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TepmuHanvHble mymayuu 8 2eHax BRCA1 u BRCA2 accoyuuposaHsl ¢ 8bLCOKUM PUCKOM pA38UMUSL 00HO- U 08YCMOPOHHE20 paKa
MONOUHOTL JHcese3bl U paka AUUHUKOS. ITepsuuHas OuazHOCMUKA paKa AUUHUKOS S8J15emcst CL0%CHOLL 3adauell sgudy omcymem-
8USL 3P PeKMUBHBLX CKPUHUH20BBLX NPO2PAMM, 8 C8SI3U C IMUM MeOUKO-2eHemMUUecKoe KOHCYIbMUPOBaHUe NAYUEHMO8 ¢ 0msi2o-
WEHHBIM ceMeliHbIM AHAMHe30M 87L51emcst 00HUM U3 8AXCHBLX AMAN08, NO380AAIOULX 8bIPAOOMAMbL ONMUMANLHYIO0 CMPame2uro
gedeHUA nayueHmos. B danHoll pabome npedcmasieH KAUHUUecKUll coryuail 08YCmMopoHHe20 MemMAaxpoHHO20 PAKA MOSIOUHbBLX
Jcesie3 U AUUHUKOB, AccoyUUpPO8aHHo20 ¢ mymayueli 5382insC 6 zene BRCAL.
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BRCA1 and BRCA2 genes mutations increase the risk of breast and ovarian cancer. Primary diagnosis of ovarian cancer is a compli-
cated task due to the lack of effective screening programs, in this regard, medical and genetic counseling of patients with a family
history is one of the important steps to develop an optimal strategy for the management of patients. In this article is presented
an analysis of a clinical case of a patient with bilateral metachronous breast and ovarian cancer with a detected germinal mutation
5382insC in the BRCA1 gene.
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BBEQEHVE

B cTpyKType OHKOJIOTUYIeCKO 3a601eBaeMOCTH YKEH-
ckoro HacesieHus1 Poccutickoit @eziepanuivi pak AMIHUKOB
(PAI) 3aHuMaet 9-e mecto. CpefHUI BO3pacT OONbHBIX
C YCTaHOBJIEHHBIM BIlepBbIe B *KU3HU Auarto3oM P co-
craBuwi1 59 sner. KymynaTuBHBIM puck pasButusa P
He mpeBbimaet 1,22 % [1]. Ha ocHOBaHUM aHHBIX Me-
TaaHAIN30B, U3yJYaBIINX CEMeNHbIN aHaMHe3 P, kymy-
JIATUBHBIN pucK pa3BuTud Pf B TeueHUe KU3HU BapbU-
pyet oT 40 10 60 % Ipu Hac/leZOBaHUU repMUHATbHBIX
myTauuii B reHe BRCAT u ot 16 mo 30 % mpu HamIuIun
MyTaIruu B reHe BRCA2 [2-4].

Hawubosee pacnpocTpaHEHHBIN TUCTOJOTHYECKUN
tun P{ y Hocuteneit mytanyu B reHe BRCA1/2 — uHTpa-
snuTeNManbHad KaplHOMa, YacToTa AUarHoCTUPOBaHUA
KoTopo# Bappupyet oT 60 g0 85 %. Haubosee gacTeIM
[IOATUIIOM WHTPasIIUTeNHANbHBIX KapIHOM ABJAeTCA
Cepo3HBIH pak (1o 75 %). g HuzkopuddepeHIIpoBaH-
HBIX CepO3HbIX KaplIMHOM XapaKTepHa BbICOKAas JeTaslb-
HOCTb, IIPUYNHAMY KOTOPOM MOT'YT OBITH TOBEPXHOCTHOE
PAacCIIoIoXKeHNE OIyXOJIU M paHHee BHYTPUOPIOIINHHOE
MeTacTasupoBaHue [5, 6].

