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HACNEACTBEHHbIN
PAK MO/IOMHOWM ENE3bI

Kekeesa T.B.

®reHY MeauKko-reHeTUYeCKUiA Hay4YHbIN LEHTP

Ll,eJ'Ib MeOUNKO-TreHETUYECKOIo

KOHCYJIbTUPOBaAHUA B OHKOJ10MMNA

- BbidBIl1eHne nHansBmnayymoB C
NOoBbILLEHHBIM PUCKOM Pa3BUTUA
HacnegcrBeHHbIX OHKOJTOTMYECKUX

3aboneBaHUN.




HACNEOCTBEHHbI OHKOJTOMMYECKNA CUHOPOM —
reHeTnyeckoe 3aboneBaHne, BbI3BaHHOE HapyLLEHWEM CTPYKTYpbI
n/vnn perynaumnmn reHa/psga reHoB, XapakTepuaytoLeecs
nepenaven 13 NOKoNeHNsa B NOKONeHEe nNpeapacnonoXeHHOCTH K
pa3BUTUIO OHKOMornyeckoro 3abonesaHus. Kak npasuno nveer
HECKOSTbKO OpraHoB-MULLEHEN.

v' BOMbLUMHCTBO MMEET ayTOCOMHO-AOMMUHAHTHBIV TUM HacnegoBaHus

v [nsi GoNbLUMHCTBA XapaKkTepHa He MnosiHasi NeHeTpaHTHOCTb
(NposiBNsieMOCTb) MOBPEXAEHHOTO reHa

v Puck pa3Butusi 3aboneBaHusi CyLLeCTBEHHO YBENMYMBAETCS C
BO3pacToMm

v' Kak npaBuio nMetoT cneumduyeckne couetaHusl onyxonen
(knacTepbl), XapakTepHbIX AN CUHAPOMA, B HECKOJbKUX MOKONEHUSIX

Pacyem pucka Hocumesibcmea
HacriedcmeeHHOU Mymauuu

Model Conventional threshold Sensitivity at conventional threshold Specificity at conventional threshold

All  Low risk subset  High risk subset All  Low risk subset  High risk subset

BRCA status

BRCAPRO 10 0.75 0.63 0.82 0.62 070 0.58
Manchester 15 0.58 0.39 0.64 071 073 0.72
Penn II 10 093 0.94 0.92 031 0.14 0.40
Myriad Il 10 071 0.66 0.74 063 0.65 0.62
FHAT 10 070 0.34 0.89 063 0.85 0.51
I1BIS 10 020 - - 0.74 - -
BOADICEA 10 0.70 0.63 0.74 0.65 0.70 0.62

1. Breast Cancer Risk Assessment Tool https://bcrisktool.cancer.gov/calculator.html
2. The Breast and Ovarian Analysis of Disease Incidence and Carrier Estimation
Algorithm http://ccge.medschl.cam.ac.uk/boadicea/
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Kakas nHgpopmaumns Heobxognma spady-
rEeHETUKY nepen KoHCcynsTaumen?

v [leTanbHble CBeOEHNSA CEMENHOM NCTOPUM
(OoHKOMornyeckme 3abonesaHuns y poacTBEHHUKOB,
rMCTONOrNYECKMUM TUN, BO3pacT MaHudecTaumm
3aboneBaHna 1 T1.4.). XKenatenbHo B 3 NOKONEHUSIX.

v MegnumHcKne JOKYMEHTbI cCamMoro naumeHTa
(BbIMMCHOM 3MNKPU3, TMCTONONMYECKoe 3aKritoveHue,
pesynbTaThl NPOBELAEHHbIX KITMHUYECKNX
nccnenoBaHum).

Mprmep nHdopmaTnBHOM POAOCIOBHOMN

]

Maternal Maternal Great Great

grandfather | grandmother grandfather | grandmother aunt uncle

. \ Ii_l First cousin

Sister Brother (male)

Proband

Nephew Niece Son Daughter

Grand- Grandson
daughter




Mpumep TUNMYHOM POAOCTIOBHOWM

daKTOopbl, CHUXKAOWMe NHGOPMaTUBHOCTb
aHaNu13a poaoC/I0BHOIA.

