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Marepuan: nepudepUyeckan kpossMeTon uccnenosanna NGSPe3ynsTar B rede BRCAZ2 (NM_000059.4)
BbiABMEH BApWAHT HYKNEeOTMOHON NOCNEeq0BaTenbHOCTH Chrl3:32338763delAT (C.4409_4410del,
p.lle1470LysfsTer11, rs80359446) B reTepo3UIOTHONR (DOPME. HaCcTOTa MHHOPHOIO annend: He onucad B Dasax
OAHHBIX NONYNALWMOHHBIX 4acToT (GnomAD _exomes) MmyGuHa npodTeHua: 286 GYHELUWMOHANBHOE 3HAYEHWE!
NPpUECANT K hOPMHPOBaHUID NPEKIEBPEMEHHOM CTON-KOA0HA B PE3yNbTaTe CABUMA pamMiM

CYMTHIBAHWA. KNHMHWYECKDS 3HaYeHWe: onrcad B Ba3ax gadHeix Varome 1 Clinvar kak

NATOreHHbLIR. PEKOMEHAAUMN. 1. 04HAA KOHCYNBTAUMA FeHETUKE,2. NOATEEDHASHNE BEIABNEHHOID BAPHWAHTA C
NOMOLLLHY CEKBEHUPOBAaHUA NO CeHrepy. “3anWCaThCA HA KOHCYNETAUMWID BpaYa-reHeTHUEE MOXHO Mo TenedioHy
8(905)5255005 nwo HAaNWCaB Ha 3MEKTPOHHYI0 NoyTy LleHTpa MepcoHananposadHoi MeduuuHe TEY3 MKHL
O30 person@mknc.ru

Yenyeu OMC

Keg HaumeHoBaHWe KonwyecTeo
yocnyru
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SJAKIIOYEHHUE

IIo pesyabTaTram cekBeHupoBaHusi reHoB BRCAI n BRCA2
ITamment: 1
ITom: 2K
Jlata poskieHus: 1980
Buj Matepmana: KpoBb
JlaTa mpuHATHS OHOMaTepHaa:

Ne 3agBKI:

IIaToreHHbBIE BapHAHTBI H}’KJIEOTMHOﬁ Mocjaea0oBaTeJIbHOCTH, HBJIHIOIIHECCH Bf‘pOﬂTHOﬁ le[‘IHHOfI

3a00/1eBaHIA
Ten TTonosenye mo T'eHOTHII 2x30H | ITonoxeHHe B 3ameHa HacToTa TpaHCKpHIT T'nyouna
TeHOMHOH kJJHK AK anmems* TIpoYTeH
KoopauHaTe** Hi
BRCA2 | chrl3:32912899 CAT/C 11 ¢.4409 4410del | p.Ilel470 it ENSTO00000544 12335x
CAT>C LysfsTer 455
11

BeposiTHO MaToreHHbIe BADHAHTHI HYKJICOTHIHOMH MOCIe0BaTeIbHOCTH, ABIAIONIHeCS BepPosiTHOMH
NPHYHHOIi 32001eBaHUSA

Ten | ITomoxeHHe TeHoTHII 2x30oH | ITonoxeHHe B | 3aMeHa YacToTa TpaHCKpHIT T myOmHAa IpoYTeHHs
10 TeHOMHOR kJHE AK amnens®
KoOpIHHaTe**
He oGHapy:keHO

Bapn AHThI HyKJ](‘OTI—LI[HOfI MOCJIeJ0BATEIbHOCTH ¢ HeH3Be(THOH KIHHHYEeC KO 3HAYHMOCTHIO

Ten Tonosenne mo TeHoTHI Ox3oH | ITonoxenue B | 3aMeHa AK HacToTa TpaHCKPHIIT Tnyouna
TeHOMHOM kJHK anens* TIpouTeH
KoopaHHaTe** HA

BRCA2 | chrl3:32907098 G/C 10 c.1483G=>C p.Ala495Pro0 i i ENST00000544 6465x
G=>C 455

*Yacmomul anieneti npugederst no 6aze Genome Aggregation Database (gnomAD) (dannvie no 123136 sx30Mm08 U 15496 ceHomos). #/0 =
Hem OaHHBIX (He onucaH)

**Bepcua cenoma: GRCh37/hgl 9



Hurepnperanus

MeTo10M MaccoBOr0 MapalIeJIbHOr0 ceKBeHHpoBaHU Ha mpubdope Illumina MiSeqDX
npoBejieH aHaau3 2 reHoB BRCAI u BRCA2. T'erast BRCA1/2 0THOCATCSA K T'PYIIIe TeHOB-CYIIPECCOpPOB,
BOBJIEYEHHBIX B IIPOIleCC TOMOJIOTHYHOM penapaiiu AByHUTeBbIX pa3pbBoB JJHK. Hamrane
KINHIYeCKH 3HAYUMBIX MyTaluii B reHax BRCA I nwim BRCA?2 BBI3BIBAET MOTEPIO (PYHKIIHN OIKOB,
KOAMPYEMBIX 3THMHU IT'€HaMHU, B pe3yJIbTaTe Yero HapyIIaeTcsl OCHOBHOI MEXaHU3M pellapalii
JIBYIIETIOUEYHBIX pa3peiBoB JTHK.