JluarHo3 P51 B GOIBITMHCTBE CTydaeB YCTaHABIHUBAIOT
Ha no3gHux craguax. [lopazaka 58,5 % BHOBB BBIABJIEH-
Horo PA muarnocrtupyrot Ha III/IV craguu, 4To B mep-
CIIEKTUBE aCCOIMMPOBAHO C HU3KOMU 5-7TeTHeU BhIXKHBae-
mocTblo. [luarno3 PA npu I/II craguy ycTaHOBIJIEH
y 39,4 % 6onbHBIX [1]. O611a% BEBLKUBAEMOCTh OOJTBHBIX
P4 BapbUpyeT B 3aBUCHMOCTH OT CTaJuU 3ab0JIeBaHUA,
Bo3pacTa OGOJIbHBIX, 06beMa IIPOBEJAEHHOTO JEYEHUS.
[To faHHBIM KOHOMUYECKU Pa3BUTBHIX CTPaH, TaKUX
Kak Ascrpanusd, Kanaga, Jlanusa, Hopserua u Benuko-
OpuTaHu, CTAaHZAPTU3NPOBAHHASA 110 BO3pACTY 1-JIeTHAA
BBDKMBAEMOCTD COCTaBmiIa OT 68,8 % (BelMKOOpUTaHYS)
7o 74,9 % (Ascrpanus) [7-10].

Ha cerozuAmHuil feHb HeT CKPUHUHIOBBIX IIPO-
rpaMM ¢ J0Ka3aHHOU 3¢ PeKTUBHOCTHIO, TIO3BOJISIONINX
AuarHocruposats Pf Ha paHHUX crazuax. beuio npose-
ZIeHO 6OJIBIII0e KOJTMIECTBO UCCIEA0BAHUN 110 UCIIOTb30-
BaHUIO Y/IbTPA3BYKOBOTO ucciezoBanus (Y3U1) opraHoB
MaJsoro Tasa U/WIM TpaHCBaruHajabHOro Y3U, a Takxke
OIpeZieJIeHUI0 YPOBHA CBIBOPOTOYHOT0 aHTUureHa CA125
B KayeCTBe METO/IOB paHHel AmarHocTuku P, omHAko
Ha JIaHHBII MOMeHT 3¢ GeKTUBHOCTh CKDUHUHTOBBIX IIPO-
rpaMM HeyZIOBJIETBOPUTEbHA, TAK KaK 06J1aiaeT HU3KOH
YyBCTBUTEIBHOCTHIO. J/ITaHHOE ITOJIOKEeHYE 0Oy CIOBIMBA-
eT 060CHOBaHHOCTh TIEPBUYHON TPODMIAKTUKY KaK JIyd-
el CTpaTeruy MO CHUXKEHUI0 CMePTHOCTU OT P
JUIA JKeHIUH M3 TPYII KaK BBICOKOTO, TaK M HU3KOI'O
pucka. Mmeromuecsa CKPUHUHIOBble IPOrpaMMBI
JUIST paHHeN AuarHoCTUKY PSl He mokasanu 3G PpeKTuB-
HOCTH B OTHOLIEHUU CHU)KEHUA cMepTHocTU. Ciiydau
IIOC/IEOTIEPAIIIOHHOTO MOP()OJIOTMYECKOTO TIOATBEPK/E-
Hus P4 mocse mpoBeZieHHOH MPOGUIaKTUIECKOU Ccaslb-
nimHrooBaprosktoMud ([1COJ) y HOCUTETBHULL MyTaI[UN

ME LK O-M EHE TWHECKOE KOHCY b TVIPOBAHVE
BIPAKTIKE BPAYA-OHKOSIOT A

B reHax BRCA1 u BRCA2 coctasisaioT 4-12 % [11, 12,
13].

