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CaxapHblil UabeT MNpeAcTaBJisieT COOOM reTeporeHHyw TpyIIy pas/MYHbIX MaTOJIOTHH,

XapaKTepU3YILUXCA  ITUOJOTMYECKUMMH, NAaTOTeHETUYEeCKUMH U KJIWHHUYEeCKUMHU
ocobeHHOCTsIMU. CaxapHbI¥ uabeT 1 U 2 TUNa — CJI0XKHbIE reTeporeHHble MHOTr0QaKTOpHbIE
M TOJIUTeHHble 3a060JieBaHUs, BO3HMUKAWIHME B pe3y/JbTaTe TeHeTHUKO-CPeJOBbIX
B3auMoeicTBUH. [IpuyeM pa3BuUTHe caxapHOro AuabeTa NepBOTO THUIA ONpeJesseTcCs
He6JIaronpusaTHOM KOMOMHAlMell HOPMaJbHbIX T€HOB, OOJBLIMHCTBO H3 KOTOPBIX
KOHTPOJIMPYIOT pa3Hble 3BeHbSl ayTOMMMYHHOTrO Ipolecca. Pa3aBuTue caxapHoro guabera
BTOPOTO THUIIA OMNpeJeseTcsl COBOKYNHOCTbIO MHOXECTBAa reHOB, KOHTPOJIUPYIOLUX KaK
CUHTEe3 HWHCyJIMHAa OCTPOBKOBBIMHU KJETKaMM, TaK U B3aUMOJEWCTBUE ero C KJeTKaMH-
MUILEHSMHU B nepudepruieckux opraHax. [3,6].

CaxapHblil 1uabeT 1 TUNA ABJISETCSA NOJUTeHHbIM MHOTOQaKTOPHBIM 3a60J1€BAHUEM, TO €CTb,
nposiBjieHHe 060JIe3HU OIpejessieTcsl B3aUMOJEWCTBUEM CpPeJOBbIX W TeHeTHYeCKHUX
¢dakTopoB. Haubosibllee 3HaYyeHHEe W3 M3BECTHBIX TeHETUYECKUX MapKepOB CaxapHOro
fuabeta 1 Tuma HMeWT TeHbl, pacHoJIO)KeHHble B 006JIaCTH T[JIAaBHOTO KOMILJIEKca
rucrocoBMectuMoctu yesoBeka (HLA) Ha xpomocome 6p21.32 (IDDM1) [].

[Ipu caxapHoM auabeTe 1 THUNA ayTOMMMYHHOE pa3pylleHHe [3-KJIETOK MO/ KeJyA04YHOU
’KesJie3bl MMeeT MHOXXeCTBEHHble TeHeTHYeCKUue IMpeApacloioKEHHOCTH W CBSI3aHO C
dbakTOpaMu OKpy:Kalolel cpe/ibl, KOTOpbIE BCE ellle HeJJOCTAaTOYHO OIpe/ie/IeHbl.

B 3THO0JI0rMU MHCYJIMHHE3aBUCHMOT0 CaxapHOro JrabeTa reHeTU4ecKue GakTopbl 3aHUMAKOT
OCHOBHOe MecTo. OHM oOnpejesisiloT CEKPeTOPHYH HeJOCTAaTOYHOCTb [3-KJIETKU WU
Pe3UCTEHTHOCTb HHCYJIMHOPELENITOPOB HA MeMOPaHaX KJIeTOK MHCYJIMHO3aBUCUMbIX TKaHEH,
KOTOpasi MOXKeT COYeTaTbCsl C OTHOCUTENbHON UHCYJIMHOBOM HEJJOCTaTOYHOCThIO [4].
CaxapHblil AyabeT, NPOTEeKAIIUNA C KJIMHUYECKON KapTUHOW AuabeTa 2 Tuna, 00yca0BJEH
HapylleHueM onpefeseHHblx reHoB MODY wu ap. Tunel. bBosblioe 3HavyeHue B
Ipe/ipacrnoio)KeHHOCTH K HacJe[0OBaHUIO caxapHoro auabera 2 Tuma yzensetrca 11-i
XpOMOCOMe, Ha KOTOpPOH JOoKaau3dywTcsad reH anosunonporerHa (3, Amo-Al, Amno-A4,
riavkoreHdocpopusiassl MBIIIII, penenTopa cyJ1IbGOHUIMOYEBUHBI,
aTaKCUUTeJeaHTUIKTa3UuHu [2].

