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NUP-TECT-CUCTEMA B BUATHOCTUKE MEAYJUIAPHOIO PAKA LUINTOBUAHON @

KEJE3bI daes.
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AKTYAJIbHOCTb. MegynnapHbiin pak wutosmaHom xenesbl (MPLLMX) umeeT ayTOCOMHO-AOMUHAHTHbBIN TN HacnefoBaHNA
N ABNAETCA OAHOM N3 Hanbosee arpeccrBHbIX GOPM 3/T0KaUeCTBEHHbIX HOBOOOGPA30BaHUI WUTOBUAHON Xese3bl. B cooTBeT-
CTBUN C KIMHUYECKMN peKoMeHAaLMAMM, BCEM NMaumneHTam, umeownm gmarHos MPLUXK unn cemeiHbin aHamHes MPLLK
unn cmHapoma M3H 2-ro Tuna, pekoMeH[0BaHO reHeTUYeCcKoe ucciefoBaHne gna onpegesieHnsa repMmnHanbHoOn myTaumm
reHa RET pna onpepeneHuns nporHo3sa 3abonesaHusa. leH RET pacnonoeH Ha 10-11 XpoMoCcoMe, KogmpyeT TpaHCMeMOpaHHbII
peuenTop TMPO3NHKNHA3bI. AKTUBALIMA aHHOMO peLenTopa NPUBOAUT K 6eckoHTponbHo nponudepaummn C-knetok. Hanu-
yvie repMmnHanbHoON myTaumu RET nomoraeT KnuHuuucty auddepeHumnpoBatb cnopaguyeckme cnyyau 1 HacneacTBeHHbIe
dopmbl MPLLK, a oTAaenbHble BapuaHTbl MyTaLMidi MOTYT yKa3biBaTb Ha MPepacnofioXXeHHOCTb K onpefeneHHomy deHoTmny
N KNUHNYECKOMY TeYeHUIo (HanprMep, CJlydan paHHero BbiABNeHUA GeoXpoMOLMTOMbI 1 MEPBUYHOIO rnepnapaTnpeosa).
OnpepfeneHne TOYEYHbIX COMaTUYECKKX MyTauuii B reHe RET no3sonseT Bbi6paTb TakTUKy neveHusa MPLLX n HasHaunTb Tap-
reTHyto Tepanuto. Llenbio npeacTosulen paboTbl ABnAeTca pa3paboTka, Banvaauuns u BHepeHne TecT-CUCTeMbl AN BblsiBne-
HMA Hanbonee YacTo BCTPEYAIOLLUXCA NAaTOreHHbIX MyTaLmii B NPOTOOHKoreHe RET, accoummpoBaHHbIX € pa3suTrem MPLLK.
PaspabaTtbiBaemasn TecT-cMcTemMa OCHoBaHa Ha nposefeHun MLP B peanbHOM BpeMeHU C NCMONb30BaAHNEM ansiefib-cneLm-
dunuHbIX Tagman 30H40B, KOMMJIEMEHTapHbIX onpeAeNieHHbIM HYKNeoTUAHbBIM NOCe]oBaTeIbHOCTAM, HECYL MM NOoCneao-
BaTeNIbHOCTb-MULLEHb (MyTaLmio).

MATEPUAJIbI U METOAbI. AHK 13 napadurHoBbix 6nokoB (FFPE) 1 uenbHom KpoBM NaLMeHTOB Nonyyanu C UCNob30BaHN-
em Habopa GeneRead DNA FFPE Kit (Qiagen) u HiPure Universal DNA Kit (Magen) cooTBeTcTBEHHO. KonnuecTBeHHas 1 Ka-
yecTBeHHas oueHka JHK npoBoaunack ¢ ncnonb3oaHuem cnekTpodoTtomeTpa BioSpectrometer Eppendorf. CooTHowweHne
A260/280 pna Bcex obpasuoB cocTaBnAno He meHee 1,8, A260/230 — He meHee 2,0. [ln3aliH npaiMepoB 1 30HA0B AN1A fe-
Tekumu SNP BbINOIHEH C CNONb30BaHMEM NPOorpamMmHbIX MHCTPyMeHTOB Benchling.com, OligoCalc 1 Primer-BLAST. Mone-
KynspHo-anarHoctuyeckuii aHanms SNP nposoguncs Ha npubope QuantStudio5 (Thermo Fisher Scientific).

PE3YJIbTATbI. [Npon3BeaeH ansanH npanMmepoB 1 30HA0B ANA AeTekunn 6 reHeTnyeckux BapuaHtos B 11, 13, 14 n 16 3k-
30Hax (rs78014899, rs75030001, rs79658334, rs78347871, rs75076352, rs377767406), npnBOAAWMX K aMUHOKMNCNOTHbIM
3aMeHaM LMCTeNH-60raToro U TMPO3NHKUHa3HOro AomMeHOB peuenTtopa RET BbinosiHeH. MNMogobpaHbl 1 ONTUMU3NPOBAHDI
TemnepaTypHble 1 pu3nKo-xummnueckme ycnosusa ana nposepeHus MLUP B peanbHom BpemeHu. [oka3zaHa 3KOHOMUYECKN
LenecoobpasHan BO3MOXHOCTb TECTMPOBAHMA Ha Hannune myTauuii B reHe RET c nomoLpto MNLP B peanbHOM BpemeHwu ¢ nc-
nosib3oBaHMem Tagman 30HAOB ANA AeTekunn HeckonbKknx SNPs B npefgenax ogHoro sk3oHa. [NpoBeaeH CKPUHHMHT 28 re-
TEPO3MTrOTHbIX 06Pa3L OB KPOBM 1 NapadprHOBLIX 65IOKOB MNALMEHTOB (B Nape), C NCMosb30BaHMEM METOAA CEKBEHMPOBaHUA
COOTBETCTBYHIOLUX SK30HOB reHa RET no CeHrepy B KauecTBe KOHTpONA.

3AKJTIOMEHMUE. B nepcnekTnBe nnaHMpyeTca NpUMEHeHne faHHOM TeCT-CUCTEMbI B KNIMHUKE C LieNibio onpeaeneHms vyB-
CTBUTENIbHOCTM K TapreTHom Tepanumn cenekTneHbiMr RET-MHrMbuTopammn ana HanpaBneHnA NaLMeHToB B KIMHUYECKNE UC-
CnefoBaHMA 1 Pas3paboTKy KIMHNYECKUX peKoMeHaaLniA.
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