B pa6ote D. Ford u coaBT. TOKa3aHO, YTO HE Y BCEX
JKeHIIWH ¢ ceMelHoU ucropueil P u paka Moso9HON
»kese3bl (PMIK) yzaeTcsa moATBEpANTD HATUYWE MyTali
B reHax BRCA1/2. Tem He MeHee pUCKU pa3Butua Pf
u PMJK B 3TOH rpynie manyeHTOB 3HAYUTETbHO BHIIIE
IO CPaBHEHUIO C OOIIENOMy/ISIUOHHBIMY [4].

CoryiacHO JaHHBIM [TOMYJIAIIMOHHOTO HCCIeJ0OBaHN,
npoBezenHoro B CIIIA, mopsgka 80 % 6oipHBIX P Hu-
KOT7Zla He BBIIOJHANCA AUAarHOCTUYECKUM TeCT ¢ 1ebio
BBISIBJIEHUS MyTaluu B reHax BRCA1 v BRCA2 [14].

B ucciegoBaHuy, IpoBeleHHOM 1107, PYKOBO/JICTBOM
M. D’Alonzo, OJTy4eHbI pe3y/IbTaThl, COTJIACHO KOTOPBIM
y HocuTesnel mytaiuu B rene BRCA1 puck pa3Butus P
Bo3pactaeT nocsie 30 yieT. Bo3pacTHbIe pUCKU Pa3BUTUA
P{ pa3HATcA y mManueHToB ¢ MyTaiuei B reHax BRCAT
1 BRCAZ2, yTo oTpakaeTca Ha peKOMeH/IalHAX 10 BBIOJI-
Henuto [1CO3. [TanuenTtam ¢ MmyrauuaMu B reHe BRCAI
pekoMeHZoBaHO BeIIIoJHeHHe IICO3 B BoO3pacre
70 40 sieT, ocIe BHITIOTHEHUS PENPOAYKTUBHOU QyHK-
LIWH, TOT/Ia KaK /ISl HocuTeslel MyTauuii B reHe BRCA2
peKoMeHZyeMblii Bo3pacT BbInosiHeHUA [1ICOD BhIle
Ha 10 net. Kpome Toro, B JaHHOM HCC/IeJOBaHUHU ITPOBe-
JleH aHa/In3 Ka4eCcTBA KU3HU OOJIbHBIX TIOCJIE BhIIIOIHE-
Huda IICOD u czaenaH BBIBOZ O TOM, YTO [ BYCTOPOHHAA
IICOD MOXeT CHU3UTh KAauyeCTBO KU3HU KEHIUH H3-
3a CUMIITOMOB DaHHeH MeHomay3bl JaxKe Ha GoHe 3ame-
CTUTETbHOU ropMoHoTepanuu [15].

B 2009 r. ACOG (American College of Obstetricans
and Gynecologists) pekomeHzg0Bas1 BEIoMHeHNe [ICOD
JKeHIMHAM ¢ MyTauuamu B reHax BRCAI u BRCA2, fo-
CTUI'IMX Bo3pacTta 40 JieT, WiK [oc/Ie BEIIIOJHEHUA pe-
TIPOAYKTUBHON QYHKIINU.

B pekomengarnusx NCCN (National Comprehensive
Cancer Network), onybkoBaHHbIX B 2018 1., coobiraeTcs
0 TOM, YTO YKEHII[THAM ¢ MyTalaMuy B reHax BRCAI v BRCA2
nokasaHo BeimonHeHue [ICO3 B Bospacrte oT 35 A0 40 ner,
I0CJIe BBIMIOJTHEHUS AeTOPOAHON QYHKIMU. BBUAY TOTO
uyTto P y marneHTOK ¢ MyTatueli B rene BRCA2 pa3BuBa-
etcd Ha 8-10 JeT mo3gHee, 4eM Y HOCUTeIbHULL MyTallii
BreHe BRCAI, TICOD MoKeT OBITh BEIIIOTIHEHA B BO3pacTe
40-45 net. 14 TexX MalMEHTOK, KOTOPBIE IPEAIIOWIN
HabIoeHre, PeKOMEH/IOBAaHEI TPOBe/IeHe CKPUHIHTO-
BOTO TpaHCBarnHajbHOro Y3U u ucciefoBaHue YpOBHA
mapkepa CA125 ¢ 30-35-neTHero Bo3pacra [16, 17].

