MauneHT:

3akas: Koa naumeHTa: He yKkasaH [aTa peructpauum:
[OaTta poxaeHus: BospacT: Mon: xxeHckun
nny: Kopg NNY:

BepeMeHHOCTb (yKaaaHo Bpa‘IOM/naLI,VIeHTOM npun 38K339): He yKka3aHo

WCCNEOOBAHME MYTALMA B FTEHAX CHEK2 (1100DELC, IVS2 + 1G>A) U NBS1 (657DELS5)

LTpuxkon: BH.Ne: MaTtepuan: Kposb c OOTA
MapameTp Pe3ynbraTt

WccneposaHme myTtaumii B reHax CHEK2 (1100delC, IVS2 + CM. nonnoxenve 1

1G>A) n NBS1 (657del5) -np

Pesynbsmam nabopamopHoeo uccredosaHusi He sierisiemcsi OuagHO30M.
Takmuka o6criedosaHusi, Ie4eHuUs nayueHma, uHmeprpemauusi pesynbmamoe 1abopamopHbix uccrnedosaHuti onpedensemcs neqyauum epaqom.

KauyecTBo nccnegoBaHuin obecneveHo CepTVI(bVILI,VIpOBaHHOVI CUCTEMOW MEHEMKMEHTa KayecTBa, COOTBeTCTByIOLLleVI TpeﬁOBaHMHM MeXAyHapoOHbIX CTaHOapPTOB!:

FOCT P UCO 9001-2015 (ceptudmkar coorsercteuss POCC RU.13CK03.01050, aericteuteneH go 30.05.2028 r.)

1ISO 9001:2015 (ceptudpmkat cooretctBusi Ne RU.QM075.00402, pevicteuteneH go 30.05.2028 r.)

FOCT P NCO 15189-2015 (ISO 15189:2012) (ceptudpmnkat Ne POCC RU.32101.04XK3A1.246, peiictButeneH go 19.08.2027 r.)
FOCT 33044-2014 / OECD Guide 1:1998 (ceptudpmkar Ne POCC RU.32101.04XK3A1.247, pneiicteuteneH o 19.08.2027 r.)
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MauneHT:

3akas: Koa naumeHTa: He yKkasaH [aTa peructpauum:
[OaTta poxaeHus: BospacT: Mon:
nny: Kopg NNY:

BepeMeHHOCTb (yKaaaHo Bpa‘IOM/I'IaLWIeHTOM npun 3a|(a3e): He yKka3aHo

NPUNOXEHUE 1
- KpoBb ¢ OOTA

OnpeneneHue Hanbonee YacTbiX MyTauui B reHe CHEK2 (1100delC, IVS2 +1G>A) n myTtauumn 657del5 B reHe NBS1

HAMMEHOBAHUWE WCCNEQOBAHUA PE3YNbLTAT

CHEK2 (1100delC) N/N - MyTauusa He oBHapyxeHa
CHEK2 (IVS2 +1G>A) G/G - MyTauus He obHapyxeHa
NBS1 657del5 N/N - MyTauusa He oBHapyxeHa
3aknioyeHve MyTauuin B uccnepyemblix obnactsx reHermyecknx mapkepos HE OBHAPY)KEHO

eHeTMYECKWIA PUCK, CBA3AHHBIA ¢ MyTaumamu B reHax CHEK2 (1100delC), CHEK2 (IVS2 +1G>A) n NBS1 657del5 MONYNALMOHHLIA.

3T0 He UCKMIOYAET BEPOATHOCTb HANUYKA WHbIX, Bonee peakux MyTaLWi, BIUSIOWMX Ha BOHNKHOBEHWE HACNeaCTBEHHbIX OHKOMOTMHECKNX
3aboneBaHui.

Mpy HaNU4UK OTArOLLLEHHOTO aHaMHE3a PEKOMEHYETCA NPOBEJEHWNE AONOMHUTENBHOTO MONEKYNAPHO-TeHETUYECKOTro 06CNejOBaHNA Ha BbISBIEHUE
MyTauuii B reHax BRCA1, BRCA2 n NBS1.

Wudpopmaums o6 uccnegoeaHum | :

HacnepacTeeHHbIi pak MonoyHon xenesbl (PMXK) cunTaeTcss camoiil 4acTor pasHOBWMAHOCTLIO CEMENHBIX Onyxornesblx 3aboneeaHnid. FfeH CHEK2
KoaMpyeT (hepMeHT YEKNOMHT-KMHAa3y 2, KOTOpas y4acTByeT B KOHTpONne KNeTOYHOro Lukna, bnokupys knetku B pasze G1 B OTBET Ha NOBpeXaeHUA
[HK, 1 BbICTYNaeT Kak cynpeccop 3rokayecTBEHHON TpaHchopMaLMn kneTok. benok, kogrpyemblid 3TUM FrEHOM, ABIIAETCA PErynsaTopoM OAHOW M3
CTaAWK KNeTo4HOro LUKIa W, Npeanonox1TensHo, UMeeT OHKOCYNpPEeCcCopHYHo akTUBHOCTL. Benok chochopunupyeTt 6enok BRCA1, noseonsas BRCA1
ocTaBaTbCA B paboTocnocobHoM cocToaHuK nocne noepexaeHwsa [IHK. Nen NBS1 (NIJMEGEN BREAKAGE SYNDROME) koaupyeT 6enok HUb puH
(NBN), kOoTOpbIfA y4acTBYET B perynauum KNeTo4Horo uMKna, nrpaet BaxHyto porb B BocctaHoBnenun JIHK. CHEK2 u NBS1 obnapator cywiecteeHHO
MeHbLUEN NeHeTPaHTHOCTbLIO NO CcpaBHeHMIO ¢ reHamn BRCA, T.e. He Bce HOcUTenu MyTaLuM 3abonesator.
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