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MouJiekyasgpHasi reHeTHKA
1 KJIMHUYeCKHe 0CO0EHHOCTH MOHOT€HHbIX (hopm
caxapHoro auaoera

Cmamosi nocesiujena KAUHUMECKUM U AAOOPAMOPHLIM O0COOEHHOCMAM HEUMMYHHbIX OopmM caxapHozo duabema, mMaKum Kak HeOHAMAanbHblll
caxapHwiii duabem, caxaphulii duabem 63pocaoeo muna y moaodvix (MODY), DIDMOAD-cundpom, uau cunopom Boavppama, cundpom Anscmpema,
a makyjce 2eHam, Mymayuu 8 KOMmopwiX onpedeasiiom paszgumue 0aHHbIX CUHOPOMO8. B cmamve npedcmaegnen ananus pe3yavmamos coOCMEeHHbIX

KAUHUYECKUX UCCAe008aHUIL.

Karoueenle cro6a: monozennie popmot caxaprozo ouabema, neummyHnolii caxapuotii ouadem, C/[ 1-20 muna, Heonamaawuolii caxapHotii ouadem, cun-

dpom Boavghpama, cunopom Aavcmpema, DIDMOAD-cunopom.

Co mus BBemeHus (B 1921 1) B KIMHUYECKYIO TMpakK-
TUKy WHCyIuHa Bce (opmbl caxapHoro nuabera (CH) y
JIeTeil U MOAPOCTKOB CYUTAIUCH UHCYJIUHO3aBUCUMbBIMU WU,
COTJIACHO COBPEMEHHOIl KiaccubuKaluKl, caXxapHbIM aIra-
6erom 1-ro Tuma (C/1).

OnHaKko TaBHO OBIJIO TTOIMEYEHO, YTO HEKOTOPhIe (hOPMBI
nuabera y neTeil MpoTekaloT Oojiee MSITKO, M HEPeIKO 3TO
MMeeT MeCTO TIPU OTSTOIIeHHOU HacyencTBeHHOCTH 1o C/I.

Pa3Butre MoseKynsipHO TeHETUKU U TOHUMaHue Ghusu-
0JIOTUYECKOW pOJIM WHCYJIMHA, MEXaHU3MOB YTUIU3ALUU
[JIIOKO3bI U TEHOB, UX OMPEEISIOLINX, TPUBEIU K OTKPBITUIO
psina MoHoTeHHBIX hopMm CJI, KOTOpble UMEIOT 0COOYIO KITH-
HUYECKYIO KAPTUHY, TPEOYIOT MOJIEKYISIPHOW TUATHOCTUKU U
CIELMATbHOTO JICYEHUSI.

Takum 00pa3oM, B HacTosIee BpeMsl TIOCTYJIaT, YTO BCe
dbopmer CII y meteit ayTomMMyHHBIE, WHCYJIMHO3aBUCUMBIE,
MMEIOT TIOJIUTEHHOE HacJedoBaHue, pa3 HaYaBIIUCh, HUKOTIA
HE TIPOXOMSIT, TOABEPTHYT COMHEHWIO, WU B KaXIOM KOH-
KPETHOM CJlyyae HEOOXOAMMO WUCKIII0YaTh Psi MOHOTE€HHBIX
¢opm [1]. Hixe npencraBieHa cOBpeMeHHasi 3TUOJIOTMYecKast
kinaccudukanys HapymeHuii mmkemun (ISPAD, 2009) [2].

« Caxapnsblii guaber 1-ro TMmAa
« CaxapHblii guabet 2-To TUIA
. MoHoreHHble (hOpMbI AUabeTa:
— reHetuyeckue aedekTsl b-kinerounoi pynkumuu (MODY,
HeoHartanbHbI C/I, MutoxoHapuansHbiii CII v ap);
— reHeTnyeckue aedeKThl B IEMCTBUU UHCYIMHA (Jerpe-
YayHU3M, cUHIpoM PabcoHa—MeHpaenxosia, Jumnoa-
Tpoduueckuii fuadet u ap.);

— JIpyTHie TeHeTUIeckKre CMHAPOMBI, codetatonuecst ¢ CJ1
(cunmpom Bombdpama, aTtakcus Opunpeiixa, CAHAPOM
JayHa u ap).

[IpaBunbHag Ho3osoruyeckass Bepubukauuss ¢GopMbl
nuadeTa HeoOXoarMMa Uil BbIOOpa HEOOXOAMMON Teparnuu u
orpeie/ieHUs TPOrHo3a 3a00IeBaHUS.

B HUW netckoii 5HIOKPUHOJIOTUU MPOBOAUTCH KIWNHU-
YEeCKOEe M MOJIEKYJISIPHO-TEHETUYECKOe UCCIEeOBAaHUE Da3-
JIMYHBIX HEMMMYHHBIX (hopM caxapHoro nuabera. K Hacto-
sIIeMy BpeMEHU B MCClIeoBaHMe Bouwio 295 mereit n mom-
POCTKOB, Y KOTOPBIX TUATHOCTUPOBaH «CaxapHbIil muadeT He
1-ro Tuna». X pacnpenesieHue no HO30J0TM4ecKUM hopmMam
MpeACTaBICHO B Ta0. 1.