- ManeHbkue cembm

- Huskas NeHeETPaHTHOCTb MyTaLl K

- PaHHsa4a CMepTb poaACTBEHHUKOB

- Y,u,aneHme opraHa npu gpyrnx natonornax

- YCbIHOBNEHME
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Yacmoma mymauuli e 2eHax, accoyuupoeaHHbIX ¢ HacnedcmeeHHbIM PVIK

repMuHanbHbIX
MyTauum - 90%

yTCTBUE
OreHHbIX

FepmuHanbHble
myTauum 10%
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CuHApOMBI, accouumpoBaHHble ¢ HacneacTBeHHbIM PMOK

Cungpom

Hacnenctsennsriit PMK
M/1M pak suaHukoB (PS)

Cunnpom Jlu—®Dpaymern

CunzapoM JIuHua
(HacneICTBEHHbliA
HEMOJIUIO3HBII PaK TOJICTOM
KMIIKK)

Cunapom Jlyu—bap

HacnencreeHHBIIT
mddy3HBI paK Xemyaka

Cunapom KoyneHa

Cunnpou [leiitira—Erepca

CHHIPOM XPOMOCOMHOM

HEeCTaOMJIbHOCTH NS (8q2 l) Has YyBCTBUTEJIbHOCTDb K PaAMOAKTUBHOMY U3JTYyYEHUIO, PMX
BRIP/FANCJ (17q23.2) M
Anemust QaHKOHH PALBZ/FANCN ( 16})12) Amnactuyeckas AHCMMus, aHOMlﬁ;JI'[\j[d;/lKCKCﬂCTa, HEBPOJIOTUYECKHUE PaCCTPOUCTBA,
FANCA (16024.3) BPOXIEHHbIE TOPOKU CEPALLa, (MioBueHko 1. V1 coasr., 2014)

Bosieyennslii ren
H €10 JIOKAM3AIHs

BRCAI (17q21)
BRCA2 (13q12.3)

TP53 (17p13.1)
CHEK2 (22q12.1)
MSH2 (2p22-p21)
MSH3 (5q11-q12)
MSH6 (2p16)
MLHI (3p21.3)
PMS1 (2q31-q33)
PMS2(7p22)

ATM (11q22.3)

CDHI (16g22.1)

PTEN (10q23.31)

STK11(19p13.3)

OcHoOBHbIE KIMHHYECKHE NposiBIeHAs

PMK, P4, pak npencratesbHOM Xese3bl, paK MOKETYI0YHOI XKeJe3bl, Mea-
HOMa, paK TOJICTOI KMLIKI

PM)K, MATKOTKaHHbIE CAPKOMBbI, OCTEOCAPKOMBI, OITYXOJIU I'OJIOBHOTO MO3ra,
HeﬁK03bl, PpaK KOpbl HAAIIOYEYHUKOB

PaK TOJICTOI KHMLIKH, TIEPBUYHO-MHOXECTBEHHbIE 3I0KAYECTBEHHbIE OMyXOJIA:
PMIK, P4, pak Tena MaTku, XeJyaKa, TOHKOW KMIIKH, MOYETOYHNKA WX T104YeY
HOI JIOXaHKH, KETYHBIX IYTEii; BOBMOXHO COUYETAHUE C OMYXOJISIMU TOIOBHOTO
Mo3ra (CMHJI])OM TK)])KO) WJIK MHOXECTBEHHBLIMU aICHOMAaMHU CaJIbHbBIX KEJ1E3
(cunapom Toppe)

Jlumdoma, MO3KeUKOBas aTaKCHsl, IMOMA, MOPAXKEHUS. KOXU, AeDULIUT UMMYH
HOJ CHCTEMBI, IIMOMa, Meay/utobaactoma, PMXK

Paxk xenynka, nomskoBerit PM2XK

[TopakeHue cIM3UCTBIX 060104€K 1 KOXH, MHOXECTBEHHbIE TaMapTOMBI (Jalie
B XEMyIOYHO-KHIIEYHOM TpakTe), PM2K, pak IIMTOBUAHOI KeIIe3bl, OMYXOIH
MaTKH | JIp.

