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

WCCNEOQOBAHUE MYTALMA B FrEHE CHEK2 (1100DELC, IVS2 + 1G>A)

LTpuxkon: BH.Ne: MaTtepuan: Kposb c OOTA
MapameTp Pe3ynbraTt
Wccneposanme myTtaumi B reHe CHEK2 (1100delC, IVS2 + 1G>A) Cwm. npunoxexue 1

Pesynbsmam nabopamopHoeo uccredosaHusi He s18r1siemcsi OuagHO30M.
Takmuka obcriedoeaHusi, neyeHuUs nayueHma, uHmeprpemauusi pesyribmamos 1abopamopHbix uccredosaHuli onpedensemcs eqyauum 8paqom.

KayecTtBo vccnepoBaHuii obecnedeHo cepTudULMPOBaHHON CUCTEMON MEHe)KMEHTa Ka4yecTBa, COOTBETCTBYIOLLE TpeboBaHNAM MeXAYHAaPOAHbIX CTaHAapTOB:
FOCT P UCO 9001-2015 (ceptudmkar coorsercteuss POCC RU.13CK03.01050, aericteuteneH go 30.05.2028 r.)

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

FOCT P CO 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 (ceptudpmkatr 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:

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

NPUNOXEHUE 1
KpoBb ¢ QOTA

BbiaBneHue mytauun B reHe CHEK2 (1100delC, IVS2 +1G>A)

HAMMEHOBAHWE UCCNEQOBAHUA PE3YNbTAT

CHEK?2 (1100delC) N/N - Mytauua He obHapyxeHa
CHEK2 (IVS2 +1G>A) G/G - MyTauus He obHapyxXeHa
3aknioyeHue MyTauuin B uccnepyemblx obnacrtsx reHermyeckiux mapkepos HE OBHAPY>KEHO

eHeTMYECKWIA pUCK paHHEero pasBuTHA paka MOMoYHoi xenesasl NOMYMALUMOHHLIA.

3T0 He MCKMIOYAET BEPOATHOCTb HANU4YKA WHbIX, Bonee peakux MyTaLWi, BIUAIOWMX Ha BOHNKHOBEHWE HACNeaCTBEHHbIX OHKOMOTMYECKNX
3abonesaHuii.

Mpy HaNU4UK OTArOLLLEHHOTO aHaMHE3a PEKOMEHYETCA NPOBEJEHWNE AONOMHUTENBHOTO MONEKYNAPHO-TEHETUYECKOTo 06CnejoBaHNA Ha BbISBIIEHME
myTauui B reHax BRCA1, BRCA2 n NBS1.

MHhopmaumsa 06 nccnegosaHum |

HacneacTeeHHbIl pak MonodHon xeneasbl (PMXK) cunTaeTcsi camoit YacToi pasHOBMAHOCTLIO CEMEHBLIX OnyxoneBblx 3aboneranuid.lfen CHEK2
KoAupyeT (hepPMEHT YEKMOWUHT-KMHa3y 2, KOTopas y4acTBYeT B KOHTPONE KNeTOYHOro uukna, 6nokupys knetkv B dase G1 B OTBET Ha NOBpeEXAeHUs
[OHK, u BICTYNaeT Kak cynpeccop 3nokayecTBEHHON TpaHcopMaL MK KneTok. benok, KoaupyeMelil 3TUM reHOM, SBMNAETCA perynsaTopoM ogHON 13
CTaawi KNETOMHOTO LWKNa W, NPeanonoxuTeNnbHO, UIMEET OHKOCYMPECCOPHYI0 akTMBHOCTL. Benok chocchopunupyet 6enok BRCA1, nossonss BRCA1
ocTaeatbcs B paboTocnocobHOM cocTosiHuM nocne nospexaeHna AHK.Mytauus ¢.1100delC reHa CHEK2 siensieTcs Haubonee pacnpocTpaHeHHOW.
Yacrora annens 1100delC B eBponeiickoit nonynsuuu cocraensiet 1,1-1,4%. Cpean pocCUACKMX NaLMEHTOK YacToTa BCTPEYAEMOCTH annens
1100delC coctasnseT 2-5%. Pvck Bo3HukHoBeHWsi PMX y eHLWwmnH—HocuTensHuy myTauun 1100delC yeenwuveaetcs B 1,4-4,7 pasa.MyTauun
IVS2+1G>A rena CHEK2 Gonee peakas, no cpaeHeHuto ¢ ¢.1100delC. Annenb IVS2+1G>A CHEK2 accoumnpoBaH ¢ BO3HUKHOBEHWEM
OHKOIMOrMYEeCKOW MNaTonorMyM pasnu4HOW Nokanuaaumm, Yalle scero BctpedaeTtcs y 6onbHbix PMXK.Fenbl CHEK2 n NBS1 obnapatot cyllecTBeHHo
MEHbLUEW NeHETPaHTHOCTbLIO NO cpaBHeHMo ¢ reHamn BRCA, T.e. He Bce HocuTenu myTauuM 3abonesator. HacnenoeaHvwe mytauun reHa CHEK2
NPOUCXOAUT NO ayTOCOMHO-A0MUHaAHTHOMY TWMY, NEPealoTCH M3 NOKOMEHWA B MOKOMEHUE C BEPOATHOCTbIO 50%.

CtpaHuua 2 n3 2

noanuce