HeonaTtaabnbrii caxapubiii quader (HCI)

DTo pemkoe, TETEPOTEHHOE IO CBOEW Tpupone, 3abo-
JieBaHME, TPOSIBIsSIONIEeCS B TepBble 6 Mec Xu3Hu [3].
Boimensior nBe OCHOBHBIE KIMHWYECKUE TPYIIIIBL TPaH3U-
topubiii u nepmanentHeiit HCA (THC/, ITHCA) (puc. 1).
Ha momo THCJ mpuxomurcst okojo 50% ciyyaeB 3aboJie-
BaHus. OObIYHO HaOOAAETCS BHYTPUYTPOOHOE 3aMejIeHre
dusnueckoro pa3BuTus (HEMOCTaTOK UHCYJIWHA Y TUIONA yKe
BHYTPUYTPOOHO). [umepriiikemMus, TIIOKO3ypUs U B HEKO-
TOPBIX CIIydasX 00e3BOXMBAaHUE TOSBISIOTCS TIOCTE POX-
nenust. MHorma oTMeuaeTcsi OOMEHHBIN alumo3 W O4YeHb
penko KeToHypusi U keToHeMus. CTeneHb TMIEePTIUKeMUN
pasnmuyHa W MoXeT mocturath ypoBHsT 70—100 MMoIb/iI.
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Tabmua 1. HeumMyHHbBIE (hOopMBI caxapHOTo AuadeTa y aeTeil U moapocTkoB (n=295)

Ho3onoruyeckas opma

KosmuecTBo 00c/ie10BaHHBIX (U€1.)

MODY
DIDMOAD-cunapom
Heonaranbubrii CJ1
[pyrue peakue CUHIPOMbI
CunnpoM AbcTpema
C/I 2-ro Tuna
HeummyHnHblit C/I ¢ HeyCTaHOBJIEHHOM MPUYMHOK™

Yacrora cpeau Bcex HeMMMYHHBIX (hopm, %

102 36

46 16

36 12

13 4

7 2

51 17

38 13

Ilpumeuanue. * — CJI 6€3 UHCYJIMHOPE3UCTEHTHOCTU U OXUPEHUSI, 0€3 OTATOLIEHHON HAC/IEICTBEHHOCTH, HE TPEOYIOLIUT MHCYIMHOTEPATTUY.

KoMaTto3Hble cocTOsTHUS /1T HOBOPOXKIEHHBIX HE Xapak-
TepHBI. DTOT (heHOMEH OOBSICHSIIOT 0COOEHHOCTHIO O0OMEHHBIX
MPOIIECCOB HOBOPOXIECHHBIX, a TakKKe AHTUKETOTEHHBIM
2 dekToM UYpe3mMepHOl TUTIePTINKEMIH 1 TSKEJIOH Ternapa-
tauuu. UHCyTMHOTeparust TpeOyeTcst BceM OOTbHBIM Ha Ipo-
TsokeHUn 5—18 Mec, 3aTeM BO3HUKAeT peMUCCHs, a UHOTIA 1
MOJIHOE BbI3I0poBIeHUEe. Bo3Bpar 3a001eBaHus HAOI0aeTCs
yaiie B TOJJpOCTKOBOM WJIX BO B3POCIIOM Bo3pacTe. B omimuune
OT TPaH3UTOPHOTO, TIepMaHEHTHBINI HeoHaTanbHbI CJl He
nMeeT Gas3bl peMHuccuu, OOJTbHBIE OCTAIOTCSI WHCYJIMHO3a-
BUCUMBIMU BCIO XU3Hb. Pazmmuute 3111 n1Be hopmbl 3a60ste-
BaHM B Tiepruon MaHudecTanuu cioxHo [4, 5].

bputo MACHTUGUIKUPOBAHO TAKXKE MHOXECTBO KAUHU-
yeckux cuHapomoB, cBszaHHbIX ¢ [THCH: IPEX-cunmpom
(nuddy3Hble HapylleHUs] ayTOMMMYHUTETa), MUTOXOH-
IpuajibHble 3a00JieBaHUsI, TsDKelash TUTIOTUIA3UST TIOIKe-
JlynoyHoii xenesbl, cBa3zaHHas ¢ [PF1 (PDXI1)-myrauueii,
TOMO3UTOTHAsT MYyTaIlsI TJTIOKOKWHA3B! (HETyBCTBUTEIIBHOCTh
K TJTIOKO3e, TiepelanHblif oT poautesneit MODY-2), cunapom
Yonkorr—Pomntncona (coveraromuiicd ¢ anudu3apHoi auc-
iasueit) u ap. [6—8].

Jnst 6onpmmHcTBa 60sbHBIX ¢ HCJI B HacTosIee BpeMst
MOXeT OBITh OIpeneieHa MOJEeKyIsipHas ITUOJIOTUSI CUH-
npoma. BoigieHo Gosiee 10 reHOB, OTBETCTBEHHBIX 3a pa3-
Butre HCJI (cM. puc. 1), U3 KOTOpBIX HauboJbIlee Mpak-
TUYECKOe 3HaueHMe WMEIOT AaKTUBUPYIOIIas MyTalus
B reHax KCNJ11(Kir6) u ABCCS (petientop K cy1bhOHUIMO-
yepune 1 — SURI) [4, 9].