TTMrMeHTaLMsE KOXH, CTM3UCTOI 060I0YKM POTOBOT TTOJIOCTH, MHOKECTBEHHbIE
TaMapTOMbI KeyI0YHO-KUIIeYHOro TpakTta, PMXK, repMuHOreHHBIE OMyX0In

Mukpouedanusi, KOMOUHUPOBAHHbIA TIEPBUYHbII MMMYHOAE(WIIUT, TOBBILICH
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PacnpepeneHue nogtunos PMK B 3aBUCMMOCTH
OT MYTaLlMOHHOrO CcTaTyca

BRCA1 BRCA2 Cnopapguueckui

Basal-like

Normal-like Normal-lik I H
lormal-lke  Basal-like Nc;%a[lﬂl\ke 8% [10]

3% [1] 4% [1] 9% [2] I

HER2-enriched|
11% [14]

Luminal A

3% [1]

HER2-enriched
6% [2]

EmBasal-like ®HER2-enriched ®Luminal A ®Luminal B Normal-like

Martin Larsen et al., 2013

Hocutenu Hocutenu
O6wenonynsuMoHHas . .
Tun paka yacToTa MyTauumn MyTauum
BRCA1 BRCA2
MonouHas xenesa 12.5% 55 - 85% 33 -86%
MopaxeHne BTOpOW 3.50 2706 20%
xene3sbl ’
AnyHukmn 1.43% 28 —44% 10 - 30%
MpeAcTatentHan 4 - 6% 12 - 18% 12 -18%
Kernesa
FpyAHan xenesay MeHbwe 1% 6% 4 - 14%
MY>KYUH
Mopxenyno4vHas 0.6% i 6— 7%
Xenesa ’
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YacTtble myTauum reHa BRCAL npu pake
MOJTOYHOW Xernesbl B CNaBsgHCKOW NONynsaunmu.

5382insC (60-80% oT BCex MmyTauum)
185delAG

C61G

4154delA

Tereschenko 1.V., Basham V.M., Ponder B.A., Pharoah P.D. 2002. BRCA1 and BRCA2
mutations in Russian familial breast cancer. Hum. Mutat.

Loginova A.N., Pospekhova N.I., Lyubchenko L.N., Budilov A.V., Zakhar’'ev V.M.,
Gar’kavtseva R.F., Ginter E.K., Karpukhin A.V. 2003. Spectrum of mutations in BRCA1 gene
in hereditary forms of breast and ovarian cancer in Russian families. Bull. Exp. Biol. Med

Sokolenko A.P., Mitiushkina N.V., Buslov K.G., et al. 2006. High frequency of BRCA1
5382insC mutation in Russian breast cancer patients. Eur. J. Cancer. 42, 1380-1384.

Sokolenko A.P., Rozanov M.E., Mitiushkina N.V., et al. 2007. Founder mutations in
earlyonset, familial and bilateral breast cancer patients from Russia. Fam. Cancer.

MemoOdbI aHanuza BRCA1 u BRCA2

Annenb-cneuynduyeckas MNLP - TonbKo n3secTHble MyTauun. ToNbKo YacTbie

MyTauum 1. dayHaep (xapakTepHble Af1s Kakon-nm6o

nonynsiumm). MoryT BcTpedarbes ot 10 ao 80% B
3aBMCMMOCTH OT MOMyNALMW
2. HacneactBeHHble YacTble (Gonee 1%)

CekBeHupoBaHue no CaHrepy - Bce myTauum (50 pasHbIx uccnenoBaHui).
Bbicokasi Tpyi0EMKOCTb, BbICOKasi CTOMMOCTb.

