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CNMPABOYHAA NUHOOPMALIUA.
FTEHETUYECKUN AHANU3

18-005 l'eH paka mono4yHol xenesbl 2 (BRCA2). BoissneHne mytaumm 6174delT

BRCA2

Breast cancer 2 gene 6174delT N/N N/del
OMIM ID: 600185

ObBLWAA UHOPOPMALMNA OB UCCNEAOBAHUN

BRCA2 urpaeT BakHylo po/ib B penapauunn (BocctaHoBneHun) AHK, perynaumnm KNeToyHoro uukaa u nogaepsaHmm ctabuibHoOCTH
reHoma. l'eH BRCA2 nokanunsosaH B 13-4 Xxpomocome 1 ABNAAETCA FTeHOM-CYNpPeccopoM OMyXo/iM, B HOPMe 3aLLMLLAIOWMM KNEeTKY OT
3/10Ka4YeCTBEHHOTO nepepoXxaeHus. MNpu BO3HUKHOBEHUM B HEM MyTaLlMK 3HAYUTE/IbHO MOBbLILAETCA BEPOATHOCTb PAa3BUTUA pPaKa
MOJI0YHOM Xenesbl (PMMK) u anuHukos (PA). MyTaums B reHe BRCA2 BcTpeuyaeTcs peke, Yem B reHe-cynpeccope onyxonan BRCAL.
M3BecTHO 6osblioe KosmyecTBO MyTaumin B reHe BRCA2, Hambonee pacnpocTpaHeHa 6174delT — myTaums, 3akatoyatolasnca B
Aeneuumn ogHOro HYK1eoTnaa — TMMMHA B nosuuun 6174. Jeneuma MHAKTUBUPYET paboTy reHa, YTo B UTOre MOXKET YBE/IMYMUBATD
BEPOATHOCTb pa3BuUTUA PA 1 PM}K (B TOM YMcine paka MOJIOYHOW XKee3bl Y MY>KUNH).

PaKk M0O/I0YHOM Kenesbl U ANYHUKOB — OAHU M3 CaMbIX PACNPOCTPAHEHHbIX OHKOIOrMYecKmxX 3abosiesaHumii. MpucyTcTBne myTtaumuii B
reHe BRCA1 u reHe BRCA2 MOXKeT yBeNIMUNTb BEPOATHOCTb paka MOJIOYHOM XKese3bl bonee yem B 5 pas, a paka An4HMKoB — B 10-28
pa3. CpefHui BO3pacT pa3BuTMA 3aboneBaHMA Npu 3TOM cHuKaetca Ao 25-30 neT. Yem cTaplue YenoBeKk, TeM Bbllle Y Hero
BEPOATHOCTb paKa. TaKKe UccnefoBaHMA NOKA3bIBalOT, YTO Yy MALMEHTOB C ONYXOAAMW MO3ra M aHemuel PaHKOHU BbiABNAETCA
myTauma 6174delT reHa BRCA2.

BbifiBNIeHHble ceMelHble cydyan 3abosieBaHMA B NepPBYO o4epesb CBUAETENbCTBYIOT O Hac/NeACTBEHHOW Npupoae paka u TpebyioT
reHeTM4yeckoro aHanmsa. leH BRCA2 yyactsyeT B 3aLLMTe OpraHM3ma OT CNOHTAHHbIX NoBpexkaeHnit HK, nostomy HapyweHue ero
paboTbl MO3BOASET HAKANAMBATHCA MYTALMAM M NPUBOAMUT K OHKONOTMYECKMM 3a60NEBAHUAM, U B NEPBYIO ovepenb — K paKy
MOJIOYHOM Kenesbl U ANYHWKOB. MN3BECTHO, YTO pakK, acCOLMMUPOBAHHBIN C reHeTUuYeckumm mapkepamu BRCA, xapakTepusyetca
BbICOKOW CTEMEHbHO 3/10KAaYECTBEHHOCTU U BblpaXKeHHOM N"MMONAHON NMHOUABbTPALUEN.