Kir6.2 u SURI npu neonamaavhom caxapuom ouabGeme.
[erepo3urotHas aktuBupyomias myramus B KCINI11 rene,
koaupytomass Kir6.2 cyobenuHuIly BHYTPEHHETO peKTU(bM-
KallMOHHOTO KaJIMeBOTO KaHaJla, KaK HEeIaBHO OBIIO TOKa-
3aHO, SIBJIIeTCSI HanboJjiee JYacToil TIPUYMHON nuabera, pas-
BUBatoIIerocs 10 6-mecssuHoro Bospacra [10]. KanueBbie
KaHaIbl P-KJIETOK TJIyOOKO BOBJIEUYEHBI B pETYJIMpPOBaHUE
CEeKpelnd WHCYINHA. DTO OKTOMEPHBI KOMILIEKC, COCTO-
SV W3 YeThIpeX BHYTPEHHUX PEeKTU(MUKAIMOHHBIX Kau-

TpaH3UTOPHbIIA [epMaHeHTHbIA [aHKpeaTnyeckas
HCL 45% HCL 45% annasus u
reHeTU4ecKne
l l X l l l cuHapomsl 10%
1% 1% 29% 11%12% 16% 3% FS)F(L%
6gZAC  Kir6.2 SUR1 INS  GCK EiF2AK3  45%
HNF1B

IPF1
MyTtauuu:
69ZAC — hakTop TpaHCKPUNLMKU Ha 6 XpOMOCOME (M30ANCOMUA, AyNanKaLuma
LUIMHHOTO NAeya, MeTUANPOBAHNE), pa3BuUTIe U co3peBaHue b k-k — Temple (1995);

Kir 6.2, SUR1 — cy6beanHnubl AT®-3aBUCMMbIX KanieBblX KaHanos;

INS — red nncynuHa; GCK — red rntokokutasbl; FOXP3 — rex perynatopa
Tpaxckpunumu; HNF 1B — reH neveHo4HOro saepHoro chaktopa 1B u ap.

AL Gloyn (v 35 ap.) N Engl J Med, 2004, 350, 1838-1849
AT Hattersley, EASD, 2006

Puc. 1. KnnHnueckue TpyIinbl HEOHATAILHOTO caxapHOTo nuabeta

eBbix KaHatoB (Kir6.2) u yeTbipex cyObeIMHULL PELECTITOPOB
K cynbhoHnamouesure (SURISs). Kir6.2 cBsasbiBactcst ¢ ATD
(ageHo3uHTpUdOChaTCUHTa3a), YTO MPUBOAUT K 3aKPBITHUIO
KaHajla, a MarHueBble HyKJIeoTuabl cBsi3biBatorcst ¢ SURI,
BBI3BIBAIONINM aKTUBAIMIO KaHala. B cocrossHuu muieBoit
HAarpy3K¥W TIOBBIIIEHWE BHYTPUKIETOYHOTO COJEPXKaHUS
[JIIOKO3BI BBI3bIBaeT obOpasoBaHue AT® dyepe3 mimKoaus
1 3aKPBIBAeT KaJMeBble KaHATBI. DTO TIPUBOAUT K JIETIONSIPU-
3aMy MeMOpaHbl KJIETKM U BbIXomy WHcyiauHa. [onomanue
CHUXaeT BHYTpUKiIeTouHOe cooTHomeHue ATD/AJD
(aneHo3uHaudocdaT), YTO MPUBOAUT K OTKPBITUIO Kallh-
€BbIX KaHAJOB M TOPMOXCHUIO ceKpeluu uHcynmuHa. Kir6.2
u SURI Xu3HeHHO HEOOXOMUMBI ISl TIPAaBUIILHOTO PETYJIN-
pPOBaHUSI CEKPEIUU MHCYJINHA, TIOTOMY, KaK OBUIO TTOKa3aHo,
WHAKTUBUPYIOIIAas MyTallusl B 00OUX TeHaX BHI3bIBAET HACTIe-
yeMYI0 ayTOCOMHO-PEIECCUBHO TEePCUCTUPYIONIYIO THIIe-
PUHCYTMHEMUYIECKYIO TUTIOTJIMKEMUIO Y IeTell TPYTHOTO BO3-
pacTa, KoTopasi XapaKTepu3yeTcsl TOJIHOUW TIOTepeil CTUMY-
JINPYEMOU TIIIOKO301 CeKpelny WHCYJIWHA. AKTUBUPYIONIAsT
mytanust B KCNJ 11 Bei3biBaet muabert, nemnast ATD-3aBuCUMBIi
KaJIMeBBIN KaHaJl 3aKPBITHIM, HecMOTps1 Ha Hammuue ATO.
B pe3ynbraTe yMeHbIIAeTCsI BHIXO KM U3 KJIETKU, UTO TIPU-
BOJIUT K TUTIEPTIOSIPU3ALINM MeMOpPaHbI -KJIETKU U COKpa-
LIEHUIO CeKPEeIMM WHCYIMHA. Y TaKuX JeTeil 0OObIYHO pa3s-
BMBAETCSI MHCYJIMHO3aBUCUMBII A1abeT B Bo3pacte 10 6 Mec
¢ KeToarumo3oM u cHkeHueMm C-tientuna. [1pnbimsutensHo
25% neteii ¢ TPAH3UTOPHBIM HEOHATATBHBIM JMA0ETOM TaKKE
UMeIOT akTuBUpYytomue mytauu B KCNJ 11, n uHorna nuadet
y TaKuX JeTeil BOZHMKAET TO3Ke 6-MecsIHOro Bo3pacra 6e3
HaJINYUS HEOHATAIbHOTO 1uadeTa B aHaMHese [11].