CeKBeHI/IDOBaHVIe HOBOrO MoKoneHunsa (MBCCMBHOG napannenbHoe
CeKBeHVIpOBaHVIe) — BCe MyTauuun 3a O4HO nccrnenoBaHue.
BblcokoTexHonorn4yHoe o6opy,qosaHme, BbICOKaA CTOMMOCTb.

MLPA - aHanu3 KpynHbIx nepectpoek. Beicokas TpyaoemMKocTb,
HEOHO3HAaYHOCTb UHTEepnpeTaLmnn.

eesaT. B., ®IBY «MIHL| M. akag. H.MN. Boukosay, MHeHue nektopa, 202
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KOMy N3 NaumMeHToB NMNOKa3aHO reHeTn4eckoe

TectupoBaHne BRCA1/2?
(pekomeHaaunm NCCN)

« Individual from a family with a known BRCA1/2
pathogenic/likely pathogenic variagt, including such
variants found on research testing

« Personal history of breast cancer'
following:

» Diagnosed <45
» Diagnosed 46-50 y with:
¢ An additional breast cancer primary at any aged
0 21 close blood relative® with breast cancer at any age
0 21 close blood relative® with high-grade (Gleason
score 27) prostate cancer
O An unknown or limited family history?
» Diagnosed <60 y with:
¢ Triple-negative breast cancer
» Diagnosed at ara/ a?e with:
¢ 21 close blood relative® with:
— breast cancer diagqosed <50 y; or
— ovarian carcinoma;' or
— male breast cancer; or
— metastatic prostate cancer;9 or
— pancreatic cancer
0 22 additional diagnoses? of breast cancer at any age
in patient and/or in close blood relatives
» Ashkenazi Jewish ancestry
« Personal history of ovarian carcinomaf

+ one or more of the

A o it © o 4 CHe o Ao oo £ o kin ool —md hekien o P

« Personal history of male breast cancer
« Personal history of pancreatic cancer'
« Personal history of metastatic prostate cancer9
* Personal history of high-grade prostate cancer
(Gleason score 27) at any age with
» 21 close blood relatives® with ovarian carcinoma,
pancreatic cancer, or metastatic prostate cancer9
at any age or breast cancer <50 y; or
» 22 close blood relatives® with breast, or prostate
cancer (any grade) at any age; or
» Ashkenazi Jewish ancestry
* BRCA1/2 pathogenic/likely pathogenic variant
detected by tumor profiling on any tumor type in the
absence of germline pathogenic/likely pathogenic
variant analysis
* Regardless of family history, some individuals
with an BRCA-related cancer may benefit from
genetic testing to determine eligibility for targeted
treatment!
 An individual who does not meet the other criteria
but with 21 first- or second-degree blood® relativek
meeting any of the above criteria. The significant
limitations of interpreting test results for an
unaffected individual should be discussed.

Mo cTeneHun KAMHN4YeCcKou
3HAYMMOCTU MyTaLLMK BbIBAIOT:

BeposTHocTb
Knacc Onwucanue (aHrn) Onucaxue (pyc) naToreHHocTn
5 Definitely Pathogenic HecomHeHHO natoreHHas >0.99
4 Likely Pathogenic BeposiTHo naroreHHast 0.95-0.99
3 Uncertain HescHoli 3HaummocTn 0.05-0.949
2 Likely Not Pathogenic or of BeposiTHO HenaTtoreHHas unu 0.001-0.049
Little Clinical Significance HU3KOTO KMUHWUYECKOro 3Ha4YeHns
1 Not Pathogenic or of No HenatoreHHasi unu He umetoLLas <0.001
Clinical Significance KIMHUYECKOro 3HaYeHuns

lon ES et al. Hum Mutat. 2008 No

29(11): 1282-1291
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Kputepuun natoreHHoctn ACMG