B 2018 r. opranmsanus Cochrane omyb6iukoBana
MeTaaHanM3 10 KOTOPTHBIX UCC/IEOBAHUHN, BKITFOUHUBITAN
8087 Hocurenel myrarnuu B rene BRCA1 v BRCA2 (na-
uueHTsl nocie [1COD (n = 2936) u rpynmnsl KOHTPOJIA
(n = 5151)). Bo Bcex uccaefoBaHUAX, BKIIOUEHHBIX B Me-
TaaHa/IN3, CDABHUBAJIMCH OT/Ia/IEHHbIE Pe3y/bTaThl eve-
HUA Tocse BHIONMHeHHOH TICOD ¢ mpoduimakTiiecKon
MAaCTOKTOMUEeH min 6e3 Hee C TAKOBBIMU Y KEHIIWH,
He nioaBeprasumxcs [1CO3. CpegHuii Bo3pacT 60IbHBIX
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cocraBun 39,4 (22-63) roza B XUpyprudeckou rpyiie
u 35,3 (17-65) roza B rpymnie KOHTpoJsA. [lonydeHHbIe
JaHHbIe okasanu BiausaHue [ICOD Ha yiydiieHye obieit
BBDKUBAEMOCTU U CHUXKEHVE cMepTHOCTHU OT PA y HOocu-
Teneit myranuu B reHax BRCAI v BRCAZ2 [18]. Kpome
TOT'O, BBIABJIEHO CHUKeHMe cMepTHocTy oT PMDK y Hocu-
Tesnelt mytaiuu B reHe BRCAI. JIist 60JIbHBIX C My TaIlUs-
MU B reHe BRCAZ2 Takasi B3aMMOCBS3b He ObLIa TOATBEPIK-
mena [19].

CoryiacHO ZIJaHHBIM psZia MeXAYyHapOAHbBIX UCCIe/o-
BaHwmi, [ICOD cHmKaeT puck pa3BuTus PS u paka dai-
JonueBbIX TPyO Ha 85-90 % u puck PMXK Ha 40-70 %
y HocuTesnel myranuu B reHax BRCAI wiu BRCA2 c co-
XpaHeHUeM 3aimuTHoro 3ddekra B TeueHue 15 et [16,
20, 211].