V oTux nmeteil HaGJOmMAeTCsT OTBETHAsl CEKPEIUsT WHCY-
JINHA Ha CYTh()OHMUIMOYEBUHHEIE TIPEeTIapaThl, KOTOPBIE CBSI-
3piBatorcst ¢ SUR1 Ha AT®-3aBUCUMBIX KaJUEBBIX KaHajax
" 3aKkpbiBaloT ux yepe3 ATD-He3aBucUMBbIi TyTh. MMetoTcst
cooburenus, uro 10 90% npereit ¢ HCJI, BbI3BaHHOM MyTa-
uueit B KCNJ11, MOTyT OBITh YCTICTITHO TIepeBe/IEHbI C MHCY-
JIMHA Ha CYTb(GOHUIMOYEBUHHBIC Tpenaparbl, ¢ yaydlle-
HHMEM TJIMKEMUYECKOTO KOHTPOJISI, HE3aBUCUMO OT [UTUTEb-
Hoctu CJ1 [12]. MMeHHO TIO3TOMY TE€HETHYECKOe TeCTHUPO-
BaHME HEOOXOIMMO TIPOBOIUTHL Y BCeX JAeTell ¢ MaHubecTa-
uueit nuabera 10 6-MecsiuHOTO Bo3pacrta. JlomoTHUTEIbHBIM
TTOBOJIOM [UTSI TIPOBeAeHUsT uccaenoBaHust mytauuu KCNJ11
SIBJISIETCSI CEMEIHBIN aHaMHe3 COo ClTyJasiMu 1uabeTa, BOSHUK-
mero B paHHeM Bo3pacte. Kak Tonbko peGeHOK OymeT cTa-
OWJIM3MPOBaH Ha MHCYyIMHOTepamnuu, a Kir6.2 nuaber ycra-
HOBJIEH, JIOJKHA OBITH TIPEANPUHSITA TIOMBITKA TTepeBOaa Ha
CyTb(OHWIMOYEBUHHEIE TTPETIapaThl.

[MTox nHammMm HabmomeHueM HaxonsaTcs 34 pebeHKa
¢ HCJI, Bo3pact manudecraru — ot 5 qHeii 10 6 Mec.

Kmmnunueckuii npumep 1. IeBouka B., 1,5 roga. HC/, riep-
MaHeHTHast (opma, muarHoctupoBaH B 10 mHeit. [Tomydana
WHCYJIMH B 03¢ 2 eI/KI Macchl Tena. B 6 Mec IIMKUPO-
BaHHblii HbAlc — 7,6%. B 11 Mec oOHapyxeHa B TeHe
KCNJ11 mytauus Arg201His B TeTepO3UTOTHOM COCTOSTHUMU.
[MepeBenena Ha ManuHwI B no3e 0,3 Mr/Kr Macchl Tena
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¢ xopormmM 3dekTom. Pe3yabraTsl yaydieHus imKeMude-
CKOTO TIpO WIS Tpe/iCTaBIeHBI Ha puC. 2.

Kmanngecknii mpumep 2. JleBouka A., 12 netr. CaxapHbIit
nuabet ¢ 4 1o 8 mec. IMosyyasa MHCYIMH B g03¢ 6 e1/CyT.
Pemuccus — c 8§ Mec o 7 net. C 7 et — permaus CJ1; momyyana
uHcyiuH B 1o3e 10 en/cyt. B 10 ner HbAlc — 8,1%. BoisiBieHa
mytatust lle284Phe B tene KCNJI1, mocie 4ero neBouka
OblTa TiepeBeleHa Ha TIMOeHKIaMuI B go3e 1,75 mr/cyt.
B 12 ner HbAlc — 6,0%.

JInader MODY

Junader MODY (Maturity-Onset Diabetes of the Young) —
nrader B3pocyoro turma y Moionbix. Tepmud MODY BBeneH
S.S. Fajans B 1965 1., BIOC/I€ICTBUH XOPOIIIO U3YYCH U OTIKCAH
Tattersall [13]. PacnpocTpaHeHHOCTb cocTaBisieT 2—5%
Bcex cimydaeB C/I 1-to tTuma. HaciemoBanue — ayTocoMHO-
IOMUHAHTHOE.

MODY mpencraBnsier U3 cebs TeTepOTEHHYIO TPYIIITY
3a00JIeBaHUIi, B OCHOBE KOTOPBIX JIEXKAT MyTalliU Pa3IMIHbIX
TeHOB, U XapaKTepu3yeTcs TUChYHKIIMEeH B-KIeTOK, Ha9aoM
B MOJIOZIOM BO3pacTe (o 25 JIeT) M ayTOCOMHO-TOMWHAHTHBIM
HacjenoBaHueM [14]. DTOT TuarHo3 DOKeH OBITh 3aTTOI03PEH
y HeCcTpagalolnX OXUPEeHUeM TallMeHTOB ¢ TuabeToM, pas-
BUBIIIEMCSI 110 25-JI€THETO BO3pacTa, U Mpu HATUIUK quabeta
B POJIOCTIOBHO TaHHOW CEMbU B IBYX WJIA TPEX TTOKOJIEHUSIX
(cm. Tabm. 1). Yactora MODY B BenukoGputanuu cocras-
qster 1o 10% Bcero «amabera He 1-ro Tuma» [15]. MoxHO
TIPEITOJIOKUTD, YTO UCTUHHAS pactpocTpaHeHHOCTE MODY
OKaxXeTCsl 3HAUUTETHHO BEIIIIE.