Benign Pathogenic
Strong Supporting Supporting Moderate Strong  Very Strong
Population MAF is too high for A r t Prevalence in
Data disorder BA1/BS1 OR jatabase affecteds statistically
observation in controls increased over
inconsistent with controls PS4
disease penetrance BS2
Computational Same amino acid Predicted null
And Predictive change as an variant in a gene
Data ) established where LOF is a
3/ pathogenic variant known
ps1 mechanism of
disease
pys1
Functional Well-established with Well-established
Data functional studies show functional studies
no deleterious effect show a deleterious
853 sth. mi effect PS3
Non-segregation g
Segregation | ith disease 854 di r
ncr n
Data o N Increased segregation data
e
De novo De novo (paternity &
Data maternity confirmed)
Allelic Data Observed in trans with
a dominant variant BP2
Observed in cis
Other urce w/out
Database = benign BP6
f
Other Data ific

Basbl myTauuin BRCA1/2

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

Ohttp://www.hgmd.cf.ac.uk/ac/index.php

Ohttps://varsome.com

http://www.umd.be/

https://databases.lovd.nl/shared/genes/

http://arup.utah.edu/database/BRCA/Variants/BRCA1

https://research.nhgri.nih.gov/bic/

https://digitalinsights.qgiagen.com/products-overview/clinical-insights-

portfolio/human-gene-mutation-

database/?cmpid=QDI_GA_QCI&gclid=EAlalQobChMI}-

mMA87nx7glV6QWIAX3YOgsmEAAYASAAEQJOovD BwE

Kekeesa T. B., ®'BY «MIHL| mm. akaa. H.N. Boukosan, MHeHne asTopa
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YTo paet meanko-reHeTu4yeckoe
KOHCYNbTUpOBaHne?

v BbiOOp BapnaHTOB NnevYeHns

v OnpepeneHne pucka pasBuUTUS OHKONMOrMYECcKoro
3aboneBaHnsa y OpYrnx YreHoB CEMbM

v" MHdbopmaums o paHHen gMarHocTuke

3aboneBaHuns

v" Mndopmaumsa o npodunaktmke 3abonesaHus

BepeHue HocuTenem natoreHHbIX MyTauum

Gene Breast Cancer Risk and Ovarian Cancer Risk and Other Cancer Risks and
Increased risk of breast cancer
+ Screening: Annual mammogram with
consideration of tomosynthesis and consider | Potential increase in ovarian cancer risk, with | Unknown or insufficient evidence for pancreas or prostate
breast MRI with contrast starting at i i i for ion of |cancer
ATM age 40 yf.9 RRSO
+ RRM: Evidence insufficient, manage based on
family history
Comments: Insufficient evidence to recommend against radiation therapy. Counsel for risk of autosomal recessive condition in offspring.
e IS0 (D i A E e Gy Unknown or insufficient evidence for ovarian
BARD1 with i icil i for N N/A
i cancer risk
recommendations
Increased risk of breast cancer Increased risk of ovarian cancer
BRCA1 |- See BRCA Pathogenic Variant-Positive - See BRCA Pathogenic Variant-Positive Prostate cancer
« See BRCA Pathogenic Variant-Positive Management
Management Management
Increased risk of breast cancer Increased risk of ovarian cancer o -
BRCA2 « See BRCA Pathogenic Variant-Positive « See BRCA Pathogenic Variant-Positive p ’ 9 p
« See BRCA Pathogenic Variant-Positive Management
Management Management
. N Increased risk of ovarian cancer
Unknown or insufficient evidence + Consider RRSO at 45-50 y N/A
BRIP1 Comments: Counsel for risk of autosomal recessive condition in offspring. Based on estimates from available studies, the lifetime risk of ovarian cancer in
carriers of pathogenic/likely pathogenic variants in BRIP1 appears to be sufficient to justify ion of risk-reducing salping . The current
evidence is insufficient to make a firm recommendation as to the optimal age for this procedure. Based on the current, limited evidence base, a discussion
about surgery should be held around age 45-50 y or earlier based on a specific family history of an earlier onset ovarian cancer.
Increased risk of lobular breast cancer
+ Screening: Annual mammogram with
consideration of tomosynthesis and consider Diffuse gastric cancer
CDH1 breast MRI with contrast starting at No increased risk of ovarian cancer « See NCCN Guidelines for Gastric Cancer: Principles of

