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Oco6eHHOCTH TeYeHUA U Ie4eHUNA NALUEHTOB C pa3iInyHbiMmu dopmMmammn HEMMMYHHOTO caxapHoro guabeta
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Llenb: NpoBecT” aHaiu3 KAMHUKO-N1abopaTOPHbIX AAHHbIX MALMEHTOB C Pas3/iMyHbIMUM GOpMamM HEMMMYHHOrO caxapHoro avabeta
(ca).

Matepuan u metogbl. ObcneposaHo 25 peteit ¢ HeTUNMYHbIM TeyeHnem C[] B Bo3pacTe oT 2 go 17 net, HaxoAAwMxcA Ha
obcnepoBatnm B O30 KB um.C.P.Mupoteopuesa CIMY. O6cnenoBaHWe OCyWECTBAANOCh B COOTBETCTBUM C a/JITOPUTMOM BepeHus
nauveHtoB ¢ C[, [ONONAHUTENbHO NPOBEAEHO MOJEKYNApHO-reHeTuYeckoe ob6cnegosaHne (MFO) meTtogom  mapannenbHoro
CEeKBEHUPOBAHMA.

Pesynbratbl. C 2014 no 2018 rr. no pesynstatam MIO y 9 (36%) aeveli BbifiBNEHbI MyTauuu, obycnaBauBatoWwMe HapylieHue
yrnesofHoro obmeHa: us Hux MODY 1 guarHoctupoBaH B 4% cayyaes, MODY 2 — y 12% nauueHtoB, MODY 3 —y 4%, MODY 7 — y 4%,
myTauma B reHe RFX6 —y 4%, myTtaumsa B reHe GLIS3 - y 4%, mytauma B reHe INSR — y 4%. MNpun aHanM3e aHaAMHECTUYECKUX U KAUHUKO-
NabopaTopHbIX AAHHBIX ANA MNALUEHTOB C BbIABAEHHBIMMU MyTauMAMM BblIM XapaKTepHbI: Hac1eaCcTBEHHAA OTAroWweHHocTb no C, y 6113Kux
poACTBEHHMKOB (78%), CNy4alHOCTb BbIABNEHMA runeprankemmn (62%), oTcyTcTBMEe KeToaumzosa B aebiote Ha ¢oHe aAnuTenbHol
runepramkemum (78%); otcytcteme aytoaHTuten (AT) (100%); BO3MOXKHOCTb MaKCMMANbHOTO CHUXKEHWA [,03bl MHCY/IMHA BNAOTH 40 NOJHOW
ero oTmeHbl 6e3 nepuofoB AeKomneHcauuu (20%); AAUTENbHbI Nepuos HW3KOM/oTcyTCTBMA NOTpebHOCTUM B MHcyauHe (100%);
HecTabWNbHbIN YPOBEHb FOKO3bl B KPOBU MPU CTPOrOM COBMIOAEHUN PEXMMA MUTAHUA U LO3UPOBKU UHCYAMHA (12%), N36bITOK Macchl Ha
momeHT gebtota C/l (25%). Mokasatensb meamanbl HbA;c B aebtote coctasnan — 7.31 [5.19;13.08]; Ha poHe nevenun - 6.7 [4.7; 7.7].

BapuaHTbl Tepanuu MauMEeHTOB C HEMMMYHHbIMU dopmamu: auetotepanua — 1 (11%), merdopmuH — 4 (57%), moHoTepanus
NPONOHIUPOBAHHBLIM UHCYAUHOM — 1 (11%), «MHTEeHCUdUUMpPOBaHHAA» UHCYAUHOTepanua — 3 (21%).

BbiBoabl. Mpy MIO naumneHToB ¢ HeKknaccuyeckum TeyeHnem CU B 36% cnyyaes BblfiBIeH AnabeT HEMMMYHHOrO reHesa. Y aetei npu
OTCYTCTBMM KeToaumgosa, AT, HW3KOW/OTCyTCTBMA MOTPeBHOCTM B WHCYyAMHe Heobxoaumo nposoaute MIO ans BepuduKaumu
HeummyHHoro C/A.

KnioueBble cn10Ba: HeMMMYHHble GOpMbI caxapHoro avabeTa y fieTelt, MONeKyNApHO-reHeTUYeckoe obcnefoBaHmne
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