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Pesynbrar uccnegoBanust Ne 0000016434 ot 08.06.2020

®UO: TEST AL-G-279 TEST TEST
Jara poxeHus:

ITom: XK

[ara B3sTust 6momarepuana: 01.04.2020
Hara peructpanuu: 08.06.2020

Bpau:

buomarepuan: kpoBb

Homep obpasia: *0000016434*
Otaenenue / xapra / JIITY: / /1000
CrpaxoBast kommaHus: N/A

Ne mosnmca:

Hccrenosanne Omnpenesenne myranuii B renHax BRCA1 u BRCA2 (20 myranum). Uc-

CJeaJ0oBaHuC KIIMHUYCCKH 3HAYUMBIX MyTaHHﬁ.

®enorun  Pak M0J104HO# Kes1e3bl
PesyasbTar:
I'en Ha3panue rena Bapuanr I'enorun | Puck
BRCALl IIpotenn 1 panHero Hayama paka momod- | BRCALI (185DelAG; | Ins/Del IoBbIIEHHBIT
HOM XKele3bl 65DelT) (rs80357713,
15s77944974)
BRCALl [Iporenn 1 panHero Hayama paka momod- | BRCAI (5382InsC) | Del/Del CpemHeony s IIHOHHBII
HOM XKeJe3bl (rs80357906; rs76171189)
BRCA1 IIporenn 1 panHero Hadana paka moiod- | BRCA1 (4153DeclA; | Ins/Del IloBbIlIeHHBIIT
HO# XKele3bl 4154DelA; rs80357711)
BRCA1 IIporenn 1 pannero Hadana paka monod- | BRCAI (A1708E/V: | Glu/Glu IloBbIIEHHBIH
HOM KeJIe3bl Alal708Glu/Val;
1s28897696)
BRCA1 IIporenn 1 pannHero Havana paka moiod- | BRCA1 (Argl699Trp; | Arg/Arg CpenaHenonyIsIIuOHHBIH
HOM KeJe3bl R1699W; 1rs55770810)
BRCALl IIpotenn 1 panHero Havama paka momod- | BRCAL (C61G; Cys61Gly; | Cys/Gly IoBbIIIEHHBIT
HOM JKeIle3bl C61G/R; Cys61Gly/Arg;
1s28897672)
BRCAL1 IIpotenn 1 pannero Hauwana paka monod- | BRCAI ( 2080delA) | Ins/Del IoBbIICHHBIH
HOM XKeJe3bl (rs80357522)
BRCAL1 IIpotenn 1 panHero Hawana paka monod- | BRCAI (  g43093119 | Ins/Ins CpenHenomyIsaIHOHHbII
HOM JKeJIe3bI 43093120del;  2530delAG
c.2411-2412 delAG;
p-GIn804Leufs; rs80357664)
BRCA1 [Iporenn 1 pannero Hawyana paka moiod- | BRCA1l (3819delGTAAA; | Ins/Ins CpenHenonyIsIHOHHbIH
HOU KeJIe3bl 3819 3823delGTAAA,
rs80357609)
BRCA1 IIporenn 1 panHero Hauana paka monod- | BRCA1 (3875delGTCT; | Ins/Ins CpeaHenonynsinruoOHHbIR
HOM JKeJe3bl 3875 3878delGTCT;
rs80357868)
BRCA1 IIpotenn 1 panHero Hawana paka monod- | BRCAI (901C>G/T; | Arg/Arg CpenHenomyIaIHOHHbIH
HOM JKeJe3bl Argl443Gly/Ter;
rs41293455)
BRCALl IIpotenn 1 pannero Hawana paka momod- | BRCAI (1898T>G/A; | Met/Met CpenHenomy IS IIHOHHBII
HOU JKEIIe3bI Met1775Arg/Lys;
rs41293463)
BRCA1 IIporenn 1 panHero Hadama paka monod- | BRCA1 (E1134X; | G/G CpenHenonyIsIuOHHBIH
HOM JKeJIe3bI ¢.3400G>T; p.Glull134Ter;
rs80357018)
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I'en HaszBanue rena Bapuanr I'enorun | Puck
BRCAL1 IIpotenun 1 panHero Hauana paka Monod- | BRCAI (K679X; | A/A CpenHenonyIsHOHHbIH
HOM XKeJne3bl c.2035A>T;  p.Lys679Ter;
rs80357082)
BRCA1 IIpotenn 1 panHero Hawana paka Monod- | BRCAI (4440insG | Del/Del CpenHenomy s IHOHHbII
HOW JKeIe3bl ¢.4321dupG;
p-Aspl1441Glyfs;
rs80357748)
BRCAL1 [Iporenn 1 pannero Hawyana paka moiod- | BRCA1l (1175 1214del40; | Ins/Ins CpenHenonyasHOHHbII
HOM XKene3bl Leu392Glnfs; rs80359874)
BRCAL1 IIpotenn 1 pannero Hawama paka momod- | BRCALI (2457delC; | Ins/Ins CpenHenomy S IHOHHBII
HOW JKEJIe3bI Asp821Ilefs; rs80357669)
BRCA2 IIporeun 2 panHero Hadana paka moiod- | BRCA2 Ins/Ins CpeaHenonyyisrOHHbIN
HOM XKele3bl (6174DelT;rs80359550)
BRCA2 IIpotenn 2 panHero Hauana paka monod- | BRCA2 (c.4258delG, | Ins/Ins CpenHenonyasaOHHbII
HOM JKeIle3bl p-Asp14201lefs;rs80359436)
BRCA2 IIpoteun 2 panHero Hawyana paka moiod- | BRCA2 (2041insA; | Del/Del CpenHenomyISIHOHHbIH
HOM KeJe3bl c.1813dupA;
p-11e605Asnfs;rs80359308)

