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5. MOHOTEHHbIE ®OPMbl CAXAPHOI'0 IUABETA

MoHorenusie popmbl CIT 06yCIOBIEHB MyTalMsAMY B PasINYHbIX TeHaX,
KOHTPO/IMPYIOLINX pa3BuTHe U PyHKIMIO B-KIETOK, a TAKXKe [eiiCTBIe MHCY-
JIIHA HA OpraHbl-MULIEHN.
¢ Cunppomanbublie ¢popmbr CJI — coueranue CJI ¢ gpyrumu skcTpamnaH-
KpeaTnyecKMI IposiBieHsiMu. KIMHNYecKmil CMITOMOKOMIUIEKC 00y-
CJIOBJIEH MYTaLMSAMM B PasHBIX FeHaX VI XPOMOCOMHBIMM abeppaniisamit.

+ Heonaranpubrit CII (HCJI) — KIMHIYECKN ¥ TeHETUYECKU FeTepOreH-
Has rpynmna 3aboneBanunii ¢ MaHugecrarei B Bo3pacre Jjo 6 Mec.

Yacrota
1 ma 300 000-500 000 HOBOPOXXEHHBIX.

3tnonorua

¢ AHOManuu MMIPUHTMHIA B JIOKyce 6q24 — HapylleHNe CO3peBaHMsA
[aHKpeaTu4ecKux P-KIeToK.

¢ Axtusypytomme myTtauuy B reHax KCNJ11 n ABCC8 — HapylueHne
ceKpeLy UHCYINHa BeaencTBue nucdynkiym ATD-3aBUCUMBIX Kajye-
BBIX KaHAJIOB.

¢ Hapymenne pasBuTyA UM MOTHOE OTCYTCTBUE MOMIKENTyI0OYHOI XKerle-
3B MJIY OCTPOBKOBBIX KJIETOK M JIp.

Knunuveckas KapTuHa

Ocrtpas manngecranys CJJ, 4acTo ¢ KeTo30M, y fieTell 1o 6 Mec.

Dopmbr:

¢ TPaH3NUTOpPHas;

¢ IepMaHeHTHas;

¢ DEND-cunppom (Development delay, Epilepsy, Neonatal Diabetes) —
HC]I, sajiep>kka MHTE/UIEKTYaIbHOTO PasBUTHS, SMMIEICUS U TPOSIB-
JIeHUsl BHYTPUYTPOOHOrO AYIMOpdr3Ma.

JleyeHne

¢ VHcynmuHOTepanus B MHTEHCU(UIMPOBAHHOM pEXUMe, IpefIod-
TUTENbHO C MOMOIIbIO MHCYIMHOBO TIOMIIBI.

¢ IIpu onpenenennbix myTanuax B renax KCNJ11 u ABCC8 — npenapaTbl
CynbGOHMIMOYEBUHBI.

Mpodunaktuka

CeMeitHOE KOHCY/IbTUPOBaHME.
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IPEX-cunpgpom (FOXP3)

IPEX-cunppom (Immune dysregulation, Polyendocrinopathy and Entero-
pathy, X-Linked) — nmMMyHHas gucperynAiys, MONMIHAOKPUHONIATUA U 9H-
teponatus, X-cuerieHHas: HCJI, komut, XpoHndeckas auapesi ¢ aTpogueit
PECHUTYATOrO SIUTEINA, ay TOUMMYHHBIII TUPEOUANT, TUIIOTUPEO3, IK3eMa,
reMO/IMTUYeCKasl aHeMusA, TPOMOOLMTONEHMs, JacTble MHPpeKuuyu. Bomb-
IIMHCTBO JeTell yMMUPAIOT Ha IIePBOM TOAY >XM3HU OT TSDKEIOTO CeICHCa.
B HeKOTOPBIX ITOOOHBIX CTy4asix omycaHa arpodus ocTpoBKoB JlaHrepraHca.

NDH-cungpom

BrHos0rNA

Otuonorna NDH-cunnpoma (Neonatal Diabetes and congenital Hypothy-
roidism) cBsizana ¢ myTaumeit B rene GLIS3, kopupyromuieM GakTop TpaHC-
KPVITIINIL.

Kiunuyeckas KapTuHa
+ Jlucrenesus Nomkenyno4Hoit >xenessl ¢ pasputuem HCII.
¢ Bpox[ieHHBIII TUIIOTHPEO3.
¢ Tiokenmas aTOHMA JKETYHOTO IY3bIpA C TelaToMerasnueif, KOMNUT, Xpo-
HU4ecKas nuapest.
* TemonuTIYecKas: aHeMUS, TPOMOOIUTOIIEHN.
+ Yacrere nHpexunn.