J1s  U3yyeHUs TeHeTHYeCKHX OCOOeHHOCTeHd caxapHOro JauabeTa MCHOJIb30BaJICH
reHeaJlOTHYeCKUil MeTo/l, KOTOPbIA IMO03BOJISIET NMPEOAO0JIETh CJ0XKHOCTH, BO3HUKAIOLIHUE B
CBSI3U C HEBO3MOXXHOCTbIO CKpeIlMBaHHUS M MaJIOJIOJHOCTbIO 4YesioBeKa. MeToJ peliaeT
caefyouide 3a/jladyd: yCTAHOBJIEHWE HACJ/e[CTBEHHOr0 XapaKTepa M THUINA Hac/e/l0BaHUs
3a60/1eBaHUs], TMEHETPAHTHOCTb TIeHa, aHaJlU3 CLeIJIeHUs W JIOKaJM3al[ud TeHOB Ha
XpPOMOCOMaX, U3y4eHHe UHTEHCUBHOCTU U3MEeHEeHUs HacJieICTBEHHOTO MaTepHuasia YacTOThl
MyTallii y 4yesioBeKa, pacuinpoBKa MeXaHHU3MOB B3aHWMOJIEMCTBUSI T'€HOB, pacyeT pHUCKa
poXJeHUsA 60JIbHOTO pebeHKa, OlleHKa MPOrHo3a 3a6o/eBaHusl. [5]

[Ipy  nguabere mnepBOro TUNA  HAGJMI0OAAETC  TeHeTUYeCKass  TeTepOTeHHOCTD,
CBU/JIETEJILCTBYIOILEr0, YTO 3a60JieBaHHE MOXXET BbI3bIBATbCS Pa3HbIMH TPYyMNIaMH TeHOB,
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HapyllalwIIUX pa3BUTHE U CUHTe3 MHCyJuHa. (CaxapHblii [AuabeTa BTOpPOro THIA
onpeziesieTCsl COBOKYIIHOCTbIO T'€HOB, BBI3bIBAIOLIUX CTPYKTypHble HapylleHUs WHCYJMHa
WM ero MHaKTHBalusg. Takke OJHOM M3 MPUYUH HMHCYJUHOPE3UCTEHTHOCTU MOXET ObITh
MyTalisl T'eHa HHCYJMHOBOI'O peleNnTopa, pPacloJio)KeHHbIX Ha XpomocoMme 19q13.42 wu
3q13.3q2l.

MbI npoBeJsiM aHa/IM3 FeHeaJOTMYeCcKUX JaHHbIX GOJIbHBIX W 3JJ0POBBIX JIIOJEl, Ha OCHOBe
c6opa JIaHHbBIX O CEMbSIX, B KOTOPbIX HabJtojascs auabeT 1 u 2 tuna. Ha ocHoBe u3y4deHuUs
PO/I0CJIOBHBIX OOJIbHBIX CaXapHbIM JUAabeTOM U 3[J0POBbIX JIIO/EeH ObLIN MOJTYYeHbl CBEJIEHUS
0 1303 ysieHax 3TOW ceMel. B rpynmne npakTU4eCKH 3J0POBbIX JleTEHd CBeAeHUsI KacCaluCh
COCTOSIHUA 340pOBbsl 486 O6aMXKAUIIUX POACTBEHHHUKOB, OOJIbHBIX CaXapHbIM JHabeToM
nepBoro tTuna 396, Btoporo tumna 421. U3yyeHue ¥ aHa/IU3 reHeaJorn4eCKUX JaHHbIX IOKa3aJl
JIOCTOBEPHOE yBeJIMUeHHeEe YUC/Ia O0JIbHBIX caXapHbIM JuabeTtoMm 1 Tuma B 9,8, a caxapHbIM
Juabetom 2 Tuna B 4,4 pasa mo CpaBHEHUIO C KOHTpoJeM H coctaBuio 7,7 u 3,08
COOTBETCTBEHHO (TabJ1. 1).