[To ZaHHBIM pa3iIUYHBIX UCCIeOBaHUN, 3HAUUTE/b-
Had yacTh Pf u nepuToHeanbHOI'0 paka MOXeT pa3BU-
BaTbhCA U3 GauonueBbIX TPYO [22]. ITepBUYHBIN IEPUTO-
HeaJIbHBIN paK — arpeccuBHadA 37I0KayecTBeHHasA OIyX0Jb,
KOTOpasi B HACTOSIIIUY MOMEHT He MOXXeT OBITh ANaTrHO-
CTHpOBaHa IOCPEACTBOM CKPMHUHIOBBIX IIPOTPAMM.
B nacrosiee Bpemsa cpefHUN BO3pacT AUarHOCTUKY I1ep-
BUYHOTI'O IEPUTOHEATBHOTO paKa cocTaBisieT 63 (44-74)
roza [23]. B meTaananuse C. [avazzo, BKIIOYaBIIIEM JaH-
Hble 9 NPOCIEeKTHUBHBIX U 5 PETPOCHEKTUBHBIX UCCIeZ0-
BaHUH, IpeJIIPUHATA IONBITKA BBIABUTH YaCTOTY Pa3BU-
THA MEePBUYHOI'O IMEepPUTOHeasbHOro paka. Obuiee
KOJIMYECTBO ITallIeHTOB B MeTaaHau3e cocTaBuio 1830.
VY 28 (1,53 %) manueHTOB B HCCIeIOBAHUN AUArHOCTH-
POBaH NEepPBUYHBINA IEPUTOHEATbHBIN paK B BO3pacTe
oT 48 no 61 roga. Myraius B reHe BRCAI BbIsIBIEHA
y 9 u3 28 nmanuneHToB C NEPBUYHBIM IIEPUTOHEATBHBIM
pakowm, B reHe BRCA2 — y 2 maniuieHToB, y 17 maijeHToB
cratyc reHa BRCA He 6511 siceH. [ICOD 6bLTa BHIITOTHEHA
23 u3 28 nauueHToB, 0BAPUOSKTOMMUA BHITTONIHEHA 5 Ta-
IMeHTaM. MHTepBas ¢ MOMeHTa TPOIIAKTUYIECKOH OlTe-
paluu 0 BpeMeH! BBIABIEHNA IepBUYHOI'O IIepUTOHEe-
aJIbHOTO paka cocTaBwi oT 12 f0 84 Mmec. BriABIeHHBIN
IIepBUYHBIN IIepUTOHEANbHBIN paK y BceX MalllieHTOB
VMeJT CEPO3HbIN TUCTOMOTUYEeCKUH oAt [24]. Takke
onpeziesieH KyMYJIATUBHBIM PUCK Pa3BUTHUA IEPBUYHOIO
TIEPUTOHEATLHOTO PaKa y HOCUTeNIeN MyTallluii B TeHax,
BOBJIeUEeHHBIX B pemnaparuio JTHK, KoTopsIii cocTaBisieT
1,3 % Ha NpOTMKEHUU KU3HU, YTO CIeAyeT yUUTHIBATh
nipu wianupoBanuu [1COD [25].

CayrbIIMHIO9KTOMYSI 6€3 0BAaPUOIKTOMUM He SIBJIAET-
cs1 CTaHZAPTOM IPOPIUIAKTHYECKOH Ollepalvi, U B Ha-
CToAIlee BpeMs IIPOZOJLKAIOTCA UCCIeloBaHUA 110 NHTep-
BaJIbHOU CATTBIITHTO3KTOMUY ¥ OBapUOIKTOMHUH [26, 27].

B ciyuae, eciu nnoote BeimonHeHuA I1COD npu mia-
HOBOM TUCTOJIOTUYECKOM HCCIeZ0BaHUYN AUArHOCTUPO-
BaJId cepO3HbIN PSl, BEICOKAsA YyBCTBUTENBHOCTD K XUMUO-
TepaneBTUYeCKUM U TapreTHBIM cXxeMaM JIeYeHU 3a C4eT
CHUIKEHHOH U OTCYTCTBYIOIIEeH pernapaiuu JIHK obecre-
YyuBasa JIy4YIylo Oe3peluANBHYIO BBIXKHMBAEMOCTH

ME LK O-T EHE TWHECKOE KOHCY b TUPOBAHVE
BIPAKTIKE BPAYA-CHKOSIOT A

naireHToB ¢ BRCA-accornupoBaHHBIM PS o cpaBHeHUIO
¢ 6onbHBIMY 6e3 MyTaluii B reHax BRCA1/2 [28].

