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L',enb 1. Mounck 6MoMapKepoB A/1a HasHadYeHUsa [ oTKasa B Tepanun B
COOTBETCTBUM C KIIMHUYECKMMM peKoMeHZaumsamm PO
nccrnegoBaHmA y
2. lMonck HacnegCTBEHHbIX MyTaLMA NS AUarHOCTUKU HacNedCTBEHHOr O
OHKONOrM4yecKoro cMHgpoma
3. PacluMpeHHbI MONCK BMOMapKepoB /151 SKCNepUMEHTasnbHOM Tepannmu
C uUenblo NoMcKa OfIHOHYKEOTUAHbIX 3aMeH, KOPOTKUX MHCepLUMIA/ aeneuui
MeTononorMﬂ B [IHK, BbigeneHHo 13 obpa3slia TMMa LieNbHas KpoBb/KneTouHasa dpaKkums,
MCC”GHOBaHMﬂ 661U NpoaHannanpoBaHbl cnefgytowime redol: ATM, BRCAT, BRCA2, CHEK?2,

PALB2 c ncnonb3oBaHneM TecT-cucTeMbl Cono-TecT ABC nntoc (PY
N2P3H 2023/20034 o1 05.09.2023). MNoapobHoe onncaHne MeToaoNormm
ncecnegoBaHms NpUBeaeHo B NPUNOXEHUN.

Pe3yanaT nccecnenoBaHUd  UHTepnpeTaund

Mowuck GMOMapKGPOB and HasHa4yeHus / OTKa3a B Tepanun B

cooTBeTCTBMUU C KIIMHUYECKNMUN peKOMeHOaunamm PO
Mo pesynbTaTaM MONEKYNAPHO-TEHETUYECKOro NCCnefoBaHNsa 06HapYXeHbl KITMHNYECKW 3HaYMMble BapUaHTbI
COrMTaCHO KJIMHMYECKNM pekoMeHaaumam M3 PO:

leH BapwvaHT oeHTnodukatop

MoBpexaatoLmin (naToreHHbIn)

chr17:41209079T>TG (hg19)

ENST00000471181:¢.5329dup rs80357906
BRCA1 p.Gln1777ProfsTer74 N3BecTteH kak BRCA1 5382insC
Mpupopa YacToTa Knacc KnnHmnyeckasi 3Ha4MMOCTb
BapuaHTa anbTepHaTUB. no ESCAT
annens (VAF) MNoTeHuManbHaa YyBCTBUTENbHOCTb
HacnencTeeHHbIN 46% | (M3 POD) K Tepanun (onanapwu6)

NMounck HacneacTBEHHbIX MyTaLlMﬁ anda AnarHOCTMKM HacneaoCcTtBeHHoro

OHKOJIOrm4eckKoro cMHgpoma
Mo pe3ynbTataM MOJIEKYNAPHO-reHeTU4eCKOoro nccnegoBaHma OGHapy)KeHbl KNMMHNYECKN 3Ha4YMbl€ BapWMaHTbl B
reHax, acCouumMpoOBaHHbIX C HacneLCTBEHHbIMM HGOpPMaMU OHKOOMNM:



eH BapwnaHT oeHTndukaTop
Mospexaatouiunii (naToreHHbI)

chr17:41209079T>TG (hg19)

ENST00000471181:¢.5329dup rs80357906
BRCA1 p.Gln1777ProfsTer74 M3BecTteH kak BRCA1 5382insC
Mpupopa YacToTa AccoummMpoBaHHbIN CUHOPOM
BapuaHTa anbTepHaTuB.

annens (VAF) CunapoM HacneacteeHHoro Paka MonouHoii Xenessl / Paka
HacnencTtBeHHbIN 46% AnyHnkos

NHdopMaLms o opyrux BapuaHTax, 06HapyXeHHbIX B o6pasLie, NpeacTaBnieHa B MpunoxxeHum.



[TpunoxxeHune

B aTOM pasgene NpUBOASATCS OOMNONHUTENIbHbIE HAXOOKW, €CN OHU BblM 06HapPYXXeHbl. K 4ONONHUTENbHBIM
Haxo[KaM OTHOCSTCS: NOTEHLUMANbHO KITMHUYECKM 3HaYMMble BapMaHTbl 3a npegenamu KNMHNYEeCKuX
pekoMeHpaumin MnHsapaBa P®, HacneacTBeHHbIE BapUaHTbl B reHax, aCCOLMMPOBaHHBIX C HacneacTBeHHbIMU
dopMaMu paka (ecnm 3To He ABNANOCH LieNbio TECTUPOBAHWSA), @ TaKKe Npoyne 06HapYyXXeHHble HaXxoOKK, BKoYast
BapMaHTbl HEM3BECTHOM KNnHM4YecKol aHaunmocT (VUS). Huxe npreeaeHo noapo6bHoe onmMcaHne MeToaonorum
nccnenoBaHUs, BKoYas noapobHoe onvcaHme UccnefoBaHHbIX PEMMOHOB N TeXHUYECKME XapaKTePUCTUKN
3anycka.