Jleyenne

¢ VIHCynuHOTepanus B MHTEHCUDHUIIMPOBAHHOM PeXIMe.
¢ IIpemapatTbl 1EBOTUPOKCUHA.
¢ CuMnToMaTnyecKas Tepanus.

MODY tun gnabeta

MODY (Maturity-Onset Diabetes of the Young — pgua6er spenoro tumna y
MOJIOf{BIX) — reTepOreHHas IPyIIna 3a60eBaHNUI C Ay TOCOMHO-JOMIHAHTHBIM
TUIIOM HaceqoBaHus. VIsBecTHO Ooiee 15 MOITUIIOB.

Yacrora
2-5% Bcex cnydaeB CJI y gereit. Hanbonee yacto BcTpeyarorcs MODY 2
u MODY 3.

DTHoJI0THI

Myrauuy B reHax, NpUBOAALINE K AMCHYHKIUN [-KIE€TOK: ITIMKOIUTH-
vyeckuit 9H3UM rmokoknHassl (GCK); reHsl, kogupyomnie GakTopbl TpaHC-
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Kpunuuy, — rnedeHouynsle spepuble pakropst HNF-1a, HNF-4a, HNF-1f;
MHCYIMHOBBIT poMoTtopHbIit ¢pakTop (IPF1) u fp.

Knunanyeckasi KapTuna

¢ B 6onbIINHCTBE CIy4aeB — yMepeHHasl IUMIepIInKeMyst HaTowax (5,5-
8 MMOJIb/1T), 0OBIYHO He Iporpeccupyer mecatuaetys. IIpu opanpHOM
rmokosoronepaHTHoM Tecte (OI'TT) — HapylieHue TOMEPaHTHOCTH
k rmokose (HTT) umu CHI. Tnuxuposannbsiit remornobun (HbA, ) — B
[pefiesIax HOPMbI MM CITerKa MOBBIIIEH.

¢ CuMIITOMBI 3a60/IeBaHMs Yallle OTCYTCTBYIOT.

¢ JIyarHo3 MOXXeT OBITh YCTAHOBJIEH B JII0O0M BO3pacTe.

¢ OTAroueHHas HaCIeLCTBEHHOCTD: PORUTE/N C M3BECTHBIMI HapyIIeHN-
smu yriaesogHoro oomena (CII, HTT, napyiueHue IIMKeMuyt HaTOLIAK —
HTI'H) nu6o Tpebyercs ux aktuBHOe obcnenosanue (OI'TT).

JInarHocTHka
Bepuduxaumns fuaraosa — MONEKY/ISPHO-TEeHETUIECKasL.

Jleuenne

¢ Jlnera.

¢ JlepopanbpHble caxapOCHIDKAIOIME PENapaThl, PeXKe — MHCY/INH.
OcJ10XKHeHHsA

Yacrora crieninuuecKnx OCITOXHEHNUIT 3aBUCUT OT TUIIA U CTEIIEHN KOM-
IIeHCAIIUIA.

IIpodunakruka

¢ CBoeBpeMeHHas AMarHOCTYKA.
* AnexkBaTHas Tepanus.
¢ O6crnenoBaHme pOICTBEHHIKOB.

DIDMOAD-cungpom (cunppom Bonbdppama)

Tsoxemoe JEereHepaTuBHOE HaC/IENCTBEHHOE 3aboneBanue ¢ aAyTOCOMHO-
PpeUEeCCMBHBIM TUIIOM HAC/IEAOBAHMA M IPOTPECCUPYIOLINM TEYEHMEM.

DTHoNOTHSA
Myrauus B reHe Bonbdpamuna (WFSI).

Kinunanveckas kapTuna
¢ [Tonnas dopma — CJI (MHCYIMHOLIOTpPeOHBIN), HecaxapHblil fuaber,
arpodMs 3pUTENTbHBIX HEPBOB ¥ CEHCOHEBPAJIbHAS TYTOYXOCTb, pas-
BUBAlOIINeCA B TeYeHNe IIePBOr0-BTOPOTO JeCATUIeTUA KU3HIL.
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¢ YacTo BCTpeyaeMblli KOMIIOHEHT — IOpPa’KeHMe MOYeBBIJIeTUTENbHOM
(aTOHMA MOYEBBILENMUTEIBHON CHUCTEMbI) M IIEHTPAJIbHON HEepPBHOII
cructeM (CTBO/IOBAas aTaKCWs, MMOK/IOHA/IbHBIE CY[OPOTH, TsDKe/Ible
aITHOd LIEHTPaIbHOTO TeHe3a U clnaboyMie), dallle AUarHOCTUpyeMble B
3-4-M gecATUNETUN.