KIMHUYECKIMA CRYYAV

B 2003 2. nayuernmye I. 36 iem 6bL1 duazHOCMUPO-
8aH pAK Npasoll MONOUHOLU Hcene3bl HA oHe 23 Hedendb
bepemenHocmu. BepemeHnHocmb npepgaHna no JcenaHuro
nayueHmxku, Hauamo aederue. B PI'BY «HauuoHabHbLIL
MeduyuHckull yeHmp owkonozuu um. H.H. Broxuxa» MuH-
30pasa Poccuu 8binosHeHa padukanbHas pe3eKyus npda-
801l Mol0uHO1l Hcese3bl. B nocieonepayuoHHoOM nepuode
NpoeooLNACh JyHe8dsk mepanusi HA NOCe0NePaAYUOHHYIO
obsacms u pe2uoHabHble 30HbL. B 2015 2. npu niaHogom
obcnedogaHuu 8 omoesneHUU aMbyIamopHbLX Memo0dos
JduazHoCMUKU U JiedeHUsl NPU NPo8edeHUU MAMMOo2paPu-
1ecK020 UCCIe008AHUSL BbLSIBJIEHO OMYyX0se80e 06pasosa-
HUe 1801l MOJIOUHOTL Jicesle3bl, 8blNOJIHEHA MOHKOU20Ib-
Has buoncus 06paszosarusi. Llumonozuueckoe 3akntoueHue
uccedo8aHHo20 06pasya: pax Jneeotl MOJOUHOU Jicesie3bl
(6e3 00NONHUMENbHBIX YMOUHEHUIL).

Yuumulgas memaxpoHHoe 08ycmopoHHee nopasiceHue
u Mosno0otl 8o3pacm, nayueHmka 6vL1a HANPABIAEHA
HA KOHCYIbMAayuio K 8pawy-zeHemuKy.

Cemelinbiii aHamHes omsieoweH PVDK u PA (cm. pucyHok).

Ha 6ase nabopamopuu KAUHUUeCKOU OHKO2eHemuKu
HUH xknunuueckotl onkonozuu ®PI'BY «HauyuoHanbHblil
MeduyuHckull yeHmp owkonozuu um. H.H. Broxuxa» MuH-
30pasa Poccuu npogedeHo onpedesieHue NepauUHoOll CmpykK-
myput kooupytouleti uacmu 2eHos BRCA1, BRCA2 u CHEK2
Ha npedmem HAAUUUS 2ePMUHATBHbIX Mymayuil. B kodoHe

50
PMX / BC
85
P/ 0C
44
36 PMXK / BC PA/0C

47 PMX /BC
48 PA/0OC

BRCAT 5382insC

Cemelinotil anamHe3 nayuenmxku I., 36 1em. PMOK — pak mo-
JIOUHOU Hcene3vl; PA — pak auuHukos

Family history of a female patient G., 36 years. BC — breast cancer;
OC — ovarian cancer
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1755 ax3ona 20 zena BRCAI eblsigieHd 2epMUHANbHAS MY-
mayus 5382insC (c.5266dupC, p.GIn1756fs, rs80357906)
8 2emepo3uzomHoM cocmosiHuu (maba. 1, 2). Mymayus

MELKO-T EHE TWECKOE KOHCY TbTVIPOBAHVE

A L G) BY 40 |

5382insC zena BRCAI 3apezucmpuposauna 8 Meoic-
dyHapooHotl 6ase daHHbix BIC (research.nhgri.nih.gov/)
KaK 8bCOKONAMO2EHHDLIL, KTUHUUECKU 3HAUUMbLI 6apuaHm,

Tabauna 1. Xapakmepucmuka eepmunanshoti mymauuu NM_007294.4(BRCA1):c.5266dup (p.Gin1756f3). Hemounuk:

https.//www.ncbi.nlm.nih.gov/clinvar

Table 1. Characteristics of a germinal mutation NM_007294.4(BRCA1):c.5266dup (p.Gin1756f5). Source: https.//www.ncbi.nlm.nih.gov/clinvar