Ta6suna 1
Yucsao Yuca0 60/1bHBIX JOCTOBEpHOCTD
CeMbu POACTBEHHU OTJINYMA OT KOHTPOJIS
KOB Yuciio % T P
60JIbHBIX
[IpakTU4ecku 340poBbIe 0,72 +
JII0AU 486 3 0,32 -
BoJsibHbIE CaxapHBIM 7,07 £
auabetoMm I Tuma 396 28 0,83 7,23 <0,01
BoJsibHbIE CaxapHBIM 3,08 +
auabetroM Il Tuma 421 13 0,42 5,48 <0,01

B 8 sieT nocsie cM/IbHOTO UCHyTa MallMeHTKa MoMajZaeT B 60JIbHUILY, I/le el CTaBAT AUarHos
caxapHoro auatbeta 1 tTuna. C 2003 roaa HaxoAuIach 1Mo, HabJ o ieHMeM Bpayeil. HaunHas ¢
Jeta 2019 roma HabJ0a/0Ch pe3KOe YXY/IIEeHUe COCTOSHUS 370pOBbsl 60sibHOU. [Ipu
aHasiu3e POAOCJAOBHOM M -BoMl /l. yCTAaHOBMJIM, UTO CO CTOPOHBI OTI[@ HE ObLJIO HUKAKUX
060JIbHBIX M HOCUTeJIEN caxapHOro AuabeTta. OZjHaKo, y TETH CO CTOPOHBI MaTepH ObLJ BbISIBJIEH
caxapHbIi AuabeT. B cBSI3U € 3TUM MOXKHO CYUTATh, YTO MaTh M-Boii /l. MorJia 6bITh HOCUTEJIEM
caxapHoro Juabera, a, cCJie[j0BaTeJIbHO, IPEeAPACIOJIOKEHHOCTb K CaXxapHOMYy JuabeTy
nepejajacb NalMeHTKE CO CTOPOHbI  MaTepu. Bo3moxeH TOT  $akT, UTO
NpeApacrnooKeHHOCTb K CaXapHOMY iMabeTy MorJia TakXKe ObIThb U y 6a0yLIKHU NalUeHTKH.
B cnyyae HacsefCTBEHHOW NpeApPaCHOJIOKEHHOCTH K JAuabeTy runepTpodus [3-KJIeTOoK
CMEHSIETCA MX MCTOLeHUEM W Pa3BUTHUEM HHCYJIMHHOM HEJJOCTAaTOYHOCTH, NPUBOJSILEN K
HapYILIEHUIO TOJIEPAHTHOCTU K IJIIOKO3€ M 3aTEM K CaXapHOMYy JuabeTy. Y 4yesioBeKa 3TO
3aboJieBaHHEe 3a4aCTyl0 SIBJSETCS T'eHETHYeCKU JIeTEPMHUHHUPOBAHHBIM M 0OYCI0BJIEHHBIM
febekTaMu psifila TEHOB, PAaCHOJIOKEHHbIX B 6-i1 XxpoMocoMme. ITU JiedpeKTbl GOPMHUPYIOT
NpeApacrnoioKEHHOCTb K ayTOMMMYHHOM arpeccuy opraHusMa K KJeTKaM MOKeJNyA04HOU
»KeJsie3bl U OTPHUIATEJbHO CKAa3bIBAIOTCS HA pereHepanioOHHOM CIOCOOGHOCTH
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XapakTep HacJeJ0BaHUM caxapHbIM AUA0ETOM 2 ro THUMa M3y4YeH Ha OCHOBE COCTAaBJIEHHUS
PO/ZIOCJIOBHOM Mpo6aHAa >KUTeJbHHUIBI ropojia CamapkaHAa, KOTOpas SBJSETCS TPeTbUM
pebeHKOM B ceMbe. Ero poauTesu u cecTpbl 3,0poBbI. bosieeT caxapHbIM JJHabeTOM HECKOJIbKO
JieT. Co CTOpPOHBI OTLIA CaxapHbIM AHWabeToM 6oJies ee oTell. Ho oHa mpuo6pesia 3Ty 60Jie3Hb
OT BHEIIHUX PAKTOPOB U HapylLIeHHUs yrjieBoJHOro oomeHa. HocurteseM 6bLI AeAylika co
CTOpPOHBI MaTePH.

