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Wccneposanve myTtauui B reHe NBS1 (657del5) 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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EepeMeHHOCTb (yKaaaHo Bpa‘IOM/I'IaLWIeHTOM npun 3a|(a3e): He yKka3aHo

MPUNOXEHWE 1: UCCNEOOBAHUE MYTALUA B FTEHE NBS1 (657DELS5)
KpoBb ¢ QOTA

OnpepeneHne myTtaummu 657del5 B reHe NBS1

HAMMEHOBAHUWE WCCNEQOBAHUA PE3YNBTAT

NBS1 657del5 N/N - MyTauusa He oBHapyxeHa

3aknioyeHve MyTauuin B uccnepyemblix obnacrsx reHermyeckinx mapkepos HE OBHAPY)KEHO
'eHeTU4ECKNA pUCK paHHEro pasBunTHA paka MOIO4HOM Xeneabl, paka AMYHWKOB U OHKOMOrM4eckux 3abonesaHni, acCoLMUpOBaHHBIX ¢ MyTaLren
NBS1 657del5 NONYNALWNOHHBIN.

3T0 He UCKNIYaeT BEPOATHOCTb HANUUWA WHbIX, Bonee peakMx MyTau Wi, BNUAIOLLMX HA BOSHUKHOBEHUE HACNEeaCTBEHHbLIX OHKONOrMYecKux
3aboneBaHuit.

MpW HaNUYMK OTArOLLEHHOTO aHamHe3a peKOMEHAYETCA NPOBEAEeHWe AOMNONHUTENBHOTO MOMEKYNApHO-TeHETUYECKOro 06Cne]0BaHNsa Ha BbISBMNEHWNE
myTauuii B renax BRCA1, BRCA2 n CHEK2.

MHhopmaums 06 nccnegosaHum | :

'eH NBS1 (NIUMEGEN BREAKAGE SYNDROME) kogupyet 6enok HW6puH (NBN), KOTOpbIi y4acTByeT B perynalmny KIeTo4Horo Lukna, urpaet
Ba)HYIO ponb B BoccTaHoBnexnun JHK.
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