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HACNEQCTBEHHbIA PAK MONTOYHOW XENE3bl U ANYHUKOB, PACLUMPEHHAS MAHESb. UCCNEQOBAHUE MYTALIUNA B
FEHAX BRCA1, BRCA2, CHEK2, NBS1

LUTpuxkon: BH.Ne: Matepuan: Kpoeb c OATA
MapameTtp Pe3ynbrart

HacnepncTBeHHbI pak MONOYHOW XXenesbl U SUYHUKOB,

pacwmpeHHas naHenb. ViccnegoaHne mytaumii B reHax BRCA1, Cwm. npunoxexue 1

BRCA2, CHEK2, NBS1

Pesynbsmam nabopamopHoeo uccriedosaHusi He sierisiemcsi OuagHO30M.
Takmuka o6criedosaHusi, Ie4eHuUs nayueHma, uHmeprpemauus pesynbmamoe 1abopamopHbix uccrnedosaHuti onpedensemcs neyauum epaqom.

KayecTtBo vccnepoBaHuii obecnedeHo cepTudULMPOBaHHON CUCTEMON MEHEKMEHTA Ka4eCcTBa, COOTBETCTBYIOLLEN TPeBOBaHNAM MEXAYHAPOAHbIX CTaHOAPTOB:
FOCT P UCO 9001-2015 (ceptudmkar coorsercteust POCC RU.13CK03.01050, pgericteuteneH go 30.05.2028 r.)

1ISO 9001:2015 (cepTtudbmkat cootsetcTBus Ne RU.QM075.00402, gencteutenen go 30.05.2028 r.)

FOCT P UCO 15189-2015 (ISO 15189:2012) (ceptudpmkat Ne POCC RU.32101.04>)K3A1.246, nevictButeneH go 19.08.2027 r.)

FOCT 33044-2014 / OECD Guide 1:1998 (ceptudpmkar Ne POCC RU.32101.04XK3A1.247, pencteuteneH o 19.08.2027 r.)
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NPUNOXEHUE 1
- Kposb ¢ SOTA

PaclumnpeHHoe uccneaoBaHue reHeTUYecKMX hakTOpOB pUCKa Pa3BUTUA paka MOMOYHOMW Xene3bl U paka AUYHUKOB!:

myTauum B 4-x reHax - BRCA1, BRCA2, CHEK2, NBS1

HAMMEHOBAHUWE WCCNEQOBAHWA PE3YNBTAT

BRCA1: 185delAG N/N

MyTauus He obHapyxeHa

BRCA1: 4153delA | N/N

MyTauus He obHapyxeHa

BRCA1: 5382insC | N/N

MyTauusa He obHapyxeHa

BRCA1: 3819delGTAAA | N/N

MyTauua He obHapyxeHa

BRCA1: 3875delGTCT | N/N

MyTauua He oBHapyxeHa

BRCA1: 300T>G (Cys61Gly) | T/T

MyTauusa He obHapyxeHa

BRCA1: 2080delA | N/N

MyTauusa He obHapyxeHa

BRCAZ: 6174delT | N/N

MyTauusa He obHapyxeHa

CHEK2 (1100delC) N/N - MyTauusa He obHapyxeHa
CHEK2 (IVS2 +1G>A) G/G - MyTauus He obHapyxeHa
NBS1 657del5 N/N - MyTauusa He oBHapyxeHa
3aknioyeHue MyTauui B uccnegyemblx obnactsx reHeruyecknx mapkepos HE OBHAPY>KEHO

TeHeTUYECKWIA PUCK PAHHEro pasBUTUSA paka MOMOYHOM Xeneabl U paka sudHukos MNOMYNALIMOHHBIA.

Wudpopmaums 06 uccnegoeaHum |

Wccneayemble reHbl koanpyioT 6enku, 3aaeicTBoBaHHbIE B cUCTEME penapauun noepexaeHHon AHK n nogaepxaHum ctabunsHocTu reHoma.
eHeTU4eckme chakTopbl pUCKa pa3BMTHUA paka MONoYHOK xenesbl (PMX)/paka suyHnkoe (PA) ceA3biBaloT ¢ HanKYMem MyTaunid B reHax BRCA1,
BRCAZ2. l'eHsl BRCA1, BRCA2 OTHOCAT K BEICOKONEHETPaHTHLIM reHaMm Hanudme KnMHWYeckn 3aHadyumbix MyTauuin B reHax BRCA1 nnu BRCA2
Bbl3blBAET NOTEPIO (DYHKL MM BEenkoB, KOOMPYEMbIX 3TUMKX reHamu, B pe3yrnbTaTe Yero HapyLiaeTca OCHOBHOW MexaHW3M penapauuv ABYHUTEBbIX
paspbleoe [IHK, cneacreuem yero siensieTcs NoBbllUEHHBLIA PUCK BO3HUKHOBEHWUA HEKOTOPLIX 3/10KaYeCTBEHHBIX HOBOOOPA30BaHUIA (paka MONOYHOM
wenesbl, paka anyHnKos u ap.). FeH CHEK2 oTHoCAT K cpeHeneHeTpaHTHbIM reHam. Benok, KoampyeMblil STUM reHOM, SIBMAETCS pPerynsiTopom
OJHOW W3 CTafAWiA KNETOYHOTO LMKNa 1, NPearnonoxuTensHo, MMeeT OHKOCYNPECCOPHYI0 akTUBHOCTb. e NBS1 oTHOCAT K HUBKONEHEHTPAHTHLIM
reHam. l'eH NBS1 (NIUMEGEN BREAKAGE SYNDROME) koaupyeT Benok HubpuH (NBN), KOTOpbIN y4acTByeT B perynsumn KneTo4Horo Lukna,
WrpaeT BaXHyto ponb B BoccTaHoBneHun [HK.
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