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(dbopMbI caxapHOTro Auadera.

BBenenue. B HacTosimiee Bpems caxapHbIU
nuabeT y JieTed SIBISETCS BaKHEWIEH MeIu-
KO-COIMATLHON TIPOOIEMOl B CBS3U C PACTYIIHM
YHCIIOM MAlMEHTOB ¢ AaHHOU maronorueil. B yc-
JIOBUSX JUHAMHUYECKOTO Pa3BUTHS JUATHOCTUYE-
CKUX BO3MOXXHOCTEH M MOHUMAHUS MAaTOr€HETHU-
YecKux MexaHu3MoB pa3Butus CJl, ocHOBHOH
3a7adell KJIMHUIIMCTOB SABJSETCS KaKk MOXHO 00-
nee panuss Bepudukarnus tumna C/I, 4To 1m03BO-
JIIET CBOEBPEMEHHO HA3HAYUTH AJCKBaTHYIO Te-
paruv ¥ MpOTHO3UPOBATh TEUCHHE 3a00JICBAaHUS.
HoBbie MeTONBI AMATHOCTHKH, B TOM YHCJIE MO-
JIEKYJISPHO-TEHETUYECKOE HCCIEAOBAaHUE METO-
JIOM TIOJHO’K30MHOI'O CEKBEHHPOBAHMS, IO3BO-
JIAIOT OKOHYATENhHO BepU(UIHPOBATH THN Ca-
XapHOTO nuadera u CJIEeI0BATEIbHO
MIPEeACTAaBIAIOT 0COOBIN HHTEpEC.

Heap uccaegoBanusi. OnpenenuTb YacToTy
BCTPEYAEMOCTH U U3YUYUTh MOJICKYISPHO-TCHETH-
YeCKHe XapaKTepHUCTUKH MOHOTEHHOTO auadera y
nereii . Cankr-IletepOypra.

MarepuaJjsl 1 Metoabl. O6cnenoBanu 99 ma-
LHUEHTOB C MOJI03PEHHEM Ha HAaCIeCTBEHHbIC Ba-
puaHThel caxapHoro guadera (MODY, nuaber B
CTPYKTYypE TE€HETHYECKUX CHHAPOMOB M HEOHA-
TaJdbHBIN Anader). KputepusiMmu BKIIOUYEHUS KaH-
JUJATOB I MPOBEACHUS MOJEKYJISIPHO-TEHETH-
YECKOTO HCCIENOBaHUS OBLIU: XPOHHYECKAs TH-
MIePIITUKEMUSI, OTIpEIeIIe MBI YPOBEHB
C-nenTuaa, oTpULATENIbHbIE Ay TOMMMYHHbBIE Map-
Kepbl caxapHoro nuabera tuma 1, kpome IP-
EX-cunnpoma m OTCyTCTBHE NMPU3HAKOB META00-
JUYECKOTO CHUHAPOMA y JETel CTapIlIero Bo3pac-

Ta. B HameMm wuccllefoBaHUM IIal[UEHTaM C
ITO03PCHUEM Ha MOHOTEHHBIN AUA0CT TIPOBOIUITH
MOJTHO?K30MHOE CEKBEHUpOBaHUE. bblau ckpuHu-
pOoBaHBI B 001Iel CI0KHOCTH 35 reHoB. ['enernye-
ckue BapuaHThl 13 reHos, BbI3biBaomux MODY:
HNF44 (MODYI), GCK (MODY2), HNFIA
(MODY3), PDXI (MODY4), HNFIB (MODYS3),
NEURODI1 (MODY6), KLF11 (MODY7) ), CEL
(MODYS), PAX4 (MODYY), INS (MODY10), BLK
(MODY11), ABCC8 (MODYI12), KCNJII
(MODYI13) n 22 TeHa, BBI3BIBAIONINX TPAH3UTOP-
HbIM WM NEPMAHEHTHBIM HEOHATAJIBHBIA caxap-
HBIM Ara0eT, B TOM YHCJIe TUa0eT B CTPYKTYpE Te-
HeTU4YeCcKux cuHapomoB: EIF2AK3, RFX6, WFSI,
ZFP57, FOXP3, AKT2, PPARG, APPLI, PTFIA,
GATA4, GATA6, GLIS3, IER3IP1, LMNA, NEU-
ROG3, PAX6, PLAGLI, SLCI1942, SLC2A2,
SHINBI, SLC2A41.

Pesyabrarsl. [lo pesynasraram oOciiemoBaHus
53 u3 99 manuenToB (53,5%) MMenu reHeTHYSCKU
MOJATBEPKJACHHbIE MYyTallMd B TIE€HAX-MHUIIEHSIX.
HawnGomnee pacnpocTpaHECHHBIMU MTOBPEKICHUSIMU
B rpynne nanueHtoB ¢ MODY Obun mMyTanuu B
reaie GCK — 80% (n=36), HNFI1A4 13,3% (n=6),
WFS1 4,4% (n=2), PAX4 = 2,2% (n=1); BbIsABIAC-
MOCTb coctaBuia 55,5%. B cinyuasx HeoHarasb-
HOTO auabera, BKIIOYasi TCHETUYECKUE CUHAPOMBI
¢ TrabeToM, 3HAYUMBIEC MYTallMH OBLITN BBISIBIICHBI
y 8 u3 18 mamuentoB. bmaronaps BO3MOXXHOCTH
MPOBEJCHUS TOTHOPK30MHOTO CEKBEHHPOBAHMS,
YIaJIOCh BBISIBUTH W TE€HETHUYECKH IOATBEPAUTH
peakue cunapomanbhbie Gopmbl CJI, Takue Kak:
CHl B cTpykType cuHIpoma YoJurkoTa-Pamnmmcona
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(myTtanms B rene EIF2AK3) (n=1), C/l B cTpyk-
type IPEX-cunapoma (n=1), a takxke nuabera
o0ycioBiieHHOTO MyTanueit B rene GATA6 (n=1)
n OwmamnrensHOM MyTtanueil B rene SLCI942
(n=1).

BoiBoabl. Y ob6cienyemMbix IeTel, ¢ mojgo3pe-
HueM Ha MODY reHeTu4ecku MmoaTBEPKICHHBIC
MYyTalHUHU B T€HAaX-MHUUICHSX BBISBICHBI B 55,5%
CIy4aeB UYTO COOTBETCTBYET aHHBIM MHUPOBBIX
ncciaenoBaHui. boee BrICOKas dacToTa BRISIBIIC-
HUSL TUATHOCTUYECKHU 3HAUUMBIX MYTallUid MO-

XKeT OBITh JOCTUTHYTA 33 CUET yBEIMYEHMS YHUC-
Jla TEeCTHPYEMBIX T'€HOB, 4YTO I03BOJSET METOJ
MTOJIHOAK30MHOTO CEKBeHUpOBaHMs. Emie omHum
MPEUMYILECTBOM ITOJHOK30MHOTO CEKBEHHUPOBA-
HUS ABIISETCS BO3MOXHOCTH COXPAaHEHHS JAaHHBIX
HCCIJIEIOBAHUI, MCIONb30BAHUS MX [UISI BBISBIIE-
HUS HOBBIX TE€HOB-KAHJIWJATOB U JalbHEHIIero
aHaIun3a.

bnarogapnoctu. MccnenoBanue O6bu10 monaep-
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