K Hacrosiiiemy BpemeHu Bblaesor 6osiee 10 paznauyHbIX
dopm MODY. Cpenu Hux Hambojiee U3yueHBI CeMb TEHOB,
MYTallui B KOTOPBIX IPUBOIAT K pazsutuio MODY [14]. Dt
TeHBl KOAUPYIOT TTIOKOKWHA3Y, KOTOpasi KaTanu3upyet ¢oc-
opunrpoBaHue TIIOKO3BI — TIEPBYIO pPEaKIMIO ee MeTa-
6onu3ma Ha mytu obpasoBaHuss AT® [16], nsTh HakTopoB
TPAaHCKPUIIIUHU [sIepHBbIiA (akTop rematouutoB — (HNF)-
lo, HNF-1B, HNF-4o, dakrtop-1 perymsuuu TpoMoTOpa
rena uHcynuHa (/PF-1) u dakTop HeiiporeHHOU nuddhepeH-
unpoBku-1 (NEURO-DI)]. ®akTopsl TpaHCKPUITIIMM — 3TO
0eJIKM, KOTOpBbIE CBS3LIBAIOTCSI C TPOMOTOPHBIMU PETHO-
HaMM B T€HaX U aKTUBU3UPYIOT TPAHCKPUIILIUIO B TpaHC-
noptHoii Mosyekyine PHK. OHu wHUIMUpPYOT TPOAyKIIMIO
0eJIKOB, KOTOpBIE SIBJSIIOTCSI BaXXHBIMM B Pa3BUTHU TIOJI-
JKeJTyTOYHOM XKesne3bl. Kaxkmplii TeHOTUIT TIPOM3BOAUT YHU-
KanbHbI ¢deHotun [17]. B BenukoOpurtanuu, Hopseruwu,
[epmanun, a TakkKe HEKOTOPBIX a3MAaTCKUX CTpaHax Hau-
bonee uvacto BcTpedaercs myrtamus HNF-lo (MODY-3),
cocraBJisist 6osee 60% Beex ciaydyaeB MODY. MyTauuu B reHe
rmokoknHa3el (MODY-2) nMeror HauboIbIITyIo pacrpocTpa-
HeHHocTh B Utamuu u ®@panuumu [4]. Ha momio ocTambHBIX
M3BECTHBIX TeHOB npuxoautcst MeHee 10%. Y 15% naiimeHToB
¢ MODY myTtanuu He UAeHTU(DULIMPOBAHBI, 1 OHW OTHECEHBI
kK MODY-X.

B Poccum Bnepsbie B MHCTUTYTE NETCKOW IHIOKPUHO-
sornu DHII Havaro ucciaenoBanue MODY 2 u 3-ro TUTIOB —
HanboJiee 9acThIX BapraHTOB. COOTHOIIIEHE 000MX TUTIOB B
PYCCKOM TOIyJISIIAM, TI0 TIPeABAPUTETbHBIM TaHHBIM, OH-
HaKOBO.

Ha puc. 3 mpencraBieHa poocoBHAsI CEMbU C MyTaleit
B reHe rmokoknHasel (MODY-2). Ha puc. 4 npencraBieHb
POIOCTIOBHBIE IBYX CeMeil 1 TOPMOHAIbHO-MeTa00TMUeCKIi
Mpod T MAIIMEHTOB ¢ MYTAIUSIMU B TeHE siepHOTO (hakTopa
rermarortoB lo (MODY-3).

VY neteil ¢ reTepO3UrOTHON TIIOKOKWMHA3HOW MyTalueil B
JIEYeHNU TIOUTH HUKOTAA He ObIBaeT Heobxomumoctu [4, 11],

Glucose — mmol/L

03:00 06:00 09:00 12:00 15:00 18:00 21:00
Time of Day

Glucose — mmol/L

03:00 06:00 09:00 12:00 15:00 18:00 21:00
Time of Day

Puc. 2. Pe3ynbratbl MOCTOSIHHOIO arapaTtHOro0 MOHUTOPUPOBAHUS
IJIIOKO3bI KPOBM Yy pebeHKa 1,5 JieT ¢ mepMaHeHTHBIM HeOHATaIbHBIM
caxapHbIM 1Ma0beToM JI0 U MocJe MepeBoia ¢ MHCYJIMHA Ha rperapar
CyJIbOHUIMOYEBUHBI

53 ropa

O

16 net ra

6,5-7,3 Mmmonb/n
7,0%

TGAT CT C CNGGOCTA

2 mec

TG AT GT C CNGOCTA

6,1-7,6 Mmonb/n
120’ — 8-9 mmonb/n
6,8%

A.H.Tionbnakos, 2011

Puc. 3. PomociioBHasi u pe3yibraTthl cekBeHHMpoBaHUsl reHa GCK
y pebeHKa 2 MeC U ero MaTepu

U PEeOKOo Pa3BUBAIOTCS CIIeNU(PUIECKUE MUKPOCOCYIUCTHIE
OCJIOXKHEeHUsI. MIHTepecHO, YTO TOMO3MTOTHAsi WHAKTHBHUPY-
0UIAs NIIOKOKMHA3HAS MYTalUsi — OYeHb peAKas MPUYUHA mep-
MaHEHTHOTO HEOHATAJILHOTO AuabeTa.

