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feHeTUYeCKni NaHAWapT HaCNe[CTBEHHbIX MONMMO3HbIX
CUHAPOMOB XeNyAo4YHO-KULWEYHOro TpakTa B Pecnybnuke benapycb

BBepieHmne. HacnefcTBeHHbIe NONNMO3Hble CUHAPOMbI MPEACTABAAT COO0M rpynny pefKnx reHeTNYecKn
LeTePMUHNPOBAHHBIX COCTOAHMIN, XapaKTepU3YIOLUXCs BapUabenbHOM KNMHNYECKON KapTUHOW, a Tak»Ke NMoBbl-
LWEHHbIM PUCKOM Pa3BUTUA KaK KONOPEKTaNbHOro paka, Tak 1 onyxonein BHeKMLWEYHOW NoKann3aumm.

Llenb. M3yumnTb CneKkTp NaToreHHbIX BapMaHTOB B reHax NpeapacnonoXeHHOCTV K HaCNeACTBEHHO JeTepMu-
HUPOBAHHBIM MOJIMMO3HbIM CMHAPOMaM Yy nauuneHToB B Pecnybnuvke benapychb (PB).

Matepuanbl n meroabl. MaTepnanom Ana nccnefoBaHnAa NOCAyXKmna Kposb 137 naumeHToB € nonvnamm
Keny[oUYHO-KULLIEYHOTO TpakTa M Npri3Hakamy HacneACTBEHHOro XapaKkTepa 3abosieBaHusA, Harnpas/ieHHbIX Ha
reHeTnyeckoe TectmposaHue B PHIL OMP um. H.H.AnekcaHapoBa 3a nepuop ¢ 2017 no 2023 rr. OueHky my-
TaumoHHoro ctatyca reHa APC (MCR-pervnoH n=7; 6-12,14-16 3k3oHbl n=123), reHa MUTYH (165, 382 kofoHbl
n=>50), reHa SMAD4 (8, 9, 10, 11 3k30HbI n=3) 1 reHa STK11 (kogupytowias 06nacTb n=4) NPOBOAWIIN METOLOM
cekBeHMpoBaHuA no CaHrepy. Y 48 naymeHToB C NpU3HakaMun HaCNeACcTBEHHOTO MOMNO3a 1 OTCYTCTBMEM NaTo-
reHHbIx BapunaHToB (I1B) B TecTupyeMbix 06nacTAX reHOB NPOBEAEHO UCCIEA0BaHNE METOAOM CEKBEHNPOBAHNA
cnegytowero nokonexus (Next Generation Sequencing; NGS) ¢ ncnonb3osanvem naHenu TruSight Hereditary
Cancer.

PesynbTatbl. B pe3ynbrate nccnepgoBaHna metogom cekBeHnpoBaHua no Caxrepy MB B reHe APC o6Hapy-
eHbl B 30,0% cnyyaes (39/130), B reHax MUTYH 1 SMAD4 - no 1 cnyyato n B reHe STK11 -y 4 nauneHToB. MNpwn
3ToMm Hambornee yacTo B B reHe APC BbisiIBAANUCD B 16-M 3K30He (92,3% ciiyyaeB), Of4HAKO 13 HUX TOJIbKO TPeTb
nokanusosanacb B MCR-perunoHe (38,6% cnyuaes). Cpeau Bcero crnektpa B B reHe APC yalle apyrux BcTpeya-
nucb BapuraHTbl €.3183_3187 delACAAA (17,9%) 1 ¢.3927-3931delAAAGA (12,8%). ViccnepoBaHue metogom NGS
NO3BONNIO AOMOHUTESNIbHO BbisiBUTL 1B / BepoATHO-NaToreHHble BapuaHTbl (BIMB) B reHe APC B 7 o6pasuax, B
Tpex cnyvasx, npeactaBneHHbix BMB c.245dup. Kpome Toro, y 10 naumeHToB B AaHHON BbibOpKe TakxKe Obinn
netekTpoBaHbl MNB/BIMB B Apyrux reHax, CBA3aHHbIX C HACNEACTBEHHbIMU NOIMMNO3HbIMK cHApoMamm (STK11,
MUTYH, SMAD4, BMPR1A, PTEN 1 SDHD). Obwas yactoTa BcTpeuaemocTu B / BB B nccnefoBaHHOW rpymnne
nauneHToB cocTaBuna 45,3%.

3aknoueHue. OTcyTcTBUe B € BbipaxKeHHbIM «3¢pdEKTOM OCHOBaTeNsA» B reHax HaclieiCTBEHHON Npeapac-
NMOMIOXXEHHOCTU K MONIMMO3HbIM CUHAPOMaM Yy xuTeneli Pb, a Takxe, B psage cnyvaes, TpyaHocT aunddepeHun-
anbHON [NarHOCTNKM 3a601eBaHNA Ha OCHOBAHWM KIIMHUYECKMX JaHHbIX, yKa3blBaloT Ha HEO6XOANUMOCTb aKTUB-
HOro BHeApeHuA B KNMHNYECKYI0 NPaKTuKy TexHonoruu NGS.
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