MuTepnperanua
Interptretation

ID amnenu
Allele ID

Tun BapuanTa
Variant type

JlivHa BapruaHTa
Variant length

uI/ITOPeHeTI/I‘IeCKaH JIOKaJIN3alusa
Cytogenetic location

I'eHOMHAas JTOKaIM3aUA
Genomic location

V3MeHeHHBIN 6eI0K
Protein change

Jpyrue Ha3BaHUA
Other names

[TaTorennas
Pathogenic

32716

YaBoeHue
Duplication

1bp

17q21.31

17: 43057062-43057063 (GRCh38) GRCh38 UCSC
17:41209079-41209080 (GRCh37) GRCh37 UCSC

Q1756fs, Q1777fs, Q652fs, Q1709fs

5382_5383insC
p-Gln1756ProfsX74
5382insC
5384insC
5385insC
5383insC

Tabauna 2. QyHKYUOHANbHAS 3HAUUMOCHb 2epmunanbhoil mymavuu NM _007294.4(BRCA1):c.5266dup (p.GIn1756fs) ¢ xapakmepu-
CMuKoil cunopomanvHoll namoaoeuu. Mcmounuk: https.//www.ncbi.nlm.nih.gov/clinvar

Table 2. Functional significance of the germinal mutation NM_007294.4(BRCA1):c.5266dup (p.Gln1756fs) with characteristics

of the syndrome. Source: https.//www.ncbi.nlm.nih.gov/clinvar

Review status
(Assertion criteria)

Interpretation

Condition

Submitter

(Last evaluated)

Kpurepuu npezcraBieHs!,

€IMHCTBEHHBIN UCTOYHUK
g?&r:;gg? 9r) (xputepun oreHku Mendelics 2017).
Pathogenic : MeTo/: KIMHUYECKUH aHAIN3
(Ma §8 2019) Criteria provided, single submitter

Yy 25, (Mendelics Assertion Criteria 2017).
Method: clinical testing

Kpurepuu nipescraBieHsl,
TlaTorenHas €ZIMHCTBEHHBIN MCTOYHUK
(24 anpens 20191) . KPHTEPHH LMD
e €TO/: KINHUYECKUW aHaIu3

Criteria provided, single submitter
(LMM Criteria).
Method: clinical testing

(Apr 24, 2019)

(Inheritance)

PaK MOJIOUHOM KeJIe3bI
W SUYHUKOB, CEMENHBIN 1.
VcTOUHUK a/liesii: HeM3BeCcTeH
Breast-ovarian cancer, familial 1.
Allele origin: unknown

HacsieicTBEeHHBIN CHHPOM pakKa
MOJIOUHOM JKeJIe3bl U ANYHUKOB
(ayTOCOMHOE IOMUHAHTHOE
HaclIeI0BaHUE).

HcTouHuk awienu: 3apoJhbliieBasd
JINHUA

Hereditary breast and ovarian cancer
syndrome (Autosomal dominant
inheritance).

Allele origin: germline

Mendelics

Perucrpanus:
SCV001140476.1
[Tozana 22 okTs6ps 2019 .
Accession: SCV001140476.1
Submitted: (Oct 22, 2019)

Laboratory for Molecular
Medicine, Partners
HealthCare Personalized
Medicine

Perucrpanusa:
SCV000271320.4
INomana 3 uroHa 2020 .
Accession: SCV000271320.4
Submitted: (Jun 03, 2020)
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ACCOUUUPOBAHHDLIL € BbICOKUM PUCKOM O0HO- U O8YCTMOPOH-
He2o PVDK u PA, a makxce ¢ uyscmeumenbHocmbvio k PARP-
uxzubumopam. Knacc mymayuti — 5.

Tenemuueckuii duaeHos: HacnedcmaeHHwlii BRCAI-acco-
yuuUpo8aHHwili memaxporHsiii PVDK. Puck pazsumus PA 3Ha-
YUMebHO npesblillaem 006UenonyIAUyUoHHbLL Puck Hacedo-
8aHUS 2epMUHANbHOU mymayuu 5382insC 8 zene BRCAI
podcmaenHuxamu I cmenenu poocmaa cocmasnsiem 50 %.