OcTatoTcs He TMOJIHOCTbIO BBIICHEHHBIMH MOJIEKYJISIDHbIE OCHOBBI MaTOTeHe3a CaxXapHOro
nnabeTta 2 Tuna HacnenoBaHue caxapHoOro auabeTra 2 TUIa SBJsSETCS NoaureHHbIM. OHaKo
elle He  IOJIHOCThIO BbISICHEHO KaKOW U3  TMepedyucJeHHbIX (aKTopoB
WHCYJIMHOPE3UCTEHTHOCTb WU JAedeKT PyHKUUKU P- KIeTOK 4BJSIETCS MEPBUYHBIM.
['uneprinkeMusi cama 1o ce6e MOXKeT OBbITb MPUYNHON KaK MHCYJIMHOPE3UCTEHTHOCTH, TaK U
HeJIOCTAaTOYHOCTH byHKIIMU P-KJieToK. UccnenoBanus MMOKa3bIBaIOT, 4TO
VMHCYJIMHOPEe3UCTEeHTHOCTb fABJIAETCSA NepBUYHOM. [3, 7].

M3ydyeHne poOJOCIOBHBIX GOJIbHBIX CaXapHbIM AMa6eTOM MEPBOTO U BTOPOro THUMA ObLI
YCTAHOBJIEH JJOCTATOYHO BBICOKHU ypOBEHb 3a60J1EBAEMOCTHU CEMbSIX, UTO CBU/IETEIbCTBYET O
posiu TreHeTHUYeCKHX (AKTOPOB B TreHe3e caxapHoro juabera. O HaceaCTBEeHHOM
NpeApacno0KeHHOCTH K CaXapHOT0 IMabeTy CBUETENbCTBYIOT U JIMTEPATYPHbIE JJAHHbIE.
TakuM o06pa3oM, reHeTHuYecKas MpPeAPaACHOJIOKEHHOCTb K caxapHoMy nAuabety 1 Tuna
ONOCpeAyeTCs] HECKOJbKMMHM TrpynnaMud reHoB. OCTalOTCS HENOJHOCTbIO MOHSATHBIMU
MeXaHU3Mbl, OCYILIECTBJISIOIIME KaK 3KCIPECCHI0 OINpeJesieHHbIX TeHOB, TaK U UX
B3aUMO/JIeICTBME B WHHUIMAIMM W MOJJEPKAHUM AKTHUBHOCTU B TeYeHHE AJUTEJbHOro
BpeMeHH MPOLIECCOB, HANPaBJEHHbIX Ha JIECTPYKIUIO P-KJIETOK U NPOrpeCCMBHOE pa3BUTHE
MHCYJIMHOBOW HEJJOCTaTOYHOCTU. MoJieKy/IspHble OCHOBBI IaTOTeHe3a caXapHOro AxuabeTra 2
THIIA OCTAKTCA He MOJIHOCTbIO BbIICHEHHBIMU. Hacsie/joBaHHe caxapHOro auabera 2 THIA
ABJISIETCS ToJIMreHHbIM. OJHAKO Bce elle HeT eJAWHOr0 MHEeHMsS O TOM, KaKou u3
nepevyrcaeHHbIX (aKTOPOB HUHCYJHUHOPE3UCTEHTHOCTh WM JedeKT GyHKuuu P- KieTok
SIBJISIETCS IEPBUYHbIM.
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