TTOKa3aHUN — KOHCYJIBTAIIUU JPYTHX CIEHUATUCTOB (0 TasbMoor,
HEBPOJIOT, TUHEKOJIOT, TEHETHK ).

IIo pe3yabTaTtam 00c/jie0BaHHUsI TUATHO3 caxapHoro auadera, Tun MODY2
YCTAHABJIMBAETCS HA OCHOBAHMH CJIEAYIOIIUX KPUTEPUEB:

1. BoisBnienue Hapymenus yriaeBogHoro oomena (CJ[, HTT, HI'H).

2. YpoBeHb TIIMKO3WINPOBAHHOTO reMorioonna > 6,0%.

3. OrcyrctBHEe KeToanuao3a Kak B TMEPUOJ  BBISIBICHHs/MaHU(DECTAINH
3a00eBaHms, TaK U B JAIBHEHUIIIEM.

4. Hannuue poaCTBEHHUKOB MEPBOM WJIM BTOPOM CTEIEHU POJACTBA C HAPYIICHUEM
yrineBoanoro oomena (CI, HTT', HI'H).

5. CoxpanHas cekpeuus uHcyimHa u C-mentuaa Oonee yem dyepe3 3 roga oOT
YCTaHOBJICHHUSI IMArHO3a.



6. OTcyTcTBHE ayTOMMMYHHOTO Tipoiiecca (TUTPbl ayTOaHTUTEN B Mpejenax
pedepeHCHBIX 3HAUYCHUM WU HEOOJBIIOE MOBBIIIEHUE TUTPA OJHOTO W3 BUJOB
ayTOAHTUTEI).

7. Het accomuanmu ¢ cuctemou HLA.

8. Jluarno3 noATBEpKAaCTCS MIPU OOHAPYKEHUHM MYTAIMil B T€HE TJIFOKOKHUHA3HI.

Jleuenue

- luera ¢ orpaHMYEHUEM JIETKOYCBOSIEMBIX YTIIEBO/IOB;

- I0OCTaTOYHBIE (PU3MUECKHE HATPY3KU;

-IIPH HEJOCTATOYHOW KoMmIeHcauu (YpOBEHb TNIMKO3MIMPOBAHHOTO TeMOTJIOOMHA
6onee 7,0%) BO3MOXHO Ha3HaUE€HHE UHCYIUHA, < 0,5 en/Kr/cyT.

VY manueHToB 0TMEYAeTCsl HU3Kasi YyBCTBUTEIBHOCTh K HHCYJIHUHY.

Benenne manueHTa B aMOyJIaTOPHO-TIOJIUKIUHUYECKUX YCTOBHAX

1. OcmoTp 3HIO0KpUHOIOTOM — | pa3 B 6 MecsIEB.

2. OmnpenaeneHue YpOBHS TJIMKO3WIMPOBAHHOTO TemorjobmHa — 1 pa3 B 6
MECSIICB.

3. OOmuii ananu3 KpoBu — 1 pa3 B To/I.

4. O6mwmit anainu3 Moy — 1 pas B roj.

5. buoxumuueckuii ananu3 KpoBu — | pa3 B roj.

6. I'ociuranu3zamus — 1 pa3 B TO/I.

7. BHemaHoBasi TOCIIUTAIA3ALUS TIPU YBEJIUYEHUN YPOBHS TNIMKO3WJIMPOBAHHOIO
remorjo0uHa 0osiee uem 10 7,0% W/Uau CTOMKO MOBBIIIEHHOM YPOBHE TJIFOKO3bI B
miazme (Oosee 7,5 Mmouib/i1 HaTomak u 6onee 11,1 MMOIB/iT B TeUeHUE THS) W/ WK
MOSIBJICHMHM CUMIITOMOB CaxapHOro auadera (Moiauypusi, HOJUIUIICUS, KETOHYPHS).

