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AkKTyanbHOCTh. PeninauBupyromumu Heynadyamu umiiantanuu (PHW) npunsito cunrats 3
u 0oJiee MONBITOK 3KCTpaKoprnopanbHoro omioaorsopenus (9KO) B anamHese ¢ mepeHocoM 61acTo-
IIUCT XOPOIIEro KauecTBa, HE 3aBEPILMBIINECS HACTYIIJICHMEM KJIMHUYECKOoN OepeMeHHocTH. Bepo-
ATHOCTb YCIHEIIHON MMIUIaHTalluK SMOpPUOHA cocTaBisieT mpuMepHo 30%, B TO BpeMsl Kak Ha J0JI0
HEYJAYHBIX MOMBITOK puxonutcst okoio 70%. IMocnennee 3aBUCHT OT psina GaKTOPOB, BKIFOYAO-
X B ce0st MH(EKIIMOHHBIC TPUINHBI, HMMYHOJIOTHYECKUE HAPYIICHUS, a TAK)KE TeHETUICCKIE T1e-
pecTpoiiki. XpOMOCOMHBIE AHOMAJNH (TpaHCIOKAIUK, MO3aULIU3M, HHBEPCUH U JeNeINH) Y Mallu-
entok ¢ PHU BcTpeuarores vaie, yeM B MOIMYJISIUHU, OJHAKO X PAaCIpPOCTPAHEHHOCTh COCTaBIISIET
oko10 2%.

Ieab: u3yudnuth poab reHeTHueckux ¢aktopoB B uaunonatuueckux PHU y xenuwmn B npo-
rpammax KO, olleHUTh KOPPEISILUIO T€HETUYECKUX HAPYIIEHUN ¢ BO3PACTOM JKCHILUHBI.

Marepnausbl u meroabl. Ha 6aze MUVII «llentp penpoaykruBHON MeaunuHby (MUHCK,
benapycpb) B 2019-2020 rr. OBLIO MPOBEIEHO MPOCHEKTUBHOE HCCeA0BaHuEe. BBIOOPKY cocTaBmIn
83 JkeHIMHBI ¢ peuuauBUpyrommuMu Heynadamu DKO. Beinenensl 2 rpynmnsl: rpynna 1 (n=68) —
JKEHIMHBI cTapiie 35 jer; rpynna 2 (n=15) — sxkeHuuusl 10 35 jet. BceM nccnenyemMbiM KeHIIIMHAM
U UX Cynpyram ObLJIO IPOBEEHO KAPMOTUIIMPOBAHUE — PE3yJIbTAThl B IIpeesiax HopMbl. B mocieny-
fo1eM BceM Oblia mposeneHa npouenypa KO ¢ ICSI (naTpanuTomia3MaTuyeckasi HHbEKIUS Criep-
MaTO30M/I0B). 3aTeM ObUT BBITIOJHEH MPEIUMITIAHTAIIMOHHBIA TeHETHYECKUI CKPUHUHT TTOJTy4SHHBIX
amOpronoB MmetogoM NGS (next generation sequencing, CeKBEHUPOBaHNE HOBOT'O ITOKOJICHHUSI ) Ty TEM
ouoncuu TPOPIKTOAEPMBI SMOPHOHOB.

Pe3yabTarsl U ux oocy:xaenue. B rpynme Nel 6sim0 momyueno 272 smbpuona, 70 (25,7%)
13 KOTOPBIX MPOIIUIN Pa3BUTHE 0 cTaauu Osactoructbl. Merogom NGS Ob1I0 MPOBEIEHO CEKBEHH -
poBanue renoma 70 mony4yeHHbIX O6macTouuct. [1o pesynbratam ncciaeqoBaHus HOPMaJIbHBIMU OKa-
3amuch 14 6nacrouuct (20%), anomanbHBIMU — 56 (80%). B cTpykType XpOMOCOMHBIX HapylIeHUI
npeobianany eguHuYHble MOHOocoMuu (n=15; 21,4%), 3aTeM — MHOXXECTBEHHBIE aHEYIJIOUIUU
(n=12; 17,1%) n enuanunbIit Mo3auuu3M (n=12; 17,1%), coueranue MOHOCOMHI U Tpucomuit (n=7;
10%), enuanunbie Tpricomun (n=5; 7,1%), Tpucomun 2 — 4 xpomocom (n=3; 4,3%), moHocomMuu 2 —
4 xpomocoM (n=2; 2,9%) 1 KOMIUIEKCHBINA Mo3auiu3M (n=2; 2,9%).

B rpymiie No2 Ob110 1osTydeHo 85 AsMOpHOHOB, M3 KOTOPBIX Pa3BUIUCH 33 OJIACTOLUCTHI, YTO
coctaBuiio 38,8%. [1pu nquarnoctuke metogoM NGS ObLIM MOTy4YeHBI ClEAYIOIUE pe3yabTaThl: 15
HOpMaIbHBIX (45,5%) n 18 anomanbubix (54,5%). Haubonee yacTo BCTpeyarommMucs XpoMOCOM-
HBIMH aHOMAJIHMSIMHU B JJAHHOM T'PYIIE OKa3aluch eAMHUYHBIE MOHOCcOMHH (n=4; 12,1%) u equnny-
HbIM Mo3autusMm (n=4; 12,1%), MmHOX)ecTBeHHbIE aneyruionauu (n=3; 9,1%), eNMHUYHbBIE TPUCOMUU
(n=2; 6,1%) u coueTanue MOHOCOMUH U TpucoMuii (n=2; 6,1%), a Takxke Tpucomuu 2 — 4 XpoMOCoOM
(n=1; 3,03%).

BoiBoabl. [IporieHT pa3BuTHs SMOPHUOHOB 10 CTaAuu OjacTonucThl B mporpammax DKO 3Ha-
YUTEJILHO CHUYKAETCS C YBEJIMYEHUEM Bo3pacTta nmauueHTok: 38,8% B rpymie 10 35 jeT B CpaBHEHUU
¢ 25,7% B rpymre crapuie 35 JeT.

['enernueckuii (akTOp BHOCUT 3HAUUTENbHBIN BKJIaA B Mcxoabl DKO y manueHTok ¢ uauona-
TUYECKUMHU PELUIUBUPYIOIIMMHU HeyauamMu U coctaBisieT 80% y nanueHnTok crapuie 35 ser u 54,5%
y MaIMeHTOK MOJIOXKe 35 JeT.

Cpenu XpOMOCOMHBIX aHOMAJIMH y TTAIMEHTOK 00EUX BO3PACTHBIX TPYII IPEe0o0IaIaroT: eau-
HU4uHBIe MOHOCOMUMU (18,4%), ennanunbiil Mmo3auiusm (15,6%), a Takke MHOYKECTBEHHBIE aHEYILIIO-
uaun (14,6%).
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