MeToaoM MacCOBOTo NAPALICILHOTO CeKBEHIpOBanHNA Ha npubope [llumina MiSeqDx nposeien
amains 2 rewos BRCAI w BRCA2. Teuwt BRCAI/Z OTHOCATCA K IPYNNe reHOB-CYNPECCOpOB,
BOB/ICHCHHBIX B MPOLICCC FOMONOrHYHOIL penapauii asyunTessix paspuisos [ITHK. Hammune knnnnyueckn
IHAMHMBIX MyTaumii 8 renax BRCAS wm BRCA2 seiamBaer notepio yHumn GeMROB, KOAHPYEMBIX
ITHMH TeHaMi, B pPe3vibkTaTe Hero HapvIIacTcH OCHOBHOI MexaHusM penapatiiy ABYHCIMTOYCHHBIX
paspeisoe JJHK,
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*Hacmonmd dareaed npuscdeim mo Gare Genome Aggregation Database (enomAl)) fdamme no 123036 axsouos o 15896 seneapo). i =
M darix (e onitean)

=*Bepcus senoae: GRCHIT gl

TEXHHYECKHE CBEJEHHA O NMPOBEJEHHOM HCCAEJOBAHHH

Henoaesyemsii npubop Humina -I-vlisquX
Jlmna npourennii 2*151 n.a.
Beero npouressi 586053
Cpemiee NOKpRITHE 33T7Ix

On targel 98%
i-PaBIIOME'[HIDE“: MNOKPEITHA 93%

Metoa He NO3BOAAET BLIABIATL HHCCPLMH H Aeneun aauuodl Somee 10 n.o.. MyTalHH B HHTPOHHBIX
obIACTAX (33 HCKIIOYeHHeM KAHOHHYeCKHX cailToB chjaficHmra), BapPHALIHH UTHHE! NTOBTOPOB (B TOM
4HCTIE IKCIAHCHHE TPHILIETOB), A TAKHKE MYTAIHE B TeHAaX, ¥ KOTOPBIX B FeHOME CYIUeCTBYeT BIH3KKii no
NOCHEN0OBATeNLHOCTH Napanior (NceBdoreH), 08 ONpedelcHHA [HMC-, TPaHc- NONOKEHHs nap
FETEPOIHTOTHRIY MYTAUMi, a TaK®e I8 OUEHKH YPOBHA MCTHAHPOBAHHA, BHIABICHHA XPOMOCOMHEIX
NepecTpoeK, NOAHIUTOHY,

Tpebyercs  conocTasicive KIHHHKO-TeHeTHUeCKHX Aamtumx. [laa  uHTepnperauuy  pesyvibTartos
HCCNEN0BAHHA HEOBX0IHMA KOHCYILTALIHA BpaYa-reHeTHEA.