Pacwugposka puckos:

puck «Ilpomexmusnviiiy — OR 0-1; puck «Cpeonenonynayuonnwitiy — OR 1; puck «Ilosviwennviiiy — OR 1-3; puck «Buvicokuiiy — OR 3-5.

3akiaouenne

BRCAI(BRCA1 (185DelAG; 65DelT)
(1580357713, 1577944974))

BRCA1(BRCAL
(rs80357906; rs76171189))

(5382InsC)
BRCAI(BRCA1 (4153DelA; 4154DelA;
rs80357711))

BRCAI(BRCAL1 (A1708E/V:
Alal708Glu/Val; rs28897696))

BRCAI(BRCA1 (Argl699Trp; R1699W:;
rs55770810))

BRCAI(BRCAl (C61G; Cys61Gly;
C61G/R; Cys61Gly/Arg; 1s28897672))
BRCAI(BRCALI ( 2080delA)
(1s80357522))

BRCAI(BRCAL ( 2.43093119

43093120del; 2530delAG ¢.2411-2412
delAG; p.GIn804Leufs; 1s80357664))

BRCAI(BRCA1 (3819delGTAAA; 3819
3823delGTAAA; rs80357609))

BRCAI1(BRCA1 (3875delGTCT; 3875
3878delGTCT; rs80357868))

BRCA1(BRCALl (901C>G/T;
Argl1443Gly/Ter; rs41293455))

