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ObGuapyxeHHble BADHAHTHI

ITo pe3yabraTam cekBenupoBanusi renoB BRCAI u BRCA2

I'en TMonoxkeHne mo T'eHOTHIT DK30H Tlonoxenne B 3amena AK YactoTa Colepxanne TpanckpunT Tirybuna
reHOMHOTT kIIHK annens* aend B OpOYTEHHT
KoopanHare®* obpasie

BRCA2 | chr13:32913837 CA=C 11 c.5351del p-Asnl784 H/1L 27.49% NM 000059.2 2172x
CA>C ThrfsTer7

*Yaemomer arneneil npusedenst no 6aze Genome Aggregation Database (gnomAD) (dannsie no 123136 sxzomoe u 15496 cenomoa). n/o =

Hem OaHHBIX (He onucaH)

**Bepcus cenoma: GRCh37/hgl9




Hutepnperanus

MeTo10M MaccoBOTO MapajliieIbHOTO ceKBeHHpoBaHHs Ha pudope Illumina MiSeqDx
nposejeH aHainus 2 reHoB BRCAI u BRCA2. I'ensl BRCA 1/2 oTHOCSTCS K I'pYIIIe TeHOB-CYIIPECCOPOB,
BOBJICUEHHBIX B [IPOLIECC F'OMOJIOIMYHOM penapaluy AByHHTeBbIX paspbiBoB JJHK. Hamnune
KJIMHHYECKU 3HaYUMBbIX MyTaluil B renax BRCAI wiu BRCA?2 Bp13bIBaeT NoTepro (yHKIHH OEIIKOB,
KOJIUPYEMBbIX STHMH I€HaMH, B pe3yJibTaTe Yero HapyllaeTcss OCHOBHOM MeXaHHM3M perapariiy
IBylenodyeyHslx paspsisos JIHK.

BrisiBIE€HBI H3MEHEHUS HYKHGOTH,[[HOfI nmocjie1oBaTCc/IbHOCTH

B 11 sk3one reHa BRCA2 (OMIM 600185, tparckpunt: NM_000059.2) BbIABIICHA AeTCIUsA
ojHOTO HyKIeoTHaa ¢.5351del ¢ yacToToii anbTepHaTUBHOTO ayuiens 27,49%, KoTopas MPHBOJIAT K
NpeXk/IeBPEMEHHON TepMUHaIMK cuHTe3a Oenka p.Asnl 784 ThrfsTer7. [lannas nenenus
3aperucTpupoBaHa B 0a3e paHHbIX coMarndeckux MyTamuii COSMIC (COSV66448906).A Takxe
onucana B 0a3e gaHHBIX dbSNP (rs80359507), u B 6a3e JaHHBIX T€HETHYESCKMX MYTallUi YeloBeKa
HGMD Professional 2022.1 (CD972079) kak natoreHHas. JlaHHas Jeqenus HU pa3y HE BCTPETHIAch B
nomyJIAMOHHON 0a3e maHHbIX Gnomad v.2.1.1.

ITo cornacoBaHHIO CO CIIEIMAIMCTAMU B 00JaCTH KIMHHYECKON OHKOJIOTMU W/WIH T€HETHKH UL
ollpe/le]IeHUs] COMaTHYECKOro/HacaeICTBEHHOIO cTaryca JJaHHOro BapHaHTa MOXKET [1oTpeboBaThCs
HOATBEPAUTH/ONPOBEPTHYTh HACIIEACTBEHHbIH XapaKTep BBILEIePEeYUCICHHON 3aMeHbl METOJOM
cexBeHHpoBanus 110 Conrepy Ha JIHK, BbIIeI€HHON U3 KPOBH.

['rybuna npourenust Bapuanra x2172.

B coorBerctBum ¢ kpurepusimu ACMG /1aHHBIH BapuaHT clie/lyeT paclieHHBaTh Kak
MaTOT€HHBIH.

MyTtaimu B reHe BR(CA2 accollMupoBaHbl C IOBBIIIIEHHEM BEPOSTHOCTH Pa3BUTHA paka
MostouHOH kese3bl (PMIK) u ananukos (PA).



TEXHUWYECKHME CBEJEHHA O INTPOBEJEHHOM UCCJIEJOBAHHUHA

Hcnons3yemslii mpubop [llumina MiseqDX
Bceero npourenuit 868906
JlmiHa mpouTeHnit 2*151 m.o.
Cpe/iHee IOKpBITHE 2043x

On target 97.8%
PaBHOMepHOCTH 96.1%
[TOKPBITHS

MeTo/1 He 1O3BOJISIET BBIABIIATD MHCEPLMU M Jiejlelluy JUIMHON Ooistee 10 11.0., MyTalUl B UHTPOHHBIX
obyacTsix (3a UCKJIIOYEHHEM KaHOHWYECKUX CaliTOB CILIaliCHHIa), BapUalH JUIMHBI [TOBTOPOB (B TOM
qHcile YKCIIaHCUM TPUILIETOB), @ TaKyKe MyTallMU B I'eHaX, Y KOTOPbIX B FT€HOME CYILIecTBYeT OJIM3KHIH 110
[OCNEI0BATeAbHOCTH  Hapaiior (ICeBJOreH), [UIS OIpeJeNIeHUus] LHC-, TpaHc- TOJNOXKEHUs map
reTepO3UrOTHBIX MyTalllif, a TakkKe JUIS OLEHKH YPOBHS METHIMPOBAHUS, BBIABICHHS XPOMOCOMHBIX
HepecTpOeK, IOJIUTLION/IUH.

Tp‘eﬁye’rcx COINOCTAaBJICHHE KIHHHKO-ICHETHYECCKHX JIaHHBIX. I[JU{ HHTEpIIpETallul  pe3yibTaToB
HCCIeA0BaHus HeoOXo1uMa KoHCYJlbTallusa Bpada-reHeTHKa.