[NnA ycnewHoro se4eHna OHKONOTMYecKMx 3aboneBaHU BaXHO OOHapPYKUTb ONyXO/ib Ha PaHHeN CTaauu, ewe A0 NOABAEHMUA
CMMNTOMOB. [103TOMY reHeTMYecKas NpPeapacnoNOKEHHOCTb K PaKy MOJIOYHOM Kefe3bl U ANYHUKOB - NMOKasaHue K peryiapHomy
ob6cnenoBaHMIO B LENsAx BbiABAEHUA 3a601eBaHMA HA PaHHEW CTaguu.

BO3MOXHble reHOTUNbI

= N/N — nonynsuMoHHbIA PUCK Pa3BUTUA PaKa MOJIOYHOM Kee3bl U AUYHUKOB
= N/del — BbICOKMI1 pUCK Pa3BUTUA paKa MONIOHYHON Xenesbl U ANYHUKOB

WHmepnpemayua pe3ysnbsmamos uccnedos8aHuUs 00AXHA I'IpOGOdeanﬂ gpavyom-crieyuanucmom 8 Komrisiekce ¢ aHaMHe30M,
K/UHU4Yeckumu, ﬂ060meOprIMU u, npu H€O6XOC3UMOCIT)U, dpyewwu 2eHemu4ecKUMU OQHHbIMU.

AunarHocTnyeckaa 3HAYMMOCTb
MccnepoBaHue pekomeHAyeTca NpoBOAUTL OAHOBPEMEHHO MO CIeAYOWNMM MapKepam:

[18-001] l'eH paka monouHoli kenesbl 1 (BRCAL). BoisineHne myTtaumm 185delAG (HapylueHue cTpyKTypbl 6enka)
[18-002] F'eH paka monouHoli kenesbl 1 (BRCAL). BoisineHne myTtaumm 4153delA (HapyweHue cTpyKTypbl 6esKka)
[18-003] l'eH paka mono4Hol kenesbl 1 (BRCAL). BbisineHne myTtaumm 5382insC (HapylueHue cTpyKTypbl 6enka)
[18-079] l'eH paka monouHol enesbl 1 (BRCAL). BoisisneHme myTtaumm 3819delGTAAA (HapyLlueHue CTPYKTypbl 6enka)
[18-080] r'eH paka monouHol kenesbl 1 (BRCAL). BbisisneHne myTtaumm 3875delGTCT (HapyLweHue CTpyKTypbl 6eska)
[18-081] l'eH paka mono4Hol xenesbl 1 (BRCAL). BoisisneHme myTtaumm T300G (HapyweHne dbyHKUmmM b6enka)

)

[18-082] l'eH paka monouHoli kenesbl 1 (BRCAL). BoisineHve myTtaummn 2080delA (HapylweHne cTpyKTypbl 6enka)

U3onuposaHHoe uccrnedosaHue mymauyuu 6174delT eeHa BRCA2 pekomeHOyemcsa MOsbKO Mpu 8bigesneHUU amol mymauyuu y
podcmeeHHUKO8 nepsoli cmerneHu podcmaa.
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BajkHble 3amevyaHua

OTCyTCTBME HApPYLWeHWA NO UCCNeA0BaHHOMY reHeTUMYEeCKOMY MapKepy He UCKAYaeT BEPOATHOCTb HaIN4MA Apyrux MYTaLl,VIl:i B
reHe BRCA2 wu passutma 3aboneBaHuA Bcneancteme Opyrnx nNpuyYnH, B TOM 4YUCNe TeHETUYECKUX, a TaKXKe He OTMeHAEeT
OGLLI,EKI'IMHMHECKOI’O OGC/'Ie,CI,OBaHMFI (camochne,u,osaHMe, exxerogHoe nccnegosaHne € NOMOLWbIO MHCTPYMEHTA/IbHbIX MeTOA0B,
OCMOTP Mammonora, I'VIHEKOI'IOI'a). Mpn nopo3peHnn Ha HacnencTBEHHble ¢0prl paKa pekomeHAayeTCcA meguKo-reHeTu4yecKkasn
KOHCynbTauuA.

NPEAOCTAB/IEHHAA MHOOPMALMA HE ABNAETCA MHTEPNPETALMEN PE3Y/IbTATA TEHETMYECKOTO AHATU3A.
NMPOKOHCY/IbTUPYMTECH CO CNELMANNCTOM!
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