Hetu ¢ HNF-lo. mMyTtauussMu MOTYT JOCTUYb KOMIIEH-
callii TIpU Ha3HAYEHUU TUETHl; OHU OCOOEHHO UyBCTBU-
TEJIbHBI K CYTh(MOHUIIMOYEBUHHBIM TIperiapaTaM, peakiivs Ha
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Cembs M.

Mytauuu B 7 (R503H) 1 4 (P291fs) ak3oHax
reHa saepHoro daktopa renarouuta (MODY3)

Cembs 1.

72(34) 76(r134)
Taon

47(40)  44(44)
Taon  Aveta

d
18(10) 16(12) 5(4)
Ta6n Aneta Avera

Mpo6ang; HbA1c - 6,5%
HLA-rannoTunbl — HeTpanbHble
AT — oTpuuaTenbHble Mpo6ana: HbA1c - 6,5%

HLA-rannoTunbl — NPOTEKTOPHblE

0 60 120 AT — oTpuLaTenbHble
Mmukemns 0 50 120
Mpo6aHa 73 1116 [109
Cw6c 68 111 |123 nukemms
Marb 69 |[137 |[152 Mpo6aHa 49 [114 [115
P Marb 75 17,2 [17.8
Mpo6aHa 12,6 (39,6 |334 PU
Cube 78 |283 |46,6 Mpo6aHp 10,0 (156 | 10,9
Martb 57 |42,7 [437 Marb 4,7 26,0 |20,7

Puc. 4. PojgociioBHble M TOPMOHAJIbHO-METabOIMYecKe MpoduiIn
nByx cemeit ¢ MODY-3 (myrauuu B 7 (R503H) n 4 (P291f5) ak30Hax
reHa sinepHoro axkropa renatountoB — HNF o)

KOTOpEIe B UeThIpe pa3a Boilre, yeM mipu CJI 2-ro tuma [17].
DTU MallUEeHTHl MOTYT IMEPBOHAYATBLHO XOPOIIIO KOMIIEHCHUPO-
BaTbCd OMETOUN; HU3Kas 1032 CyJIb(OOHWIMOYEBUHHBIX Tpe-
TapaToB MOXeT ObITh JoOaBJIeHa, KOTaa HabTI0MaeTcsl TTIOBBI-
weHue HbAlc. HekoTopbIM U3 3TUX MallMEHTOB B KOHEYHOM
cyeTe MOTpeOyeTcsl JIeYeHUEe MHCYJIMHOM, IMOCKOJIbKY TMaH-
KpeaTrudeckasi HelOCTaTOYHOCTb TIporpeccupyet. [1pramHb
3TOTO TIPOTPECCUPYIOIETO YXYAIIeHUsT (PYHKIIUU [-KIETOK
elie He MOHATHL. B ciaydyae HeooCTaTOUHOW KOMIIEHCAlMU
YIJIeBOMHOTO OOMeHa Yy TAaIMEeHTOB MOTYT pPa3BUBAThCS
MUKPOCOCYIVCTBIE OCJIOXKHEHMSI C TOM K€ YacTOTOW, Kak
u ipu CJ1 1-To Turma.

Ocranbubie popmber MODY Gosee penku, M HCCIeno-
BaHUE UX Y HAC TOJbKO HAUMHAETCS.

Cunnpom Boandpama

Cunapom Bonbdpama, WuU3BEeCTHBII Takke Kak
DIDMOAD-cuanpoM (aKpoHUM OCHOBHBIX €TO COCTaBIIsI-
IOIIMX: HecaxapHbIi, caxapHblil nuabet — diabetes insipidus,
diabetes mellitus, onTtudeckas atpoduss — optic atrophy,
Tyroyxoctb — deafness). DToT HaciemyeMblil ayTOCOMHO-
PELIECCUBHO CHUHAPOM, KPOME OCHOBHBIX COCTABJISIOIIMUX,
BKJIIOYAET AUC(YHKIMIO ABTOHOMHOI HEPBHOU CHUCTEMBI,
KOTOpasi MPUBOAUT K Pa3BUTUIO HEUPOINATUYECKOTO MOYe-
BOTO TMY3bIpsl C MOCHAEAYIOUIMM Pa3BUTUEM TUApPOHedhpo3a
U B JAJIbHEWIIEM — XPOHUYECKON MOYEUYHOM HEIOCTATO4-
HOCTU U JIPYTUM TIpU3HAKaM HeipoaereHepaluuu, BKIOYast
MO3XEYKOBYIO aTaKCUI0, MUOKJIOHAIbHYIO SMUWICTICUIO
u arpoduio crBosa Mosra. CpemHUii BO3pacT CMEpPTU TPU
cunapome Bombdpama — 30 neT, a pazBuTHe MOJTHOTO (BeHo-
TUMNa HAOJI0JAETCs C YBEJIMYEHUEM BO3pacTa.