PaclumpeHHbIA NOMCK 6UOMapKepoB O1sl 3KCMNepUMeHTaNlbHOM Tepanum

Mo pe3ynbTataM MONEeKynapHoO-reHeTM4eCKoro nccnegoBaHua 06Hapy)KeHbI noTeHumanbHO KIMHN4YE€CKN
3Ha4YMMble BapMaHTbl 3a Npegenamm KNMHNMYeCKNX pekoMmeHgauni MmHagpasa P®:

eH BapuaHT oeHTndukaTop

MoBpexaatowmin (naToreHHbIn)

chr17:41209079T>TG (hg19)

ENST00000471181:¢.5329dup rs80357906
BRCA1 p.Gln1777ProfsTer74 N3BecTeH kak BRCA1 5382insC
Mpupopa YacTtoTa Knacc KnuHnyeckasa 3Ha4MMOCTb
BapuaHTa anbTepHaTuB. no ESCAT [MoTeHuManbHasa YyBCTBUTENBHOCTb
annens (VAF) K Tepanuu (Hupanapu6, pykanapu6’,
HacnepctBeHHbIN 46% -1l Tanasonapu6?)

' [penapat He 3aperncTpMpoBaH Aas NpUMeHeHns Ha Tepputopun PO
2 [penapaT He 3aperncTpupoBaH Ha Tepputopuun PO npw aToM 3abonesanuy (onums nedeHns BHe MHCTPYKLMUM MO
npuMmeHeHuio npenapata / off-label]

Mo pe3ynbTataM MONEKYNApHO-reHeTUu4eCKoro nccnegosaHua He OGHapy)KEHbI npo4yme Haxoagku.

HOHDOGHOG ornnMcaHne MetTonosnormn nccinegoBaHmA

Ncnonb3oBaHHasa TecT-cucTeMa Cono-Tect ABC nntoc No3BonsdeT AeTeKTUPOoBaTh reHeTUYeCcKne BapuaHThl,
OOHOHYKNEOTUIHbIE 3aMeHbl, KOPOTKME NHcepunn/aeneummn B OHK, B cnefyoLlmx permoHax:

leH TpaHcKpunT AHannampyemble pervoHsl

ATM ENSTO0000278616 MoKpbITME BCel KoamnpytoLer o6nacTu (B T.4. 9K30H/UHTPOHHbIE
rpaHuLbl)

BRCA1 ENSTO0000357654 MokpbITWe BCel KoampyoLlel 06nactu (B T.4. 3K30H/MHTPOHHbIE
rpaHunLbI)



BRCA2

PALB2

PTEN

AKT1

CHEK2

ERBB2

ESR1

ENSTO0000544455

ENSTO0000261584

ENSTO0000371953

ENSTO0000554581

ENSTO0000404276

ENSTO0000269571

ENSTO0000440973

MoKpbITHE BCen Kogupytowen o6nacTu (B T.4. 9K30H/UHTPOHHbIE
rpaHuLbl)

MoKpbITVe BCen KoampytoLen o6nacTu (B T.4. 9K30H/MHTPOHHbIE
rpaHuLbl)

MoKpbITVe BCen Kogumpytowern o6nacTu (B T.4. 9K30H/UHTPOHHbIE
rpaHuLbl)

[NoKpbITHUE rOpsSAYMX TOYEK (B T.4. pacnpoCTpaHeHHble B nonyndaunnm
naToreHHbIe BapVIaHTbI)

HOKprTMe ropAa4vnx To4vek (B T.4. pacnpocCTpaHeHHble B nonyndaumn
MaToreHHble BapVIaHTbI)

[NoKpbITHUE ropsSAYnX TOYEK (B T.4. pacrnpoCTpaHeHHble B nonyndaunnm
naToreHHbIe BapVIaHTbI)

HOKprTMe ropAa4vnx To4vek (B T.4. pacnpocCTpaHeHHble B nonyndaumn
MaToreHHble BapVIaHTbI)

AHanus gaHHbIX npoBoauncs ¢ ncnonb3osaHmeM MO Solo AVES. [Ing aHanusa ncnonb3oBanacb Bepcust CO0pKn
reHomMa GRCh37 (hg19). na cekBeHMpOBaHMA Ucnonb3oBanack nnatoopma FASTASEQ30O0.

BuonHbopMaTUYECKNA KOHTPOSb KadecTsa npoiaeH. My6uHa nokpbiTusa: 2296x (Nyn 1 - 1961x, nyn 2 - 2632x);
yHUbopMHocTb (MAPD): 0.436 (nyn 1- 0.402, nyn 2 - 0.354); pacyeTHast YyBCTBMUTENbHOCTb AETEKTMPOBaHUS
reHeTn4yeckmnx sapmanHTos: 100%.

OrpaHu4yeHust MeToaa

1. MeToA He NO3BONSET BbISIBNSATD BapWaHTbl, paCrnosioXXeHHble 3a npeaejiaMm TapreTHblX permoHoB ,D,HK-I'IaHeJ'IVI.

2. MeTof He nossonseT npoBOAUTb [OCTOBEPHYIO OLEHKY MyTaLlMOHHOﬁ Harpysku onyxonw.

3. MeTop, He nossonsieT aHanM3nmpoBaTb COMaTU4eCKMe anbTepaunn reHoB.

4. MeTop He rno3BonseT aHann3npoBaTb MUKPOCATEIUTHYIO HECTabUNbHOCTb.
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