Oo6HapyxeHa BeposSTHO-TIaToreHHass mytanus 65DelT, cBs3aHHas ¢ pUCKOM paka Mo-

JIOUHOM IKeJIe3bl

BEIsSBIICHHBIN TEHOTHII 110 YKa3aHHOMY BapUaHTYy I'CHA HE CBA3aH C pPUCKOM PA3BUTHUSA

OITMCBhIBACMOT'O q)eHOTI/IHa

OOHapyxeHa BeposiTHO-natoreHHass myrtanus 4153DelA (4154Del), cesizanHas c

PHUCKOM paka MOJIOYHOM JKEeJIe3bI

Oo6HapyxeHa BeposiTHO-naroreHHast mytanus Alal708Glu/Val, cs3anHas ¢ pruckoM

paka MOJIOUHOH >KEJIe3bl

BbISBICHHBIN T€HOTHUII 110 YKa3aHHOMY BapUaHTy I'€Ha HE CBSI3aH C PUCKOM Pa3BUTUSA

OIIKMChIBACMOI'0O (beHOTI/IHa

OO6HapyxeHa BeposTHO-aToreHHass Mytanus 181T>G, cBs3aHHas C PHUCKOM paka

MOJIOYHOM JKEJIE3BI

OOHapyxxeHa BeposTHo-naroreHHast myranus 2080delA, cBs3aHHAs ¢ PUCKOM paka

MOJIOYHOM KEJIC3BI

BrIsBIIeHHBII TEHOTHIT IO YKa3aHHOMY BapHAHTY T€Ha HE CBA3aH C PHCKOM Pa3BHTHUS

onuceiBaeMoro (eHoruna

BEIsSBIICHHBIN TEHOTHII 110 YKa3aHHOMY BAapUAHTY I'CHA HE CBA3dH C pPUCKOM PA3BUTHUSA

OTIMCHIBAEMOTO (PEHOTHITA

BbIsBICHHBIN T€HOTHUII 110 YKa3aHHOMY BapUaHTy I'€Ha HE CBSI3aH C PUCKOM Pa3BUTUS

OIIKMChIBACMOI'O (beHOTI/IHa

BEIsSBIICHHBIN TEHOTHII 11O YKa3zaHHOMY BapHUaHTy I'€Ha HE CBA3aH C PUCKOM Pa3BUTHUL

OIIHCBHIBAEMOTro (heHOTHIIA
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BRCA1(BRCAI (1898T>G/A; BBIABICHHBIN T€HOTHII IT0 YKa3aHHOMY BapHaHTy F'eHa HE CBA3aH C PUCKOM Pa3BUTHSA

Met1775Arg/Lys; rs41293463))

BRCAI(BRCA1 (E1134X; ¢.3400G>T;
p-Glul134Ter; rs80357018))

BRCA1(BRCALI

p-Lys679Ter; rs80357082))

BRCAI(BRCA1 (4440insG c¢.4321dupG;
p.Asp1441Glyfs; rs80357748))

BRCA1(BRCALI

Leu392Glnfs; rs80359874))

BRCA1(BRCAL1 (2457delC; Asp8211lefs;

1s80357669))

BRCA2(BRCA2 (6174DelT;rs80359550))

BRCA2(BRCA2

p-Asp1420Ilefs;rs80359436))

BRCA2(BRCA2 (2041insA; c.1813dupA;
p-11e605Asnfs;rs80359308))

Pexomenganuu

BRCA1(BRCALI
(185DelAG;
65DelT)
(rs80357713,
1s77944974))

BRCA1(BRCA1
(4153DelA;
4154DelA;
rs80357711))

BRCA1(BRCALI
(A1708E/V:
Alal1708Glu/Val;
1s28897696))

Hanpasnenune 0000016434 TEST AL-G-279 TEST TEST

onuckiBaeMoro (eHoruna

BrIBIEHHBIA '€HOTHUII IO YKa3aHHOMY BapUaHTYy I'€HA HE CBA3aH C pPUCKOM PA3BUTHSA
OIIMCBIBAEMOTI'O (beHOTI/IHa
(K679X;

c.2035A>T; BrlgBIeHHBII T€HOTHII IO YKa3aHHOMY BapHaHTY T'€Ha He CBA3aH C PUCKOM Pa3BHTHUSA

OIIKMChIBACMOI'O (beHOTI/Il'[a

BbISIBICHHBII TEHOTHIT 110 YKQ3aHHOMY BapHAHTY TCHA HE CBSI3aH C PHCKOM Pa3BHUTHS
OTIMCHIBAEMOTO (PEHOTHITA
(1175 1214del40;

BbIsSBICHHBIN T€HOTHUII 110 YKa3aHHOMY BapUaHTy I'€Ha HE CBSI3aH C PUCKOM Pa3BUTUS
onuchIBaeMoro (eHoruna

BbIsIBICHHBIH TE€HOTHIT IO YKa3aHHOMY BapHaHTy T€HA HE CBSI3aH C PHCKOM Pa3BHUTHSA
OIHCHIBaEMOTro (heHOTHIIA

BrIsiBIICHHBIN T'EHOTHIT IO YKa3aHHOMY BapHAHTY T'€Ha HE CBA3aH C PUCKOM Pa3BUTHUS
OMHUChIBaeMoro (heHoTumna
(c.4258delG, BrIsSBICHHBII TEHOTHUIT TIO YKa3aHHOMY BapHaHTy I'eHa HE CBsI3aH C PUCKOM Pa3BUTHS
omnuchIBaeMoro (eHoruna