Pa3Butre cuHapoma sIBJIEeTCS CJENCTBUEM WHAKTUBU-
pytoieit myrauun B reHe Wolfram (WFS-1), BnepBbie ommm-
cannoit T.M. Strom et al. B 1998 . [18]. K nHacrosemy
BpEMEHM OOHAapyXeHO yxe oKojo 150 myrauwmii, KoTtopbie
pacrpeeseHbl Ha JIIOObIX yuyacTkax reHa. B 95% ciyuyaeB ux
COCTaBJISIIOT MUCCEHC- U HOHCEHC-MYTalli1, a TAKXKeE JeJIeLIun

B 8-M 3K30He reHa. [IpomaykTom sKcmpeccMy MAaHHOTO TeHa
SIBJISIETCS TPAHCMeMOpaHHBIY TPaHCTIOPTHBIN 6etoK Wolframin
B sHAoIUIazmaTuyeckoM petukyinyme (EP). [Ipeanonaraercs,
YTO OH UTPAET POJIb B PETYISILIMU BHYTPUKIETOYHOTO Kaslb-
LIMEBOTO OOMEHA B KJIETKaX MOKETYI0YHON Kee3bl U TUM-
OUYeCcKOl CUCTeMbI, YeM, BO3MOXHO, U 00YCJIOBJIEHA KIUHU-
yeckasi KapTuHa cuHapoma. [laHkpeatnyeckue B-KIeTKU —
OIHU U3 HauboJjiee YyBCTBUTEJIbHbBIX KJIETOK K cTpeccy B EP,
U TIPUYMHONM pa3BuTUs Auadera npu cuHapome Bonbbpama
SIBJISIETCS aonTo3, 00yCIOBIEHHBIN cTpeccom B EP.

B WHctuTyTe AETCKON SHIOKPUHOJIOTUUA COBMECTHO C
Menuko-reHeTuyeckuM HayuyHbIM LieHTpoM PAMH uccrneny-
1otcst ¢ 2006 T. 6obHBIE ¢ heHOoTUITOM cuHApoMa Bosbdhpama.
UccnenoBanme rena WFS-1 mo3Bosser BepudUIIMpoBaTh
NIMATHO3, B OTIPEIeJICHHO CTETIEHU TPOTHO3UPOBATh TEUEHUE
00JIe3HU, MPOBOAUTH NOKJIUHUYECKYIO TUATHOCTUKY Y POA-
CTBEHHUKOB OOJIbHBIX. BaXXHbIM acmekToM JUisl MallMeHTOB
C OTUM pa3pyLIUTETbHBIM [TUATHO30M SIBJISIETCS MOAJIEPXKKA
ceMell 1 oOydyeHMe aeTeil MpakTUIecKUM HaBbIKaM, ToKa y
HUX COXpaHSETCs MpuemMiemMast OCTpOoTa 3peHus, Xupypruie-
CKasi KOppeKLMs opraHa ciiyxa, a TakXke KOPpPEeKIUs aTOHUU
MOYEBOTO Ty3bIpsl (0OecreyeHue rMaccaxa MOYM), € LEJbIO
Npo(UIaKTUKUA DPA3BUTUS TUApPOHedpO3a U XPOHUYECKOU
TTOYEYHOI HeJOCTAaTOYHOCTH.

Cunapom AnbeTpema

D10 TsKenmoe 3aboyieBaHUWE C ayTOCOMHO-PEIeCCUBHBIM
HacJieoBaHueM. B coctaB cuHmpoma BXOIST: AucTpodusi ceT-
YaTK, CEHCOHEBPAIbHAST TYTOYyXOCTh, PAHHUI IEOI0T OXKUPEHUST
(mo 1 roma) [19], caxapHbIii nMaGeT, TUMEPTUITAIEMUST, Kap-
IMOMUOTIATHSI, TIATOJIOTUST TieueHu. PacmpocTpaHeHHOCTh —
menbuie yeM 1:100 000. [Tporpeccupyroniast auctpodus Koi-
0OUYeK CEeTYaTKU BBI3BIBACT HUCTAIM U CBETOOOSI3HBL yXkKe
C TPYIHOTO BO3pacTa U MPUBOIUT K CJIETIOTE BO BTOPOM JIeCsI-
TUJIETUM; TJyXOTa pa3BUBAETCS YK€ B JETCKOM BO3pacTe.
Bo3MokHa mwiatalimoHHasT KapIUOMMOTIATUsI, KOTopas
MOXET pa3BUBATHCS B JIIOOOM BO3pacTe, HauWHas C TPYJI-
HOro. BBICOK pUCK pa3BUTHSI OCTPOUl KapauOMUOIIATUM
C JIeTaJIbHBIM UCXOMIOM B JTI0O0M Bo3pacte. OXuUpeHne Takke
pa3BUBaeTCs B TPYIHOM BO3pacTe, a caxapHbIN AMabeT BO3-
HukaeT y 70% malMeHTOB BO BTOPOM WJIM TPEThEM NCCSITH-
JIETUW C BBIPAXXEHHBIM TUTIEPUHCYJIVHU3MOM W WHCYJTUHO-
pe3ucTeHTHOCThI0. KiimHuuecku omnpenensietcss acanthosis
nigricans, aptrepuaiibHasi runepreHsus [20]. Yacto BcTpeva-
eTCs TICUEHOUHBIN CTeaTo3, TUTIOTOHAIOTPOITHBI TMIIOTOHA-
QIA3M Y MTAIIMeHTOB MYKCKOTO T10J1a, TUTIOTUPe03. XapakTepHa
MaKpOIPOTENHYPHSI, pa3BUBAIOIIACS BO BTOPOM JECITUICTUN
KU3HU.