age 30 yf9
+ RRM: Evidence insufficient, manage based on
family history

Genetic Risk Assessment for Gastric Cancer
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Gene Breast Cancer Risk and Management Ovarian Cancer Risk and Other Cancer Risks and
Increased risk of breast cancer
« Screening: Annual mammogram with
consideration of tomosynthesis and consider B . N Colon " " y
breast MRI with contrast age 40 y'9 No increased risk of ovarian cancer + See NCCN Guidelines for Genetic/Familial High-Risk
CHEK2 + RRM: Evidence insufficient, manage based on Assessment; Colorectal
family history
Comments: Risk data are based only on frameshift pathogeniclikely pathogenic variants. The risks for most missense variants are unclear but for some pathogenic/likely
pathogenic variants, such as Ile157Thr, the risk for breast cancer appears to be lower. Management should be based on best estimates of cancer risk for the specific pathogenic/
likely variant.
MSH2, .
MLH1, Unknown or il for breast risk of ovarian cancer Colon, Uterine, Others
MSH6, cancer risk9 « See NCCN Guidelines for Genetic/Familial  See NCCN Guidelines for Genetic/Familial High-Risk
PMS2, « Manage based on family history Assessment: Colorectal
EPCAM
Increased risk of breast cancer
« Screening: Annual mammogram with .
consideration of tomosynthesis and consider | Unknown or insufficient evidence for ovarian | Unknown or insufficient evidence
breast MRI with contrast age 40 yf9 cancer risk
NBN * RRM: Evidence insufficient, manage based on
family history
Comments: Management recommendations are based on data derived from the 657del5 Slavic truncating pathogenic/likely pathogenic variant. Although risks for other
pathogeniclikely pathogenic variants have not been established it is prudent to manage patients with other truncating pathogeniclikely pathogenic variants similarly to those with
657del5. Counsel for risk of autosomal recessive condition in children
Increased risk of breast cancer
- Screening: Annual mammogram with
consideration of tomosynthesis starting + Malignant peripheral nerve sheath tumors, GIST, others
at age 30 y and consider breast MRI with No increased risk of ovarian cancer + Recommend referral to NF1 specialist for evaluation and
NF1 contrast from ages 30-50 y"9 management
+ RRM: Evidence insufficient, manage based on
family history
Comments: At this time, there are no data to suggest an increased breast cancer risk after age 50 y. Screening only apply to with a clinical diagnosis
of NF. Consider possibility of false-positive MRI results due to presence of breast neurofibromas.
Gene Breast Cancer Risk and Ovarian Cancer Risk and Other Cancer Risks and
Increased risk of breast cancer
« Screening: Annual mammogram with
consideration of tomosynthesis and breast | Unknown or insufficient evidence for Unknown or insufficient evidence
MRI with contrast at 30 y*.9 ovarian cancer risk
PALB2 + RRM: Evidence insufficient, manage based
on family history
Comments: Counsel for risk of autosomal recessive condition in offspring.
PTEN B Droast Cancol No increased risk of ovarian cancer See Cowden Syndrome Management
« See Cowden Syndrome Management
Unknown or i ici i for risk of ovarian cancer N/A
breast cancer risk + Consider RRSO at 45-50 y
RAD51C Comments: Counsel for risk of autosomal recessive condition in offspring. Based on estimates from available studies, the lifetime risk of ovarian cancer in
carriers of pathogenic/likely pathogenic variants in RAD57C appears to be sufficient to justify consideration of RRSO. The current evidence is insufficient to make
a firm recommendation as to the optimal age for this procedure. Based on the current, limited evidence base, a discussion about surgery should be held around
age 45-50 y or earlier based on a specific family history of an earlier onset ovarian cancer.
Unknown or i icil i for risk of ovarian cancer N/A
breast cancer risk + Consider RRSO at 45-50 y
RAD51D Comments: Based on estimates from available studies, the lifetime risk of ovarian cancer in carriers of pathogenic/likely pathogenic variants in RAD51D appears
to be sufficient to justify consideration of RRSO. The current evidence is insufficient to make a firm recommendation as to the optimal age for this procedure.
Based on the current, limited evidence base, a discussion about surgery should be held around age 45-50 y or earlier based on a specific family history of an
earlier onset ovarian cancer.
Increased risk of breast cancer i itheli. i
. Increased risk of non-epithelial ovarian
* Screening: See NCCN Guidelines for cancer P!
Genetic/Familial High-Risk It " See NCCN Guidelines for Genetic/Familial High-Risk
STK11 Colorectal + See NCCN Guidelines for Genetic/Familial Assessment. Colorectal
+ RRM: Evidence insufficient, manage based Col tal
on family history Lolorectal
P53 [rosascdinsidofibreasticancer No increased risk of ovarian cancer See Li-Fraumeni Syndrome Management