Caxapubiii quader, Tun MODY 3

Kannuyeckasi kKapTuHa

XapakTtepHa Msrkas OecCUMITOMHas MaHu(ecTalus, TEepBbIM MPU3HAKOM
SABJISIETCSL TOSABJICHUE THUIEPTIIMKEMUU TOCIE €Ibl B pe3yJbTaTe HEJI0CTaTOYHOTO
MOBBIIICHUSI YPOBHS MHCYJIMHA B OTBET HA CTUMYJISILIMIO IIIOK0301. Jlnarnos yamie
YCTaHABIMBAETCS B IMOJAPOCTKOBOM BO3pACTe, OJIHAKO €ClId PEeOEHOK POXKIEH
MaTephi0 C CaxapHbIM TUAOETOM, TUA0ET y HETO MOXKET ObITh TMarHOCTHUPOBAH B
3HAUUTENBHO 0O0Jiee paHHEM BO3pacTe. XapaKTEepHbI THIEPTIUKEMHs] HATOLIAK U
nocie ensl (mo 12,0— 14,0 mmons/n). Ha panHux cragusx 3abojeBaHUs MPHU
npoBeneanu OI'TT HabmomaeTcs MOBHIICHUE YPOBHS TIIIOKO3BI Uepe3 2 4 Ooee
gyeM Ha 6 MMOIB/J, JaXe TpU HOPMAJIBHOM YPOBHE TJIOKO3BI HATOIIAK.
XapakTepHa TJIOKO3YpHUs MPH OTHOCHUTEIIBHO HOPMAJIbHBIX YPOBHSX IJIFOKO3bI B
IJ1a3Me, TaK KaK y MalMeHTOB HU3KUM [TOYEYHBIN IOPOTOBbIA YPOBEHbD.

[Ipn nHCYIMHOTEpanuu onpeaenseMblid ypoBeHb C-nienTuaa npyu ypoBHE TITOKO3bI
mIa3Mbl > 8§ MMOJIB/J OoJjiee yeM uepe3 3 roja IMOCie YCTAHOBJICHUS TUAarHo3a.
Nmeetcst HacieACTBEHHas NPEAPACHONOKEHHOCTh K caxapHomy nuabery (B
ponocinoBHon — CJ12, C/I1, BBISBIICHHBII BO BTOPOM—YETBEPTOM JIE€CATUICTUHU
KU3HM, Takxke 3a0oyieBaHuWe Yy Jenylmiek win 0OaOymiek mocine 45 1er).



Habmonaercs BBIpAKCHHAs YyBCTBUTEJIILHOCTD K npenaparam
CyJIb()aHUIMOYEBUHBI, MPUBOASAIIAS K THIOTIMKEMUN . 3a00J€BaHUE JIUTEIBHO
IIPOTEKAeT 0€3 MHCYIMHOBOM 3aBHCHUMOCTH, T. €. 0€3 KeToalug03a B OTCYTCTBUE
MHCYJIMHA , JOCTUTAETCS XOPOIIMM TIIMKEMUYECKUU KOHTPOJb MpPU HEOOJbLION
7103€ MHCYJIMHA WX TOJIBKO MpU coOmrogeHuu auetsl. IlocreneHHo 3a0oneBaHue
nporpeccupyet: nocie 45—50 ser TpedyeTcs Ha3HAUEHUE MHCYJIHMHA, TOCKOJIBKY
[TIAHKpeaTH4eCcKass HEIOCTaTOYHOCTh IPOrpecCUpPYET; BO3MOKHO  pPa3BUTHE
ocinoxHeHndd, kak npu CJ{1 . [IpuyuHBI 3TOrO MPOrpecCUPYIOMIETO YXYIIIECHHS
(GyHKIMU OeTa-KJIETOK IMOKa HE MOHSTHI.

Ilnan o0ciegoBaHMsl MAalMEHTA C MOAO3PeHHMEM HA caxapHbIi Auader, THI
MODY3

l. Omnpenenenve ypoBHsS TIJIOKO3bl B IUIA3ME€ HATOIIAK M TJIMKEMUYECKOTO
npodus.

2. OI'TT.

3. OnpeneneHre ypoBHS INIMKO3WIMPOBAHHOTO FeMOTI00HHA.

4. Onpenenenne cnenuduueckux ayroantures (GADa, [A2, ICA, [AA).

5. buoxumunueckuii aHanu3 KpoBu (akTuBHOCTh ANAT, AcAT, yposuu JIIIBII,
JITTHII, Tpuraunepunos, 00IIEro XojaecTepuHa, MOYEBUHBI, KpEaTUHUHA, MOYEBOM
KUCTO0ThI, C-peaKkTUBHOTO OelKa).

