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HEOMJA3UN 1 TUNA Csaiee’
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AKTYAJIbHOCTb. CHApOM MHOXECTBEHHOM SHAOKPWUHHOWM Heornnasmu 1-ro tTuna (M3H-1) — cungpom Bepmepa — 310
HacnefCTBeHHaA NaToNorusA Hambonee YacTo XapakTepusyeTca HannmueM NaToNorMm OKONOLWMNTOBUAHDBIX Xenes3 (rmnepnna-
3UKN AN aAEHOMbI), HEMPOIHAOKPUHHOWN onyxosbio (H30).

LESTb. MpoaemMoHCTpMpoBaTbh 3HAYMMOCTb CBOEBPEMEHHOTO CKPUHWUHIA U leyeHns cuHapoma MIH-1 ana npodunaktmkm
BO3MOXHbIX OCJ/IOXHEHWI 1 yNyYLleHNA KauecTBa »KU3HW NaLMeHTOoB.

MATEPUAJIbl U METOAbI, PE3YJIbTATbI. MauneHTKa A., 25 net, obpatunach ¢ xanobamu Ha N36bITOYUHbIN BEC, HapyLleHne
MEHCTPYanbHOro UMKna (OTCyTCTB/E MEHCTPYaLuii B TeueHne 3 MmecaLeB), rofloBHyto 6onb, obuyio cnabocTb. B xope obcne-
[lOBaHUA NOATBEPXKAEH KNUHUYECKNIA CUHAPOM MHOMECTBEHHbIX SHAOKPUHHbIX HEOMMAa3ui 1 Tuna: nepsuyHbll 2unepna-
pamupeo3s (MNIMIT): rmnepkanbumemua — Ca ckopp. 2,71 mmonb/n (2,15-2,55), HopmoKanbunypusa 6,78 mmonb/cyT (2,5-8,5)
Ha doHe noBblWeHUA NnapaTropmoHa ao 116,8 nr/mn (16-65). Mo pe3ynbTaTam METOAOB TONMYECKOW AnarHoCTUKM (Y3W, cunH-
Turpadua okonowmToBMAaHbIX xene3 ¢ OOIKT/KT) noaTeepkaeHO Hannume obpasoBaHWA NEBOWN HUXHEN OKONOLWNTOBMA-
HOW »kene3bl pasmepamm 2,9x2,2x1,3 cm. BBray Hanuums y naumMeHTK/ B aHamHe3e NposiakTUH-CceKpeTrpytoLlein MUKpoage-
HOMbI rnodur3a, NeEPBUYHOTO FNepnapaTupeo3a NposeaeHo 06cefoBaHMe Ha NpeaMeT KOMNOHEHTOB cMHApoma M3H-1.
Mo pe3ynbTaTtam ropMoHanbHbIX UCCNefOBaHNI NOATBEPXKAEHO MOBbILLEHWE NPONaKTUHa KpoBw (733,7 MEa/n) Ha oHe Te-
panun KabepronuHom 0,25 Mr B Heflento, AaHHbIX 3@ Hanmure Apyrux HapyweHun GyHKUUA ageHornnodumsa He NosyyeHo
(TTT, NOP-1, OCT, JII, HOuHOW NoAaBNALMIA TecT € 1 Mr feKcaMeTa3oHa, KOPTM30/ CYTOUYHOM MOUM — B Npefenax Hopmalb-
HbIX 3HaueHwWi). Mo pe3ynbratam MPT ronoBHOro mMo3ra NOATBEPXKAEHO Hanuume MUKpoadeHoMbl eunogu3a pasmepamu
5,5x6,3x5,5 MM ¢ napa(D)cennapHbim pacnpoctpaHeHmem, Knosp |. Mo gaHHbIM KT opraHoB 6ptoLHON NONoCcTy ¢ 3abpiow-
WHHbIM NPOCTPaHCTBOM, BbliBNIEHbI HelipO3HOOKPUHHbIe 06pa308aHUA 207108KU NOOXes1y004HOU Xesle3bl pa3Mmepamiu 7x6 Mm
N 7x5 MM. XpoMorpaHuH A, racTpuH — Bblwe pedepeHca. B xofe reHeTuyeckoro TeCcTMpoBaHus NaHenu “fmnepnapatnpeos”
B reHe MENT (NM 130799.2) B 4 3k30He 0BHapy»eH paHee onrcaHHbIN B nuTepatype BapuaHT (HG38, chr11:64807677A>G,
C.658T>C) B reTepo3nroTHOM COCTOAHWM, NPUBOAALLMNIA K aMUHOKMUCIIOTHON 3aMeHe (p.Trp220Arg) ¢ rny6uHO NOKpbITUA
118x (rs1085307971). /I3 ocnoHeHU BblABNEHHbIX KOMMOHeHToB MSOH-1 no pe3ynstatam DEXA Habnioganocb: CHUXKeHue
MK HuKe 3HaueHni, OXKMAAeMbIX NO BO3PacTy, B MOACHUYHOM OTAes1e MO3BOHOYHMKA (80 -2,0 SD no Z-kputepwutio B L1-L4).
3AKJTIOMEHUE. Takum 06pa3om, Npu AMarHOCTUKE MEePBMUYHONO rMnepnapatTMpeosa Bpay AO/MKEH UCKYaTb CUHAPOM
M3H-1. inAa ero Bepudrkaumnm pekoMeHA0BaHO NpoBefleHre reHeTUYeCKoro nccnefoBaHua. MNauneHTbl C yCTaHOBNEHHbIM
cuHZpoMom M3IH-1 fOMmKHbI HAXOAWUTHCA NOJL KOHTPONEM SHAOKPMHOJIOra, OHKOMOra, NPOXOAA PerynapHbIA MOHUTOPUHT
COCTOSIHUA.
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