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LLEJIb: npoaHanun3npoBaTtb KNMHMKO-aHAaMHECTUYECKINE iaHHblE, @ TaKKe pe3ysbTaThbl 1abopaTopHO-UHCTPY-
MEHTaNIbHO UCCNefoBaHMA Yy NaLUWEHTOB C Medy/IAPHbBIM pakoM WwutosnaHowm xenesbl (MPLLXK) n cnHgpomom
MHOeCTBEHHOW SHAOKPUHHOW Heonnasumm (M2H) 2A Tnna ¢ yuetom MonekynsapHO-reHeTuYecKoro ctatyca.

MATEPUAJIbl U METObI: uccneposanue BbinosiHeHo B pamkax HUOK(T)P «Pa3paboTatb 1 BHeApWUTb MeToa
ANAarHOCTUKN MedyNIAPHOro paka WMTOBUAHON Xene3bl U CMHAPOMa MHOXXECTBEHHOW SHAOKPMHHOW HeoNasnu
2a Tvna» nognporpaMmma «3/10KauyecTBeHHbIE ONyX0Nny» roCcyAapCTBEHHOW HayUYHO-TEXHNYECKOWN NporpamMmbl
«HayuyHo-TexHUuYeckoe obecneyeHne KayecTBa 1 JOCTYMHOCTM MeAVNLUHCKIX ycnyr», 2021-2025. KnuHnyeckas
6a3a NCCNefoBaHMA — OHKOJIOTMYECKOE KOHCYSIbTAaTUBHO-ANArHOCTUYECKOE OTAENEHNE TUPEOUAHON NATONOMN,
KOTOopoe BXoAuT B cocTaB Pecny6nnkaHckoro LieHTpa onyxonei WUToBUAHON Xenes3bl.

PE3YJIbTATbI: Bcero 6bi10 0To6paHo 1 NpoTecTMpoBaHo 394 6uonornyecknx obpasua nauneHTos ¢ MPLLPXK,
Cpeav KOTOPbIX reHeTUYeCKn getTepMnHupoBaHHbii MPLLK ¢ paznnyHbIMn KNMHNYECKMMKU BapuaHTaMu NPOoAB-
neHus BbiABNeH B 15,2% cnyuyaes (60/394). Janee 6bina cbopmmpoBaHa 6a3a faHHbIX POACTBEHHMKOB MaLMEHTOB
nepBoOW CTemneHy POACTBa JinL, NPooneprpoBaHHbIX Mo nosogy MPLLMK, B koTopyto 661510 BKtoYeHO 134 yenoBeka
(54 my>kunHbl 1 80 XeHLWMH), MeguaHa Bo3pacTta coctaBuna 42 roga. PacnpegeneHune yyacTHMKOB MO pervoHam
Bapbuposasno ot 20,0% po 35,0%. AHK-gnarHocTnka npotooHkoreHa RET BbinonHeHa y 88 poAcTBEHHUKOB Na-
LUWEHTOB C HaJIMUMEM repMrHanbHbIX MyTauun, a y 40 yenoBek 3adUKCMPOBaHbl MAaTOreHHble BapyaHTbl, TaKUM
06pa3om rpynny CpaBHEHUA COCTaBMAN 48 MaLUNEHTOB, POACTBEHHUKM NEPBON CTENeHN POACTBA 6e3 yCTaHOB-
NEeHHbIX MaTOreHHbIM MyTaLnin B NpoTooHKoreHe RET. Cpein poaCTBEHHNKOB NepBou cTeneHun y 94 naumeHToB
BblABMeHa y3noeana natonorus LXK, y 100 - runepnnasna WwWenHbix TMMbaTNYeCKUX Y3108, COYETAHME Y3/10BOrO
300a 1 WwenHon nuMdoafeHOMNATAN 3aPErMCTPUPOBAHO Y 79 yenioBek. MyHKUMOHHO-acnupauroHHas 6roncums LXK
(v 1Y) BbINONHEHa y 73 NauMeHTOB, NONyYeHbl pe3ynbTaThl OOPOKayecTBEHHOMO XapakTepa. [Mpn npoBeneHnn
npoObl C onpefeneHneM ypPoBHSA KafbLUTOHNHA, CTUMYNIPOBAHHOIO FIOKOHATOM KasbLA, OblIv YyCTaHOBEHDI
n1ua ¢ y310BOW NaToNormen HeonpeaeneHHoro noTeHumana 3nokayectseHHocTh. C yuetom pesynbraToB reHeTu-
YeCcKoro nccnefoBaHUA U NPY NOBbILWEHHbIX YPOBHAX KaNbLUUTOHMHA B 5-TK Cnyyasax NnpoBeAeHa NpeBeHTUBHanA
TupeomaskTomus. B nogaenatowem 60MbLINHCTBE C/lyYaeB B UCCiedyeMO KOropTe POACTBEHHNKOB NaLMeHTOB
Obl/IM BbISIBNEHBI MyTaLMW, OTHECEHHBIE K XYMEPEHHOI» 1 «BbICOKOW» rpynnam pucka (82% u 15% cooTBeTCTBEH-
HO). Tem He meHee, BapuaHT M918T, OTHOCALLMIACA K «BbICOYaNLLEN» FPynne puUcKa, AeTeKTMPOBaH y 1 uenoseka
(3%), uTo onpepnendAeT NoKa3aHUA ANA NPOBEAEHNA MPEBEHTUBHOM TUPEOUAIKTOMUMN.

BbIBO[bl: BbisiBneHvie MyTaumii NpoTooHKkoreHa RET 060CHOBbIBaET AafibHENILNIA ANArHOCTUYECKMI MOUCK
KOMMOHEHTOB cuHApomMa M3H 2A Tvna, B TOXKe BpemsA Hanmume MyTaunid BbiCOYalLero pucka ABnaeTca BeCOMbIM
aprymeHTOM B M0Jib3y NPEBEHTUBHOIO PAAVKaNbHOIO NeveHus.
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