6. TmarenbHbIl cOOp aHaMHE3a — COCTaBJIEHUE TI'€HEaJOrH4ecKOoro JIpeBa, MpH
HEOO0XOAMMOCTH 00CIeJ0BaHUE POIUTENICH Ha HApPYLIEHUs yIIeBOJHOr0 oOMEHa.
7. MonexkynsspHO-T€HETUYECKHE UCCIIEA0BAHUS.

8. DnekTpokapauorpadus.

9. Y3U opraHoB OpIONIHOM MOJOCTH

10. Y3U opranoB manoro Ta3a (110 IOKa3aHUsAM).

[Tpy HanMUMK MOKa3aHUN — KOHCYJIbTAl[MU APYTUX CIEUHUATUCTOB (0P TaIBMOJIOT,
HEBPOJIOT, THHEKOJIOT, TEHETHK).

Ilo pesyabTatam o0cJielOBaHUSI AUATHO3 caxapHoro auadera, Tum MODY3
YCTAHABJIHMBAETCS HA OCHOBAHMH CJIEAYIOIIUX KPUTEPUEB:

1. BoisaBnenue Hapymenuii yraesogHoro oomena (CI, HTT', HI'H).

2. YpoBeHb TIIMKO3WINPOBAHHOIO reMorioounaa > 6,0%.

3. OrcyrctBHEe KeToanuao3a Kak B IEPUOJ  BBISBICHUs/MaHUDecTauu
3a00yeBaHMs, TaK U B JAIbHEHUIIIEM.

4. Hannuue poJCTBEHHUKOB MEPBOM WJIM BTOPOW CTEIEHU POJCTBA C HAPYLICHUEM
yrineBoanoro oomena (CI, HTT', HI'H).

5. Coxpannas cekpenuss nHCcynnHa u C-mentuga Oonee deM depe3 3 roja ot
YCTaHOBJICHHUSI IMAarHO3a.

6. OtcyTcTBHE ayTOMMMYHHOTO Tipoliecca (TUTpPbl ayTOAQHTUTEN B Mpeaenax
pedepeHCHBIX 3HAUYCHHN WM HEOOJBIIOE MOBBIIIEHWE TUTPA OJIHOTO W3 BUIOB
ayTOAHTUTEI).

7. Het accoumnanuu ¢ cucremoui HLA.

8. Jlnarno3 noATBep:kAacTCs Mpu oOHapykeHuu myTtaruil rena HNF1A.



Jleyenune

- [lueta c orpaHMYE€HHUEM JIETKOYCBOSEMBIX YTJI€BOJIOB;

- 1OCTaTOYHbIE (DU3NYECKUE HATPY3KH;

- IPY HEJJOCTATOYHOW KoMIeHcaluu (YpOBEHb MNIMKO3UIMPOBAHHOIO FreMOTI00MHA
oonee 7,0%) BO3MOXKHO Ha3HAYCHHUE IMPENapaTroB CyIb(OaHWIMOUYEBUHBI (7032
noaldupaeTcss WHAMBUAYAIbHO — HayajlbHasg [03a TJIMOEHKIAMUJIa MOXKET
coctaBiATh 0,25 Mr 2 pa3a B CyTKM) WJIM UHCYJIUHA, < 0,5 en/kr/cyT.

Benenune manueHTa B aM0yJIaTOPHO-TIOJUKIUHUYECKUX YCTOBHAX

1. OcMmoTp sHAOKpuHOIOTOM — 1 pa3 B 3 Mecsua; €cld NalMeHT MOoJy4aeT
MEJIMKaMEHTO3HYIO Tepanuio — | pa3 B Mecsl.

2. Onpenenenre ypoBHs TJTMKO3UIMPOBAHHOTO TemMorioonHa — 1 pa3 B 3 mecsiia.
3. OOmuii ananu3 KpoBu — 1 pa3 B To/.

4. O6mwmit ananu3 Moy — 1 pa3 B roj.

5. buoxumuyeckuit aHaiau3 KpoBu — 1 pa3 B roj.

