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IMOUCK TEHETHYECKOM HPEJAPACIIOJIO’KEHHOCTH K PAKY
IHEUKHU MATKH

B 2020 roay Bo BceM Mupe 0bl10 3apeructpuposano 604127 ciyuaeB paka
meitku Matku (PIIIM). OcHOBHAs pHYHHA BO3HHKHOBEHHS U pa3suTHa PIIIM -
OHKOTEHHEIE MITAMMBI IAMIIoMoBHpYyca yenoseka (BITU). Oxnaxo B 80-90 %
cayuaeB BITY smumuHNpyeTcs crioHTanHo B TeyeHne 2 net. Popmupopanne
PILIM 3aBHCHT OT reHETHYECKHX H 3MHICHETHYECKUX (PaKTOPOB, HO €ro
MOJICKV/ISPHBIH [TaToreHes 10 CHX I10p He pacKphiT.
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Marepnan - THK 108
ACHIINMH ¢ KIHHITECKIIM
mmaraososm PHIM,
BbIIEIEHHASA 113
nepudepueckoii Kposn
MeTozoM heron
xropodopMEOil
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Mathew(1984).

Hoenmu @ HKAWNUA 6EPORAMHO NAMOCEHHBIX

HIMEHEH Il 6 2eHaX TP5|9, MTHI:R u F5 Marepuaist B

METONRI
cpeon voawsnvix PIIIM, npoxcusaronjuxe

Pecnybaure Bawkopmocman. Homporosea biGamomk
OCYILIECTBIANAC TIPI

PesyasrareeyV 87 % (94/108) naumentos Geina smamteHa mmccemc  [lOMoltn Habopa KAPA
myTauns B kogowe 72 rena P53 (c 215C>6, p Pro724rg, r51042622), 4613 Hyper Cap Workflow
Hix B romosuroteoy, 49 - B rereposurotHom coctogHin. MyTawm rexa va.0 {R{]Ehe

TP57 MBMAKOTCR pAacHpOCTPAHEHHBMM TeHeTHUSCKHM COOETHEM [pH diagnostics) peaxtiroe u
OOALUIHCTES BILIOB paka, I MHOIE Takle MYTALIUI YBeIIMUBAKT
npoandepaliio K1eToK, NPeldTCTEVIOT anonTosy Il YacTo NPHBOIAT K
rederiveckoil Hecrabiasnoctil Dpdert sapuanta p.Pro?24rg rena TP53

METOMIE
CONNTACHO HHCTPYKITHH

NP PasTIMHEX BIUIAX paka BuiseiBaeT cnopsl. Hanpisep, Storey A u ero NPOIBBOANTETA.

KOILIEr ! [OKA3aMH, uTo BapuadT Genka Arg72 B rOMO3HIOTHOM COCTORHIL Ilipomegtes: NGS-amnimes ¢
MOJKET YBeIIMIITh BOCHPHINUHNBOCTS K PAKY WEIIKI MATKIL CBAIAHHOMY ¢ o o A—
BITY, B cemb pas. Hanpotus, Liu G 11 ero kowteri cooSImm, 910 BapiasT A /I% | Fronzol masain
Pro72 cBA3aH ¢ TOBBIMEHHBIM PHCKOM AICHOKAPUIHOMBl JIETKHX 1 - TR

MIOCKOKIETONHOD paka. B ApyroM mccnezosasinn, npoeneHHoM Twu ’l cocTosuted 13 48
COABT, COODIIATOCK, WTO TeTepOINTOTHHI Bapmant Arg/Pro chazam ¢ TRHOR, © s
NOBLIIEHHEM PICKOM TUIOCKORISTONHOTO THNo{apiHreaIsHoro paka.y L.E'J' cexsenatopa MiSeq

Series (lllumina) i
HabOpa peareHIOB
MiSeq Reagent Kit v2
(300-unxnos)
(Illumina).

49% mamrentor ¢ PIIM (53/108) Gmin BEISRIEH MIICceHC BapHaHT
c.BBEG=A, pAla222Val, rs1B01133 rega MTHFR 7 n3 HEX B TOMOINTOTHOM
coctoamim, 486 - B rerepownmrotAom. Y 53.7% mnammentos(58/108)
BEIfBIeHa Miuccenc wMyrTams c128BA=C, pGlud28Alars1801131 = Bropirmsiii anamis
rene MTHFR10-p romoanroTHoM coctogmimt 1 48 - B reTepoINTOTHOM.  BBINOJHEH Ha Dase pecypea
Meraanaznmy  mposegenmenit WangS. C  coasr. mpeamonaraer, 9To llumina Base Space B
papuanTa rS1801133 1 rs1801131 rema MTHFR xoppemmpyioT ¢ pHCEOM
pozpngHopenns PIUMY peex magmentop (100%) Gmna eeimmmena
cHHoMnMIreckas 3aMena pArg534= (e 1601T>C) rema £5 npirgen y 104 -

npioer «BWA
Enrichment» (lllumina).

B TOMOINTOTHOM COCTONHNE H ¥ 4 - B reteposmrotHoM. B oTofl me Tpemirasiii-c

nosinmn HaxomuTex sapuanT rsB025, npu kotopom samema ¢ 1B01G=A HEMOIBI0BAHIEM Dashl

npusoanT E auccenc wMyTaomup.Are534GIn, mmpoxo mBectHOll Kak aarHEX Variant Interpreter

AeilIeHCKHIl BapimaHT Gakrtopa ¥ 1 BRIWEBAET NOBMINSHHBIL PICK (lliumina}_ —

Beso3Holl TpoMOoIMObomm. B auTepatype nosmitack HHGOPMAINA 0 Zakawsenme; [lonyuensie pesviIbTATE BHOCAT BKIAL B H3VdeHie TeHeTIMeckoil

TOM, YTO AKTHBAMNA CHCTEMEl CBEPTRIBAHIIA KPOBI CBA3GHA © Dodee  ppenpacnonoseHHocTi & PLUM.  Heofxommso mpoBeleHNe  IanbHefimix

BLICOKHM PICKOM HHBA3I, METACTAI0B H, B KOHEWHOM ITOre, © XVIONNIM - NCCIeIOBAHII ¢ LeThl0 oleHKI PACTIPOCTPAHEHHOCTI BHIABTEHHBIX 13MEHEHN B

ucxofon. Peuentop F5, cassamseii ¢ Gemwom azrest G (ADGRFS),  coOTBeTCTBYROMIN NOMIAUHOHHBIN BRIDOPKAX 108 onpeleleHis HX KIHIMeCcKol

VHacTsyeT B HeollTacTideckoll TpaHcopMAali HEKOTOPEIX THNOE paka,  SHATHMOCTIL

HAMpUMep, IpH ROIOpeRTATRHOM Pake. B cayuae BOIHIKHOBEHIE BONPOCOE C AETOPAMI MOKHO CBAIATRCH, HAMIICAE Ha
mouTy ms kv ki@mail.ru