BEIsSBIIEHHBIN TEHOTHII 110 YKa3aHHOMY BapUaHTy I'€HA HE CBA3aH C pPUCKOM PA3BUTHSA
OIIKMCBIBAEMOI'O q)eHOTPIHa

Oco3HaHHOE BHUMaHHE K 3J0POBBI0 MOJIOYHBIX XKeje3 ¢ 18 JeT; KIMHUYeCKUH OCMOTpP MOJIOUHBIX JKeNIE3
BpadoM c 25 jer kaxzaple 6-12 mecsineB; MPT MOJ0OYHBIX XkKejne3 ¢ KOHTPAaCTHPOBaHHEM (MM MaMMOTpa-
¢us ¢ IpUMEHEHNEM TOMOCHHTe3a, Tobko ecitn MPT HemoctymHa) ¢ 25-29 net (B o0mieM cirydae, Win
paHbIlle, B 3aBUCHMOCTH OT CEMEHHOW MCTOPUH, €CIIH B CEMbE OBUIM Cilydad paka MOJIOYHOH XKEJIe3bl 10
30 net exerogno; MPT MOJIOUYHBIX Xkele3 ¢ KOHTPACTHPOBAaHWEM M MaMMorpadus ¢ IPUMEHEHUEM TOMO-
cunTe3a ¢ 30 10 75 JeT exeroaHo; mocie 75 et mporpamma HaOIIOACHUS ONPEAeIseTCs MHANBUYalbHO;
00CYANTH OIINI0 MaCTIKTOMHUH

Oco3HaHHOE BHUMaHHE K 30POBBI0 MOJIOYHBIX XKeJe3 ¢ 18 JeT; KIIMHNIeCKHid OCMOTpP MOJIOUHBIX JKEIE3
BpauoM ¢ 25 seT kaxasie 6-12 mecsmeB; MPT MOJOYHBIX jkene3 ¢ KOHTPACTUPOBaHUEM (MM MaMMOTpa-
¢Gus ¢ npUMEHEHHEM TOMOCHHTE3a, Tobko ecimn MPT HemoctymHa) ¢ 25-29 net (B 001ieM ciiydae, Win
paHbIlie, B 3aBUCUMOCTH OT CEMEUHOW MCTOPHH, €CIIH B CEMbE OBLIM CITydal PaKa MOJIOYHOH KeJe3bl 10
30 sret exeronHo); MPT MONOYHBIX kelle3 ¢ KOHTPACTHPOBAHHEM U MaMMorpadus ¢ IPUMEHEHUEM TOMO-
cunTe3a ¢ 30 1o 75 JeT exeroaHo; mocie 75 JeT mporpaMMa HaOIIONCHHS OTIPEelIeTCs MHANBHAYAIBHO;
00CYIHTB OIITUI0 MaCTIKTOMHHU

Oco3HaHHOE BHUMaHHKE K 3J0POBBI0 MOJIOYHBIX XKeje3 ¢ 18 JeT; KIMHUYeCKUH OCMOTpP MOJIOUHBIX JKeJIE3
BpadoM c 25 jer kaxzable 6-12 mecsineB; MPT MOJOYHBIX XkKeje3 ¢ KOHTPAacTHpOBaHUEM (MM MaMMOTpa-
¢us ¢ npUMEHEHNEM TOMOCHHTe3a, Tobko ecitn MPT HemoctymHa) ¢ 25-29 net (B o0mieM cirydae, WiH
paHbIle, B 3aBUCHMOCTH OT CEMEHHOW MCTOPUH, €CIH B CEMbE OBUIM CIlydad paka MOJIOYHOH XKEJIe3bl 10
30 sret exeronno); MPT MOJIOYHBIX jkeJie3 ¢ KOHTPACTHPOBAaHUEM M MaMMorpadusi ¢ IPUMEHEHHEM TOMO-
cunTe3a ¢ 30 10 75 JeT exeroHo; mocie 75 et mporpamma HaOIIOACHUS ONPeAeIaeTCs HHANBUYalbHO;
00CYANTH OIIHUIO0 MaCTIKTOMHUH
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BRCA1(BRCA1 Oco3HaHHOE BHUMAHHE K 3I0POBBI0 MOJIOYHBIX KeJie3 ¢ 18 JIeT; KIIMHUIECKUH 0CMOTp MOJIOUHBIX JKEIE3
(C61G; Cys61Gly; Bpauom c 25 met kaxasie 6-12 mecsare; MPT MoIoUHBIX jkene3 ¢ KOHTPAaCTHPOBAaHUEM (WJIM MaMMOTpa-
C61G/R; (Gus ¢ IpUMEHEHHEM TOMOCHHTE3a, Tobko ecimi MPT HemoctymHa) ¢ 25-29 net (B 001IieM ciydae, Win
Cys61Gly/Arg; paHbIlie, B 3aBUCUMOCTH OT CEMEUHOW MCTOPHH, €CIIH B CEMbE OBLIM CITydal PaKa MOJIOYHOH Kee3bl 10
rs28897672)) 30 sret exeronHo); MPT MONOYHBIX kelle3 ¢ KOHTPACTHPOBAHHEM M MaMMOrpadus ¢ IPUMEHEHUEM TOMO-

cunTe3a ¢ 30 1o 75 JeT exeroaHo; mocie 75 JeT mporpaMMa HaOIIONSHHS ONIPENeieTCs HHANBAAYAIBHO;
00CYIHTP OIITUI0 MaCTIKTOMHUHU