ITo pe3ynbmamam KAUHUUECKUX U MOSEKYSPHO-2eHe-
muueckux uccied08aHuUll nayueHmke 8bINOJHeHA 08YCmo-
DOHHSISL MACMIKMOMUSL ¢ 0OHOMOMEHMHOTL PeKOHCMPYK-
yuetl, paszssicHeHbl pucku passumus PS5, npednoxcena
IICO3. Ha 2-m amane JieueHUst npogedeHd NoAUXuUMUome-
panus no cxeme 4AC + T ¢ nocnedyrowetl 2opmoHomepa-
nueil mamoxcugerom 8 doze 20mz/cym. [locie OKOHUAHUS
JleueHUsl, C yUemom JUUHO20 U OHKONI02UUECKU OMsA20UeH-
HO20 ceMellH020 AHAMHe3d, 8blCOK020 PUCKA pa3eUmus
BRCA1-accoyuuposarHozo P4, geinonnena [ICO3 8 naawe
KOMIIeKCHO20 JledeHusl. 1o pe3yismamam niaaHo8ozo 2u-
CTMOJI02UUeCcK020 UCCNe008aHUSL NOOMBePHCOeHO HANUYUe
cepo3HOll A0eHOKAPYUHOMbL 8 060UX AUUHUKAX. Bmopbim
XUpYpau1ecKUM 3MAanom 8blnoHeHbl IKCMUPNAyUs Mam-
KU ¢ npudamkamu, yoaneHue 6016UL020 CANbHUKA.

ME LK O-T EHE TWHECKOE KOHCY b TUPOBAHVE

A L G) BY 40 |

OkxoHuamesnbHbLil OUA2HO3: NEPBUUHO-MHONCECMBEHHbLE
MmemaxpoHHsle BRCAT-accoyuuposaHHble 310KauecmeeHHble
H08000pA308AHUSL: paK NPasoli MosiouHoll nceneabt TINOMO,
IA cmadusi, cocmosiHue nocjie KOMOUHUPOBAHHORZ0 JleUeHUS.
8 2003 2.; pak negotl monouHotl ncenezvt TINIMO, ITA cma-
0us, cocmosiHue nocie 08YCMOPOHHelU MacmaKmomuu
C OOHOMOMEHMHOU PEKOHCMPYKUUETl MONIOUHbLX HCene3, KOM-
nekcHozo siedeHust 8 2015 2.; PA T2cNOMO, cocmosiHue no-
cJle xupypeuueckoeo JieueHusi 8 2016 e.

SAKNHYEHNE

PocT 3a00/1eBaEMOCTH BIIEPBBIE BhIABIEHHBIM PMIK
u P4 cpenyt KeHIIMH MOJIOZIOTO Bo3pacTa 00yCIOBIUBaET
HeOOXOIMMOCTb KOMIUIEKCHOT'O U MYJIBTUVICIITUTITHAPHO-
IO MOAXOZA K AUATHOCTHKE, JIEYEHHIO U MPODUIAKTHKE.
MeauKo-reHeTHIecKoe KOHCY/IbTHPOBaHE OOIbHBIX Ha JI0-
TOCIIUTAIBHOM dTalle U/ WK Iepe HauaIoM JiedeHs1 obec-
TIeYMBAET pacyeT PUCKOB Pa3BUTHA BTOPBIX IE€PBUYHBIX
OITyXOJIEH U 37I0KaYeCTBEHHBIX HOBOOOPA30BaHUM JPYTHX
JIOKQJIM3AIMH, Olpe/iesisieT HeOOX0AUMOCTh IIPOBEEHNS
LIEJIEBOT'O JIeYeHUs U MPOGIIAKTUIECKUX XUPYPIUIECKUX
BMEIIATENbCTB, YTO B UTOT'€ UIPAET PEIlalollyl0 POJb
JUIA YIIydIIeHUA OTAAJIEHHBIX Pe3y/IbTaTOB JIEYEeHNs.
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