Jleuenne

¢ VHCcynuHOTepanms B MHTEHCUDUIIUPOBAHHOM PeXIMe.
¢ CuMnTOMaTH4eCKas Tepanus COCTABIAIIINX CUHIPOMA.

Cunapom Anbctpema

Tsaxenoe Iporpeccupyouiee 3360H€BaHI/Ie, Inepenarmligeecs ayrToCoOMHO-
peueCCUBHBIM ITyTEM.

PacnpocTpaneHHocTh
Memnee 1:100 000.

Druojorus
Myranusa B rene ALMSI.

Kinuauyeckas kapTuHa

¢ Hucrarm u cBeTo60s3HDb (BCIefCcTBUE IIpOrpeccupyomeit guctpoduu
KOMOOUEeK ceT4yaTKM) HAOMIOJAIOTCSA C  6-MECAYHOr0 BO3pacTa I
IPOTPECCUPYIOT [0 IIONHOI MOTepy 3peHus BO BTOPOM HeCATUIETUN
XKVSHIL.

+ CeHCOHeBpaJIbHAA TYTOYXOCThb (0OBIYHO C 6 JIeT).

¢ PaHHWIT fe610T OXXUpeHNUs (K IepBOMY TOLY KUSHM).

¢ CJI c BbIpa)XKeHHBIM I'MIIePUHCYTMHU3MOM U MHCY/IMHOPE3UCTEHTHOCTBIO
nocne 10 yer.

+ Kapanomuonarus B m1o060M Bo3pacTe ¢ BO3MOXKHBIM MICXOJIOM B OCTPYIO
CepeYHYIO HE[JOCTATOUYHOCTb.

¢ Tlarororus neyeHu, TUNEPININIEMUA.

¢ [MIIOroHaJOTPOIHBIIT TUIIOTOHAM3M.

+ Hedponatus, pasBuBaroiiasics K 16-1eTHeMy BO3pacTy.

Jleyenue

¢ [IpemapaTbl OWUIyaHUJOB INIPY COXPAaHHBIX (PYHKUMAX MedYeHV, IIpU
OTCYTCTBIU JO/DKHOI KOMITEHCAL[ MY 320 0/IeBaHMsI — MHCY/IMHOTEPAIIILL.
¢ CUMIITOMaTHYeCKoe.
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[Mnepnonsapusauna
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Hopma Heonatanbhbin CJ

Puc. 5.1. Natorene3 C[] npu pedektax B KCNJ11- n ABCC8-reHax, kogupytowmx Kir 6.2-
n SURT-cybbeauHmpl ATO-3aBMCUMbIX KaMeBbIX KaHanoB. MocTynneHne roKosbl B
KneTKy obecrneymBaeTca MMKO3HbIM TpaHCcnopTepoMm. [lanee rniokosa nog BavAHMEM
rMIOKOKMHA3bl MpeBpaLLaeTcs B roKo30-6-dpocdart (I-6-P), KoTopblli B npoLecce Fnko-
NIM3a NepexoauT B NMPYBaT, NoCTynawmii B MUToxoHApuu. MpyBaT meTabonunsmpyet-
ca go CO, n H,0; obpasylowanca npu 3TOM 3Heprua UCMoNb3yeTca A1A NpeBpaLieHns
AL® B ATO. YBenuueHune cootHolweHua ATO/AD y 3a0poBbix Ntofelt 3akpbisaeT ATO-
3aBUCKMblE KaJIMEBbIE KaHasbl, MPOUCXOAAT Aenonapusaumnsa MembpaHbl 1 akTMBaLms
KasbLMeBbIX KaHanoB. B pe3ynbrate KanbLu1ii BXOAUT B KNETKY, UTO aKTUBUPYET CEKpe-
uMto nHcynuHa. MNMpu HapyweHumn cTpykTypbl Kir 6.2- 1 SUR1T-cy6beanHuUL, Kanvesble Ka-
HaJibl OCTAlOTCA OTKPbITBIMK, HE3aBUCUMO OT HaNMunA M’MNepriavkemMni, 4To npexkpallaet
BblAenieHne nHcynuHa B-knetkamu (no Gribble et Reimann, 2004, ¢ n3meHeHnAMY)





