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Cumymexo I1./1.

IFEHETUYECKUE ®AKTOPBI B PABBUTUU CAXAPHOTI'O IUABETA
Hayunwtit pykosooumens: kano. ouon. nayk, ooy. Kapaceea E.U.
Kageopa buonocuu
Benopycckuii cocyoapcmeennwiii meduyurckuil yunugepcumem, 2. Munck

Caxapunsiii nuabet (CJ]) — rpynma metabonmdecKkux 3a00JIeBaHu, /1711 KOTOPBIX XapaKTepeH
MOBBIIICHHBIA YPOBEHb TJIFOKO3bI B KPOBH, OOYCIIOBJICHHBIM HApyIICHUEM CEKpPElUU HUHCYJIUHA,
MeXaHu3Ma JICUCTBUS WHCYIHHA JIn00 oOenmu npuunHaMu. [lo manaeiM BO3 caxapHbiM quabeTom
(CH) 6oabHBI Oosiee 6% Hacenenus wiaHeTsl. B Pb 3a mocaeanue 20 jeT KOJIUYECTBO MAIUEHTOB C
caxapHbIM JUabeTOM YBEJIMYHIIOCh B TpU pa3a. BaxkHocTh mpobiaembl 00yCi1aBIMBaeT MOUCK HOBBIX
MEINAaTOPOB 3a00JIeBaHUs, IPUUYEM, HA TIEPBBIN TUTAH BBIXOST FTEHETHUECKUE UCCIICIOBAHMS.

Cpemu dopm CJI Beimenstor: CI1, CA2, MODY wu cnenududeckue Buabl. Paznmuyats 3TH
BH/IbI 3200JIeBaHUS HEOOX0IUMO, TaK KaK JIJIsl BEJICHUS MAIMEHTOB UMEIOTCS KOHKPETHBIC (hapMaKo-
TeHETUYECKUE PEKOMEHIAIINH.

CI1 pa3sBuBaercs y JMII C TEHETHYECKUMM TNPEANOCHUIKAMHU TII0J] BO3JICHCTBUEM
nuaberoreHHbIX (hakTOpoB cpenbl. M3BecTHO Oojee 35 reHeTHUeCKHX JIOKYCOB, OTBEYAIOIIMX 32
pazButue CJI1. MakcumanbHOE BIUsiHUE OKa3biBatoT reHbl cuctembl HLA |l kitacca, Haxopsimuecs
HAa KOPOTKOM IIJiedye IIeCTOM XpomMocombl. Ilpuyem Hambonee BaKHBIMH SIBISIOTCSI TEHBI,
KOJMPYIOIIHE MOJICKYJIbI, HEOOXOIMMBIE JIJIsl IKCIIPECCUN aHTUTEHOB Ha MeMOpaHax MakpogaroB u
B—xnetok. 3HauntenbHyo poib B pa3Butuu CJ[1 urpaer ren IDDM2, pacnonoxennsii Ha 11
XpOMOCOME, KOTOPBIM OIPEEeNsieT ypOBEHb IKCIIPECCUU MHCYIIMHA.

B nacrosimiee Bpems BbisiBieHO okoiio 100 reHoB, KOTOpble MOTYT ObITh cBsizanbl ¢ CJI2.
Cpenu HUX BBIIENSIOT 3 TPYIIIBL: TEHBI, CBSI3aHHbBIE C HApyIIEHHEM QYHKIUN B-KJIETOK (Hampumep,
KCNIJ11, SLC30AS8, WFS1); rensl, Bnusitonue Ha neiictsue uncynuna (PPARy, ADAMTSY u np.);
reHbl, accoruupoBanHble ¢ CZ12 6e3 TOUHO JOKa3aHHBIX MOJIEKYJISIPHBIX MEXaHU3MOB.

Juaber MODY (amuaGet MonoabIx, pa3BUBaeTCs y Jojed 10 25 5er) - 3To 3a00JaeBaHUs
TeTEePOreHHOM TPyNIbl, OOYCJIOBICHHbIE [e()EeKTaMHd TE€HOB, NPHUBOASIIUMH K HaPYIIECHHUIO
byHkimonupoBanus P-kinetok. Jusg atux ¢Gopm nuabera xapakTepHO Hayalo B FOHOM BO3pacTe U
ayTOCOMHO-JIOMUHAHTHOE HacieioBaHue. W3BecTHO 7 TeHOB, MyTallid KOTOPBIX MPUBOIAT K
muabery MODY. Onu konupytoT pepMeHT TIIOKOKHHA3Y, a TaKKe 5 (GaKkTOPOB TPAHCKPHUIIIIUH.

Heonaranpubiii caxapueii  guaber (HCJ) — peako Bcerpewaromieecs 3a0oJieBaHHeE,
BBISBJISIIOIIEECS B MEPBbIE 6 MECSIIEB KU3HHU. B OONBIIMHCTBE ClydaeB CBSI3aHO C MyTallUSIMU F€HOB
KCNJ11 nmn ABCCS, xoTopble KOaupyIoT OelKy ydacTByoIue B hopMupoBaHuM KaaueBoro ATO-
3aBHUCHMOIO KaHala B [-KJeTKaxX MOJDKeTyI04YHOM kene3pl. B pesynpTaTe Hapyiaercs
JENOoJIIpr3aIis MeMOpaH KJIETOK M 3TO MPUBOJUT K CHIDKEHHUIO CEKPEIIMU WHCYJIMHA.

Cunnpom Bonbdpama (ayTocoMHO-periecCUBHOE HacleqoBaHue, MaHu(pecTanus 10 16 meT)
aCCOLIMMPOBAH C MHCYJMHO3aBUCUMBIM JUAaOETOM M HapacTarollel aTpoduell 3puTeIbHOTO HepBa.
Pa3BuTHe cuHApoMa SBIsETCS pe3yJIbTaTOM MYyTallMM B T€éHE TPAHCMEMOPAHHOTO TPAHCIIOPTHOTO
Oenka Boab(ppamMuHa. Y cTaHOBIEHO 0K0J0 150 MyTanuii, KOTOphIe 3aTparuBaroT pa3IMuHbIe YHacTKI
reHa.

MuToXOHIpHABHBIA TUa0eT 00YCIOBIICH, KaK MpPaBWiIo, AeheKTaMH MUTOXOHIPHAIBHON
JHK. OG6pryno sta ¢opma paszBuBaercs Ha ¢(one cunapoma MELAS wu compoBoxmaercs
TYrOyXOCTbIO, MUOTIATHEH W HEBPOJIOTMYECKUMHU HapylIeHWsMU. Yare Bcero 3TOT BHJ JauadeTa
00yCIIOBJIEH OJHOHYKJICOTUIHOW 3aMEHOW (aJeHWH Ha TyaHWH B moJoxeHUH 3243) B TeHe
UTOXpOoM—C—OKCH/Ia3bl, 9TO IPUBOJINT K CHIDKCHHIO €€ aKTUBHOCTH B [3—KJIETKaX.

AKTYyanbHOCTh M3y4Y€HHS  T€HETHUYECKHUX MPEANnochUIok pasHbix ¢opm CJI oOycrnomien
HEOOXOAMMOCTHIO paHHEH TUArHOCTUKHU W HA3HAYCHUS aJICKBATHOW TEPauu ¢ YIETOM HUMEIOITUXCS
3HAaHUU O JAaHHOM NaTOJIOTUH.
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