Myrammuu B teHe ALMSI, xapTUpOBaHHOM B JIOKycCe
2p13.1, 6stmm orrcansl B 2002 1. [20]. Ten ALMS1 cocrout u3
23 sk30HOB. benok ALMS1 nmeer HeM3BECTHYIO (DYHKIIHUIO:
TIPEITOJIaraeTCsl, YTO YIaCTBYeT BO BHYTPUKIETOTHOM TPaHC-
ropre. B yledeHNM ManMeHTOB MIIAMIIIIETO BO3pacTa TPero-
YUTAIOT JUETOTeparuio W TIperapaThl OWTYaHUIOB, TaKXKe
3 dekTUBHO Ha3HAUYeHMe WHCYJIMHA; apTepuaibHasi TUTep-
TEH3USI TTo[1aeTcsl KoppeKiuu nHruourtopamu AIO.

[Tox Hamm HabAOAEHUEM HAXOASATCS 7 YEJIOBEK C CUH-
TIPOMOM AJTbCTpeMa, BITepBbIe ONMMCAaHHBIX HaMu B Poccuu.

Caxapublii 1uader 2-ro TUma
Caxapnblii 1rnabeT 2-ro Tuia Ha pyoexe XX—XXI BekoB

CTaJl pEruCcTpupoBaThCAd B NETCKOM M IIOAPOCTKOBOM BO3-
pacrte. HapaCTaHMe 3a00JIeBa€MOCTU BO BCEM MUPE, NAYLIEC



HAYYHBIE COOBIIIEHMA

rnapajieJibHO C YBEJIMYEHUEM OXUPEHUS, BbI3bIBAET
OOJIBITYI0 032a00YEHHOCTh BCETO MEIUIIMHCKOTO COO00IIe-
ctBa. OcobeHHocThio TeueHust CJ] 2-ro TuTa, pa3BUBIIETOCS
B JIETCKOM BO3pacTe, CUUTAETCs] paHHee TMOSIBJICHUE COCYIU-
CTBIX OCJIOXKHeHUI. IMetoTcst COOOIIeHMS, UTO TIPYU [UTUTETb-
HocTu nuabera 6osee S JIeT YyacToTa MOsIBJICHUS] MUKPOAIbOy-
Munypur (MAY) nocturaet 25—40%. T1o HallUM JaHHBIM,
yactotra MAY B MoMeHT nuarHoctuku CJI 2-ro Tura y momi-
poctkoB coctapisier 14%. CmeptHocTh npu CJII 2-ro Tuna,
Bo3HUKIIEM 10 20 JieT, Mo JaHHBIM psifa WcclenoBaTesei,
CTAaHOBHUTCI K 55 romam B 2 pasa BHIIIe, YeM TIpu AeOroTe
rocsie 20 yieT, u B 3 pasa BhIIE, YeM CpPeIu JINII, He CTpajia-
fouux CJI.

Hama ocHoBHasi 3amaya — mnpoBOAUTL IUddepeHIn-
TBHYIO TUATHOCTUKY 3TOTO 3a00JieBaHMS OT IPYTUX Hopm
nuabeta, B mepByto ouepenb or CJI 1-ro tuma u MODY, a
TaKKe IMMPOBOANTH AKTUBHOE BBISIBJIECHNE aCUMITTOMATUIECKIX
dbopwm B rpyriax Beicokoro prcka. HacyiHoit 3amayueii coBpe-

MEHHOU TMabeTOJIOTUN SIBJISIETCST TIPOTHO3MPOBAHUE y eTeit

Bo3MoxHOTO pa3zsutust C/I 2-ro THMa B cTapiiemM Bo3pacTe.
braromapst ycmexaM MOJIEKYISIDHOW TEHETUKHU ObUIN

UAeHTUGUIIMPOBAHBI TeHBI, CBSI3aHHBIE CO MHOTUMU KIIH-

HUYECKMMU TOArpynmnamu auabera. VKcmonb3oBaHue

MOJIEKYJISIPHO-TEHETUYECKUX TECTOB JaeT BO3MOXHOCTH

TOYHO TIOCTABUTh AWATHO3 W, CJENOBaTeIbHO, Ha3HAYUTH

MalMeHTy TaTOTeHeTUYeCcKylo Tepanuio. B HacTosIiee

BpeMsi TIpU OOJBIIMHCTBE OIMCAHHBIX BBINIE CUHIPOMOB

B DHIOKPWHOJOTUYECKOM HAyYHOM IIEHTPE TPOBOIUTCS

MOJIEKYJISIPHO-TEHETUUECKOE MCCIIeNOBaHNE:

. KCNJI1 u ABCCS8 (Kir 6.2, SUR 1) (HeoHaTaJIbHbIii
ch,

. HNF-1la, GCK (rmoxokunaza), HNF-1, HNF- 4a,
IPF-1 (MODY1-5),

- WFES-1 (DIDMOAD),

. SLCI19A2 (MuTOXOHAPUATBHBIN 1Ua0eT),

. ALMSI (cuHapom AsbcTpema).
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