6. I'ociuranu3zamus — 1 pa3 B To/.

7. BHeriaHOBasi TOCIUTAIU3AIUS TIPU YBEIMYCHUHN YPOBHS TJIMKO3WJIMPOBAHHOTO
remorio0uHa Oosiee uem 10 7,0% W/Uiau CTOMKO MOBBIIIEHHOM YPOBHE TJIFOKO3bI B
iazme (6omnee 7,5 MMoub/i1 Hatomak u 6onee 11,1 MMonb/i1 B TeueHue JHS) W/WiIH
MOSIBJICHUH CUMIITOMOB caxapHOro auadeta (oJMypusi, MOJTUIUIICUS, KETOHYPHS).

Jpyrue Buabl caxapHoro guadera, tun MODY.,

MODY1 (myrammuss  tena  HNF4A)  xapakrepusyeTcss  BBIpaXKEHHOMN
BapHabeNbHOCThI0O  KIMHUYECKUX  TPOSBICHHMA — OT  OECCHMIITOMHBIX
NPEeXOASIIUX HAPYIIEHUH 110 OBICTPO MNPOTrPEeCCUPYIOMMUX CUMITOMATHYECKUX
(GbopM ¢ BO3MOKHBIM Pa3BUTHEM KETO3a, HEPEIKO Ha (JOHE OKUPEHHsI. XapaKTepHa
HU3KAas TIEHETPAHTHOCTh MyTaHTHOTO TreHa. [lanuenTsl ¢ mytanusimu rena HNF1B
(MODYS5) numeroT conyTCTBYIOITUMM MOJMKUCTO3 MOYEK, KITUMHUUYECKHUE TTPOSIBICHUS
KOTOPOTO KOJIEOIIOTCS OT HE3HAYUTENbHBIX HapylieHWd GYHKIUU TOYeK 0
TSOKEJIOW ypPOTEHUTAJIBHON TMAaTOJIOTUH, YTO JenaeT 3Ty ¢opMmy 3a0ojeBaHus
HamOoJee Tspkenmoil. 3aboseBaHUE TMMOYEK HEPEIKO TMPEIIIECTBYEeT pPa3BUTHIO
caxapHoro auabera. Y pOJICTBEHHHKOB OOJBHOTO YacTO BBISABIISAECTCS MATOJOTHS
MMOYEK C BO3MOXKHBIM pa3BUTUEM I[IOYEHYHOW HEJOCTaTOUYHOCTHU. [lpyrue
AKCTpPAMAHKPEATUYECKUE TMPOSBICHUS BKJIIOYAIOT MOPOKU pa3BUTHUS MAaTKU U
HApY>KHBIX TMOJIOBBIX OPTraHOB, TOBBIIIICHNE AKTUBHOCTH MEYCHOYHBIX ()EPMEHTOB,
MoAarpy, MOBBIIIEHHYIO AKCKPEIUI0 ypaTOB C MOYOH, >KETyI0YHO-KHIIECUHbIC
HapyIIeHUs TUIA CTeHO3a nMpuBpaTHUKA. CaxapHbIil [uabeT peaKko pa3BUBAETCS 10
Bo3pacta 10 ner. MexaHu3M pa3BUTHSI caxapHOro auadera — KOMOMHAIUS
MEYCHOYHON WHCYIHMHOPE3UCTCHTHOCTH W JUCHYHKIIUNA OCTAKIECTOK. Y XY/IIICHHE
byHKIIMU OeTa-KIETOK MpPOTpeccupyeT ObICTpee, 4eM MpHu auadeTe, BhI3BAHHOM
myTtanusiMu reHa HNF1A; Bo3MokeH Aua0eTHYECKHil KETOalMaI03; OTCYTCTBYET
YyBCTBUTEJIBHOCTh K TMpernaparam Cyiab()aHUIMOYEBUHBI. MHOTHE MalMeHThl B
KOHEYHOM cUeTe HYyXnarorcs B uHCyiauHe. MODY4 (myranus rena IPF-1) —
HauMeHee u3ydyeHHasi (opma BCIIEACTBUE €€ PEIKOCTH, MAHU(PECTUPYET OOBIYHO B
Oosiee mo3aHeM Bo3pacte, oT 17 mo 60 ner u crapue. [Ipy roMO3UTrOTHBIX



