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YO «benopycckuti 20cydapcmaeHHbil MeOuyUuHCKUU yHusepcumemy, MuHck, Pecnybnuka benapyce
2Y3 «MuHckuti 20podckoli KiuHuUYeckuli 3HOOKpUHoo2udeckuli yeHmp», MuHck, Pecny6nuka benapyce
3Y3 «MuHckul 2opodckol KnuHu4Yeckuli oHKonoz2udeckul yeHmpy, MuHck, Pecnybnuka benapyce

LLEJ1b: pa3spaboTtaTb MeTOL AMArHOCTUKM MEAY/UISPHOIO paKa LWMUTOBUMAHON »ene3bl N CUHAPOMA MHOXe-
CTBEHHOW 3HAOKPUHHOM Heonnasum 2A Tmna (MOH2A) y poacTBEHHMKOB NepBON IMHUN POACTBA MaLUEHTOB
C MefynnAPHbIM PakoM U Hanuumem natonormnyeckux RET-mytaunn.

MATEPUAJIbl U METOAbI: uccnenosanue BbinosiHeHo B pamkax HUOK(T)P «Pa3paboTaTtb 1 BHeApUTb MeTO
AVArHOCTUKN MeRyNNAPHOro paka WUTOBUAHOW Xene3bl N CUHAPOMA MHOXECTBEHHOW SHAOKPUHHOW Heoniasmnm
2a TMna» nognporpaMmma «3510KkayecTBeHHble ONyXonn» roCyfapCTBEHHON HayYHO-TEXHNYECKOW NPOorpamMmmbl
«HayuHo-TexHUYecKoe obecrneyeHre KauecTBa 1 JOCTYMHOCTM MeAULMHCKNX ycnyr», 2021-2025. KnnHnyeckasn
6a3a nccnefoBaHMA — OHKONIOTMYECKOe KOHCYNbTaTUBHO-ANAarHOCTUYECKOE OTAeNeHNe TMPeouaHOM NaTonornu,
KOTOpoOe BXoauT B cocTaB Pecniy6nnkaHckoro LieHTpa onyxonei WUToBUAHON Xenes3bl.

PE3YJIbTATDbI: nepsbim 3Tanom 6bina co3faHa 6a3a AaHHbIX NaLMEHTOB C YCTaHOB/IEHHbIM AnarHosom MPLLXK
NCXOAA NX JaHHbIX KaHUep-pernctpa Pecnybnuku benapycb 1 MegmumHcKon foKyMmeHTaumm Pecny6nmkaHckoro
LeHTpa Onyxoneun WUToBNAHOW ene3bl. Bcero 6b1i10 oTobpaHo 1 npoTtecTnpoBaHo 394 6ronornyecknx ob-
pa3ua naymeHToB ¢ MPLLUMK, cpegn KOTOpbIX reHeTUYeCcKkn getepMmuHnpoBaHHbin MPLUPK ¢ pasnunuHbimn Knu-
HUYECKUMU BapuaHTamu NposaBneHns BbisBfeH B 15,2% cnyvaes (60/394). Nanee 6bina chopmmnposaHa 6asza
JaHHbIX POACTBEHHNKOB MaUMEHTOB NepBON CTeNeHN poACTBa fvL, NPOONepmnpoBaHHbIX No nosogy MPLLK.
B rpynny poacTBEHHNKOB BKIOUEHbI 88 UenloBeK, reHeTUYeCcKue HapyLLieHns BbisiBNeHbl B 40 ciydasax (45,5%),
UTO 3HaUMTENbHO HonbLue, Yem 15,2% reHeTnYeCKoW AeTepMUHaALMK Cpelr NAaLMEHTOB C NePBUYHBIM ANArHO30M
MPLLIXK. B nopasnstowem 60/bLUNHCTBE ClyYae B UCCIIeQyeMo KOoropTe naLMeHToB Obinn BbIBNEHbI MyTaLuK,
OTHECEHHbIE K «YMEPEHHOM» N «BbICOKOWN» rpynnam purcka (82% n 15% cooTBeTCTBEHHO). TeM He MeHee, Bapu-
aHT M918T, oTHOCAWNNCA K «BblCOYanLLen» rpynne pucka, JeTeKTuposaH y 1 uenoseka (3%), uto onpepensaeT
nokasaHus Afia NpoBeAeHNs NPEeBEHTUBHON TpeonasKToMmun. [Ina popmupoBaHma nogrpynnbl NaLyeHToB
¢ M3H2A npoBoauncs anarHoctuyeckuii nouck peoxpomoumtomol (OXL) 1 nepBrYHOro runepnapatmpeosa
(NrMT), apanTpoBaHHbIN B BUAE anroputMa anarHoctnkn MPULK n cunapoma M3H2A n obopmMneHHbI B BUAE
WHCTPYKUUK Mo npumeHeHuto. Y 5,6% (23 yenoseka) cpeam nauuneHTtoB ¢ MPLUXK npu Hannunn OXU w/vnn NIMT
6b1n1 o6ocHOBaH AnarHo3 MDH2A. B nogrpynne poacTBeHHUKOB Y 54,5% onpefesieHbl MyTaHTHbIE BapUaHTbI
npoTooHKoreHa RET, KnnHnuyeckoe o6ocHoBaHMe cuHapoma MIH2A nmeno mecto y 47,5% (19 naumeHToB), UTo
onpegenset BblaefieHne CaMOCTOATENIbHON KIIMHWUYECKOW rpynnbl pPOACTBEHHUKOB NepBON NINHMN POACTBa Na-
ymeHToB ¢ MPLLUXK 1 Hannumem natonornyeckmx Mmytaumnm NpoTooHkoreHa RET.

BbIBOAbl: repmnHanbHble MyTaumm npotooHkoreHa RET cpegu pauunentos ¢ MPLWK oTmeueHbl y 15,2%,
a B noArpynne poACTBEHHUKOB NePBON cTeneHn poacTea y 54,5%, uto 060CHOBbLIBaET BblAesIeHEe LieneBon
rpynnbl NaLMEeHTOB, POACTBEHHMKOB NepBoON cTeneHn poacTtaa nuy ¢ MPLUXK 1 Hannumem natonornyeckux my-
Tauumi B npoTooHkoreHe RET, ana nposefeHna MONeKynapHO-reHeTUYeCKoro nccnefoBaHma 1 nocnegytowero
CBOEBPEMEHHOrO AVNArHOCTUYECKOro noncka cuHgpoma M3H-2A tnna.
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