« See Li-Fraumeni Syndrome Mar
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PaHHAA AMArHOCTMKa y HOCUTENEen
myTauunmn BRCA 1/2

* CamoobcnepoBaHme MM c 18 net exxemecsyHo
* MPT/mammorpadusa c 25 net Kaxkable nonroga

* TpaHcBarnHanbHoe Y3U, CA-125 ¢ 30-35 net Kaxkaple
nonroaa

* ObcnepoBaHuMe npeacTatesnibHoM xenesbi ¢ 40 net
* [epmaTtonormyeckoe obcienoBaHue eXXerogHo

Bo3moKHble npoueaypbl No pesynbtatam
reHeTn4yecKkoro Tecta (pekomeHaaummn NCCN)

Macraktomus/o
praHocoxpasto
MPT | was onepauma |CanbnuHro-opopaKromus
AprymeHTUpoBaHHble ATM BRCA1l BRCA1l
npoueaypbl BRCA1 BRCA2 BRCA2
BRCA2 CDH1 CuHapom JinH4ya
CDH1 PTEN BRIP1
CHEK2 TP53 RAD51C
PALP2 PALP2 RAD51D
PTEN
STK11
TP53
HepocTtaTouyHO AaHHbIX BRIP1 ATM PALB2
ANA npoueayp CHEK2
STK11

09.12.2021
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MaumeHTka 3., 36 net

Pak »enyaka

HeyTtouHeHHOE Capkoma nerkoro, 66 net
HoBOOGpa3oBaHue Kenyaka
]
Pak nogxenypouHoit [obpokayecTBeHHan PaK rofloBKM NONOBOTO YeHa,
xenesbl, 39 net onyxonb MX, 58 net 54 ropa

PaK MONouHoIA Kenesbl,
36 net

CUHApPOMBI, COOTBETCTBYIOLLME
COCTaB/1€HHOW POAOCNOBHOM:

1. HacneacTBeHHbIN pak MONOYHOWM Kenesbl U/MAn ANYHUKOB
(BRCA1, BRCA2)

2. CuHgpom Nin-dpaymenu (P53)

3. CMHAPOM HacneACTBEHHOIO paKa xenygka (CDH1)

[eHeTUYeCKoe TecTun pOBaHUE.

- OTpuuUaTenbHbI cTaTyc 8 YacTo BCTpevarwmxca mytaumin BRCA
- MMpeanoxkeHo mynbTUreHHoe TectuposaHue (NGS)

- O6HapyxeHa natoreHHaa mytauma BRCA2:¢.5193 5194del:
p.H1731fs, nepepatoiasaca no MaTepMHCKON NNHUK

09.12.2021

13



MaumeHTtka 3., 36 net

Pak »xenyaka

HeyTtouHeHHOE
HoBOOGpa3oBaHMe KenysKa

Capkoma nerkoro, 66 net

Pak nogsxenyaouHoit [obpokayecTBeHHan
Kenesbl, 39 net onyxonb M}, 58 net

N

PaK MON0OYHOM Kenesbl,
36 net

PaK ronosKku nonoBoro unexa,
54 ropa

CNMACUBO 3A BHUMAHMUE!
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