BRCAI1(BRCA1 Oco3HaHHOE BHUMaHHE K 3J0POBBI0 MOJIOYHBIX XKeje3 ¢ 18 5eT; KIMHUYeCKUH 0CMOTpP MOJIOUHBIX JKeNE3
( 2080delA) Bpadom c 25 et kaxabie 6-12 mecsineB; MPT MOJOYHBIX Xkejne3 ¢ KOHTPACTHPOBaHHEM (MM MaMMOTpa-
(rs80357522)) ¢us ¢ npUMEHEHneM TOMOCHHTe3a, Tobko ecitn MPT HemoctymHa) ¢ 25-29 net (B o0mieM cirydae, Win

paHbLIe, B 3aBUCHMOCTH OT CEMEHHON NCTOPUH, €CIIH B CeMbe OBUIM CIIy4aH paka MOJIOYHOM jKele3bl 10
30 sret exeronHo); MPT MoOOYHBIX jkeie3 ¢ KOHTPAaCTHUPOBAaHUEM U MaMMorpadus ¢ IPUMEHEHHEM TOMO-
cuHTe3a ¢ 30 10 75 neT exeroaHo; mociue 75 JeT mporpaMMa HaOIIOeHUS ONIpeIesieTCsl HHANBUAYAIBHO;
00CYANTH OIIHUI0 MaCTIKTOMHUH

I'en BRCALI Ilporeun 1 panHero Hadama paka MOJOYHOM XKeTe3bl

@OyHKUMA reHa  Benok, komupyemsiii renom BRCAL, crocoberByeT KiietodHOMy 0TBeTy Ha moBpexaenue JJHK - urpaer BaxHyio poib B
nponecce penapauun (Boccranosnenus) JJHK mocne e€ moBpexnenus. MoxeT paboTaTb Kak pPeryiasTop TPaHCKPHIILUH.
Perynupyer HykJealuIo IEHTPOMEPHEIX TpyOodyek. HeoOxomuMm it HOpMaIbHOTO NMPOTEKAaHHs LIUKIIA KICTOYHOTO JACICHHUS
ot a3l G2 1o MuUTO3a. YUacTByeT B 3aIlyCKe MEXaHU3Ma OJIOKMPOBKH IEIEHHS KIETOK II0CIIe HOHU3UPYIOMIETO 00y IeHUS
Kak B S, Tak ¥ B G2 (¢pa3e xieTouHoro nukia. MHruOupyeT cuHTE3 JUIMHUIOB IyTeM CBA3BIBAaHHUSA C HEaKTUBHOH docdo-
puiupoBaHHO# nmocienoBarenbHOCThI0 ACACA u npenotBpaineHus e€ nedocdopenuposanue. Myrtanuu B reHe BRCAI
CBSI3aHBI C Pa3BUTHEM paKa MOJIOYHOI jKeJIe3bl, SHYHUKOB, IIPOCTATHI, ITOKETYAOTHOM JKeNe3bl H JPYTUX BUAOB PaKa.

Ten BRCA2 IIporenn 2 paHHEro Havana paka MOJOYHOM HKEIE3hI
@Oynkuusa reHa Ten BRCA2 koaupyer 6enok - omyxouneBblii cymnpeccop. OH Hrpaer posib B MEXaHH3ME FOMOJIOTHYHON PEKOMOMHALIMHN TIPU
penapanuu (BoccraHosieHun) asyxuenodeunoit JJHK. Myrannu B rene BRCA2 cBsi3aHBI ¢ pa3BUTHEM paka MOJIOYHOU
XKeJe3bl U THIYHUKOB.

Hara: 08.06.2020 Bpau-renerux : Paguenko A.B. Monmucs:

Hayunsliii corpynnuk : [Tanuenko 10.b. Hoanuce:
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