BrisBII€HEI H3MEHEHHS Hy’KJIeOTII,I[HOﬁ II0CJIEN0OBATCIIBHOCTH .

B 11 sx30He reHa BRCA2 (OMIM 600185, ENST00000544455) BeIgBIeHA Aenenus 2
HyKI1eoTH10B: ¢.4409 4410del, p.Ile1470LysfsTerll B reTepo3HroTHOM COCTOSIHUH, YTO IPUBOINT K
CIIBUTY paMKH CUHTBIBAaHUS U MPEKIeBPEMEHHOI TepMIHaiu Oeska. JlaHHas jenenus omrucaHa B 6ase
nma"HpIX ClinVar - VCV000051642.9 u B 6a3e 1aHHBIX TeHeTHIeCKHX MyTariuii 9eopeka HGMD ®
PRO ver. 2022.1 - CD063460 kak naroreHHas. /laHHas 3aMeHa HU pa3y He BCTPETUIACH B
MOMYISAITHOHHOM 0a3e JaHHBIX Gnomad.

I'mybuna mpouteHus BapuanTa 12335x.
B cootBercTBHE ¢ KputepusMu ACMG naHHBII BapuaHT CIeAYeT PaclieHNBaTh KaK MMaTOTeHHBIIL

Taxxe, B 10 sx30He reHa BRCA2 (OMIM 600185, ENST00000544455) BBIgBIeHa
HYKJIeoTHaHag MucceHc-3aMeHa: ¢.1483G>C, B reTepo3UTOTHOM COCTOSHUU, UTO IPUBOJUT K
aMHHOKIHCIIOTHOII 3aMeHe p.Ala495Pro. J/laHHas 3aMeHa omcaHa B 6asze maHHBIX ClinVar
(VCV000051132.9) kak BapHaHT HEH3BECTHOI KIMHHYECKOI 3HAUNMOCTH. BapnaHT He BcTpedaics B
MOIYISAITHOHHOM 0a3e JaHHBIX Gnomad. Takke B JJaHHOM JIoKyce (495) B 0a3e JaHHBIX TeHEeTHIECKUX
myTanuii geroBeka HGMD ® PRO (2022.1) omcad BapuanT CM067652 Kak BapHaHT HeH3BECTHOI
KINHHYECKOI 3HaYIMOCTH.

Myraimmu B reHe BRCA2 accollUMpOBaHbI C ITOBBIIIEHUEM BEPOSTHOCTH Pa3BUTHS paKa
MostouHoil Jkenne3bl (PMIK) u srrannkoB (PA). /g uHTepIpeTaIiy pe3yIbTaToB HCCIeI0BaHUA
HeoOXo/IMMa KOHCYIbTallHs Bpada-reHeTuka. Tpedyercs comocTaBIeHIe KINHUKO-TeHETHIeCKHIX
naHHBIX. Heo0X0/IMo MOATBepIKIeHIEe BBISBICHHBIX N3MEHEHNUI METOI0M CEKBEHHPOBAHMHS 110
CaHrepy.



TEXHUYECKHE CBEJEHHA O IPOBEJAEHHOM UCCJIETJOBAHHUHA

Hcnons3yeMsIil IpHOOp Tllumina MiseqDx
Bcero npoureHnii 1983583
JmiHa mpouTeHmit 2*151 m.o.

CpenHee IIOKPHITHE 5161x
On target 93%
PaBHOMEpPHOCTE 99%
TIOKPBITHA

Meton He MO3BOIAECT BHISABIATh MHCEPIMH U JIedeIHH JUIHHOHN 6onee 10 1m.o., MyTaliuu B HHTPOHHBIX
obmacTax (3a HCKIUEeHHEeM KaHOHWYIECKHX caliTOB CIUIAaliCHHTA), BapHAllMH JUIHHBI TIOBTOPOB (B TOM
qHclie SKCIIAaHCHU TPUILIETOB), a TAaKXkKe MYTAIlHI B TeHaX, Y KOTOPhIX B T€HOME CYIIIeCTBYeT OIMU3KUI IO
MOCTIe/IOBAaTEIBHOCTH Iapalor (TCEeBIOTeH), /IS OIpeleleHHs IHC-, TPaHC-TOIOKEHNsS Hap
TeTepO3UTOTHBIX MYTallHil, a TaKKe JUISl OIIEHKH YPOBHS METIUIMPOBAHUS, BBIIBICHUS XPOMOCOMHBIX
MepecTPOeK, MOTUILTOHIIIH.




