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CNEKTP MYTALIUI B TEHAX, ACCOLIMMPOBAHHDbIX
CHACNEACTBEHHOW AHEBPU3MOW rPYAHOI AOPTbI
Y BEJIOPYCCKUX MALUUEHTOB

Spectrum of Mutations in Genes Associated with Hereditary
Thoracic Aortic Aneurysm in Belarusian Patients

BBegeHune. AHeBpM3Mbl 1 paccnoeHna rpyaHon aopTbl (APTA) npuBogaT K yBennye-
HUWIO CMEPTHOCTM BO BCEM MUPE, Ha X oo Npuxoantca 1-2% Bcex cmepTein B eBponei-
cKux cTpaHax. CemelHble U cHapoMasbHble popmbl APTA 06ycrioBneHbl MONeKynApHO-
reHeTUYeckom npupopoi 3abonesaHna. Bknag pasnnyHbix reHoB B 3aboneaemoctb APTA
ANA KaXKA0N Nonynaunm MOXeT pa3ninyaTbCs, YTo 00yCnaBnmnBaeT akTyanbHOCTb AaHHOTO
nccnefoBaHuA.

Lienb. Onpegenntb CNekTp MyTaunii 1 fOJII0 UX BCTPEYAeMOCTH y 6eniopyccKux nauu-
eHTOB ¢ APIA B reHax, acCoLMMpPOBaHHbIX C AAHHON NaToNornen.

Matepumanbl n meToabl. B nccnefosaHme BkAoveHbl 25 HepoACTBEHHbIX NaLMeHTOB
C YCTaHOBJIEHHbIMWN CUHAPOMHbIMY popMamy aHeBPU3MbI FPYAHON aopTbl (CATA), oTBeuva-
IOWNX KpUTEpUanbHbIM NpuU3Hakam cuHapoma MapdaHa B pamkax [eHTCKO HOo30510rMmn
1 ee nepecmoTpa (2010 r.). ATA gnarHoCTUpOBanu MeTogaMm TPaHCTOPaKasibHOW 3XOKap-
anorpadum (TT-9xoKr), komnbiotepHol Tomorpadum (KT). 3a «ucTuHHY0» ATA npuHK-
manun 50%-Hoe yBenuueHne pasmepa AgnameTpa aopTbl MO CPaBHEHMIO C JOMKHbIM. Me-
Togom NGS nposefeHO ceKBeHMpOBaHMe KOANPYIOLLen nocnefoBaTenbHOCTH 174 reHos,
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aCCOLMMNPOBaHHbIX C HAaC/IEACTBEHHbIMI CEPAEYHO-COCYANCTbIMY 3aboneBaHNAMY, BKAIO-
yaa APTA, ¢ ncnonb3oBaHuem Habopa TruSight™ Cardio Sequencing Panel. PaboTa BbI-
nosiHeHa B pamMKax noanporpammbl «bonesHu cuctembl KposoobpatyeHua» MHTM «Hosble
METOAbl OKa3aHNA MeanLMHCKON nomowum» 2020-2022 rr. 3apgaHue 01.02. «Pa3paboTaTb 1
BHeAPWTb MeTOAbI ANArHOCTUKM, NIeYeHUA 1 MeANLMHCKOWN NpodunakTnkm paspbiBa (pac-
CNI0EHUA) HaCNe[CTBEHHbIX aHEBPW3M FPYAHON aopTbli».

Pesynbratbl. B xoae reHotunmpoBaHua y 16 u3 25 nauneHTos (64,0%) o6HapyxeHo 20
myTaumi B 8 reHax (FBN1, NOTCH1, MYH11, TGFBR1, TGFBR2, COL3A1, COL5A1, COL5A2),
aACCOUMNPOBAHHbBIX HEMOCPeACTBEHHO C HaCNeACTBEHHOW aHeBPU3MOW FPYAHOWN aopTbl
(APTA). 14 13 20 myTauuii (70,0%) 6binm nokanmsosaHbl B reHe FBN1, 9 13 Hux 6binm nato-
FeHHbIMU 1 2 — BEPOATHO NaToreHHbIMU. Bce ocTanbHble reHeTnyecke N3MeHeHNA B 3TOM
N APYryXx reHax ABAANAMCb BapuaHTamMu C HeonpegeneHHon 3HauumocTbio (VUS). Kpome
TOro, BbIABNEHO 16 BapnaHTOB B 12 reHax, CBA3aHHbIX C pa3BUTMEM HaCNeACTBEHHbIX apyT-
MWiA, KapAromMm1onaTui u 3aboneBaHnii 06MeHa BeLLecTs.

BbiBogbl. MoneKynsapHo-reHeTYeckoe UccnefoBaHe HeoOXoaMMo Ans NMOATBEPX-
OeHNA KOHKPETHOro AnarHo3a (BblABAeHUA HacNeACTBEHHbIX CUHAPOMHbBIX N HECUHAPOM-
HbIX (cemeliHbix) dopm ALITA) U CBOEBPEMEHHOrO YTOUHEHUA HebnaronpuATHOro npo-
rHo3a TeueHVsA NaToNorMK, YTo AAeT LaHC NalmMeHTam C BbICOKMM PUCKOM ANCCEKLMN Ha
CBOEBPEMEHHYIO AINArHOCTUKY 1 NieyeHme.