mytanusax [PF-1 naOmiomaercss BpokaeHHas Qopma caxapHoro jauadera cC
arcHe3ued TOJDKETYOYHON MKENe3bl W PE3KO BBIPAKECHHBIMH TIPOSBICHUSIMHU
CUHJIpOMa MajbaOCOpOLIHH.
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denepanbHOE rocy1apCcTBEHHOE OI0PKETHOE 00Pa30BaTENIbHOE YUPEKICHUE BBICILIETO
oOpazoBanus «KpacHOsIpCKuii rocy1apCTBEHHBIA METUITMHCKUI YHUBEPCUTET UMEHH
npogeccopa B.®. Boitno-fcenenikoro» MunuctepcTBa 3apaBooxpanerus Poccuiickoit
®denepaunn

Kadenpa Bayrpennux 6omnesneit Ne2 ¢ kypcom I10.

Peuensus mpodeccopa, IMH kadenpsr BHyrpennux 6omnesneit No2 ¢ kypcom [IO OcerpoBoit
Haransu bopucoBHBI Ha pedepar opanHATOpa IEpPBOTO Tofa OOydYeHHs CIEeNUaTbHOCTU
«OQHI0KpUHOJIOTU» AunreedeBoil Mapuu BriaguMupoBHBI 110 TEME:

«Caxapubiii quadet, Tumn MODY »

Peniensust Ha pedepaT — 3TO KPUTHUECKUH OT3bIB O IMPOBEJCHHOW CAMOCTOSTEIbHOW pabore
OpJIMHATOPA C JUTEPATYPOU IO BHIOPAHHOW CHEIUATBHOCTH OOYYEHUS, BKIIOYAIONIUN aHAIHN3
CTCIICHU PACKPBITHUA BBI6paHHOfI TEMATHUKHU, TMCPCUHUCICHUC BO3MOXHBIX HCIAOUCTOB U
peKoOMeHauu 1o orieHke. O3HAaKOMHUBIIHUCH ¢ pedepaToM, MpenogaBaTelb YOSKIaeTcs B TOM,
YTO OPAMHATOP BJAJ€ET OMHCAHHBIM MaTepHalloM, YMEEeT €ro aHaJIM3HpOBaTh U CIOCOOEH
apryMEHTHPOBAHHO 3alIUINATh CBOIO TOUYKY 3peHHs. Hammcanue pedepara mpou3BOAUTCS B
MPOU3BOJBHOM (hOpMe, OTHAKO, aBTOP JOJDKEH MPUJIEPKHUBATHCS OMpPEIETICHHBIX HETJIACHBIX
TpeboBaHui 1o coaepxanuto. Lns Gombiiero yno0CTBa, SKOHOMHHM BPEMEHH U TOBBIIICHUS
HarJsiJHOCTHU KadeCTBa pa60T, HaMH ObLIH BBCACHBI CTAHAAPTHU3UPOBAHHBLIC KPUTCPUN OLCHKH
pedepaTos.

OcHOBHBIE OILIEHOYHBIE KPUTEPUU PEIEH3UU Ha pedepaT opauHATOpa MEpPBOro roaa oOydeHHs
CHELUAIBHOCTU «DHIOKPUHOJIOTHSI»:

OLeHOYHBIN KpUTEpUi [TonoXuTeIbHBIN/ OTPUIIATEHHBIHN

1. CTpyKTypUpOBaHHOCTh

2. Hamaue opdorpadudeckux ommudok

3. CooTBeTCTBHE TEKCTa pedepara ero TeMe

4. BrajieHre TEpMUHOJIOTHEM

5. [TonHOTA M TIIyOMHA PACKPBITHS OCHOBHBIX
HOHATUUA TEMEI

6. JlornuHOCTh HJOKAa3aTeIbHON Oa3bl

7. YMeHue apryMeHTupOBaTh OCHOBHbBIE
TIOJIOKEHUSI U BBIBO/IBI

8. prr HCIIOJIb30BAHUA U3BCCTHBIX HAYYHBIX
HCTOYHHUKOB

9. YMmenue caenarsh 0O BEIBO

HToroBas oleHKA:ITOJI0KUTEIbHAS/OTPUIIATEIbHAS
KommenTapuu perieH3eHTa:

Hara:

[Toanuce peneHseHTa:

Iloamuce opAuHaTopa:







