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MonekynsipHo-reHeTu4eckoe uccrnegosaHme reHoB HRR (BRCA1, BRCA2, ATM, PALB2,CHEK2)

metoaom NGS

MNokasaTenb

PesynbTtar

PedepeHCHble 3Ha4YeHus

O6HapyxeHune BapuaHToB B reHe ATM (66
3k30HoB) - OMIM 607585

He oBGHapy>xeHO NaToreHHbIX 1
YCINOBHO NaToreHHbIX BapnaHToB, a
Takke BapnaHToB
HeonpeaenéHHoro 3Ha4YeHus B
reHe ATM (66 9k30HOB)

He oBGHapypkeHO NaToreHHbIX U
YCINOBHO NaToreHHbIX BapnaHToB B
reHe ATM (66 3k30HOB)

O6HapyxeHune BapuaHToB B reHe BRCA1 (22
3k30Ha) - OMIM 113705

He oBHapy»eHO naToreHHbIX 1
YCINOBHO NaTOreHHbIX BAPMAaHTOB' B
reHe BRCA1 (22 3k30Ha)

He oBHapy>eHO NnaToreHHbIX u
YCNOBHO NaTOreHHbIX BAPMAHTOB B
reHe BRCA1 (22 ak3oHa)

O6HapyxeHune BapuaHToB B reHe BRCA2 (26
3k30HOB) - OMIM 600185

He obHapyxeHo naToreHHbIX 1
YCINOBHO NaTOreHHbIX BapuaHTOB B
reHe BRCA2 (26 ak30HOB)

He obHapy»xeHOo naToreHHbIX 1
YCMNOBHO NaTOreHHbIX BapnaHToB B
reHe BRCA2 (26 aK30HOB)

O6HapyxeHune BapuaHToB B reHe CHEK2 (15
3k30HOB) - OMIM 604373

He oBHapyeHO NaToreHHbIX 1
YCNOBHO NatoreHHbIX BApMaHToB B
reHe CHEK2 (15 5Kk30HOB)

He oBHapy»XeHO naToreHHbIX u
YCINOBHO NaTOreHHbIX BAPMAHTOB B
reHe CHEK2 (15 ak30HOB)

O6HapyxeHne BapuaHToB B reHe PALB2 (13
3k30HOB) - OMIM 610355

He oBHapy>xeHo naToreHHbIX 1
YCINOBHO NaTOfE€HHbIX BAPMAHTOB B
reHe PALB2 (13 ak30HOB)

He oBHapy»eHO naToreHHbIX u
YCINOBHO NaTOreHHbIX BAPMAHTOB B
reHe PALB2 (13 3k30HOB)

["[eHeTnyeckoe 3akno4yeHne

[laToreHHbIX BApUaHTOB, YCMOBHO
MATOFEHHbIX BAPUAHTOB B reHax
BRCA1/2, ATM, PALB2, CHEK2

0BHapyeHo He GbIno.

MaToreHHbIX BApUaHToOB, YCIOBHO
NaToreHHbIX BApUaHTOB B reHax
BRCA1/2, ATM, PALB2,CHEK2

oBHapy>xeHo He 6bINo

KommenTapun k npo6e: Y maryienTa ObII IPOBEICH OMCK NAaTOTeHHBIX ¥ YCIOBHO ITATOTCHHBIX BapHaHTOB B reHax BRCA1/2,
ATM, PALB2,CHEK2,nmpeapacnonararonux kK pasBUTHs HACIEICTBEHHOTO paka MOJIOYHOH JKele3bl, paka SUYHUKOB, paKa
TIOJKEITY IOYHOH JKeNe3bl, paka XKeayAKa U paka MpeACTaTeNIbHOM jkele3bl. [1aToreHHbIX 1 yCIOBHO MAaTOTeHHBIX BAPHAHTOB
oOHapy>xeHO He ObL10. OTPUIATENBHBIN PE3YIIBTAT JAHHOTO MCCIICIOBAHNS HE MCKITIOUAET y MAallMeHTa YIOMSHYTHIX BBIIIC

3JIOKQYE€CTBCHHBIX 06pa303aHHﬁ.

JIaTa BBITIOJTHCHMST UCCIIETOBAHMA

Hccnenopanue BBITOJIHUI:
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Texnuueckoe 3axknouerue

P33BepHyTOC IF¢HETHYCCKOC 3aKIIOUYCHHE

DUO:
Merox Juarnoctuueckoe NGS
HUCCIICOIOBAHUA.
Heczienyemsie | poca1/2, ATM, PALB2,CHEK2
TCHBI.
P v
chepenchbiil | o 37/ hgl9
TCHOM:

BRCA1 NC_000017.11
Pedepencusiii | BRCA2 NC_000013.11
CHKBEHC: ATM NC_000011.10

PALB2 NC_000016.10
CHEK2 NC_000022.11

Cpennee 154

MOKPBITHE:




HaﬁaeHHme MaTOrCHHbIC BApHUAHTHI:

Ien ITonoxenue T — K308 ITosno:xenue B 3amena Yacrora dbSNP TokpbrTue Tun
B reHoMe kJIHK AMHUHOKHCJIOTbI ajnaenss® HacJIe10BaHus
BRCA1 - - - - - - 9 - -
BRCA2 - - - - - L . - -
ATM - - - - - - - - -
PALB2 - - - - - = - - -
CHEK2 - - - - - ) - - -
*YacToTbl annenen npusemeHbl no 6ase Exome Aggregation Consortium (Bbibopka Ao 60702 yendBek). H/4 = HeT AaHHbIX (He onucaH)
HaiineHnHple BEpOSITHO MAaTOr€HHBIE BAPUAHTHI:
Len IHos0:kenue T SK30H IHonoxenues 3amena Yacrora dbSNP Mokpermae Tun
B FeHOMe k/JIHK AMHHOKHCJIOTBI aenst® HacJIe0BAHHSA
BRCA1 - - - 4 - - - - -
BRCA2 - - - A - - - - -
ATM - - - - - - - - -
PALB2 - - - - - - - - -
CHEK2 - - - - - - - - -
*YacToTbl annenen npuseaeHbl no 6ase Exome Aggregation Consortium (sbibopka Ao 60702 yenosek). H/4 = HeT AaHHbIX (He onucaH)
HalinenHble BapuaHTBI HEOIIPEIEICHHOT O 3HAUSHUS:
Len Iosoxenue R — K308 IHonoxenue B 3amena Yacrora dbSNP TokpbiTae Tun
B I'eHOMe kJIHK AMMHOKHCJIOTHI ajnaenss™ HaCJIeI0BAHUS
BRCA1 - b - - - - - - -
BRCA2 - c - - - - - - -

ATM




PALB2 - - - - - - - - -

CHEK2 - - - - - - - - -

*YacToTbl annenen npuseaeHbl no 6ase Exome Aggregation Consortium (Bbibopka Ao 60702 Yyenosek). H/A = HET AaHHbIX (He onucaH)

Anamm3 JIHK mammenTta mpoBeneH Ha cekBeHaTtope HOoBoro mokojierus (MiSeq, Illumina) meTtomom mapHO-KOHHEBoro ureHus (2x151 m.H.) co cpemHuM
mokpeiTieM He MeHee 70—100x. J[ist mpoOOMOAroTOBKH ObLTA HCIOML30BaHA METOIMKA TapreTHoro oboramiefns reaoB BRCA1/2, ATM, PALB2,CHEK2. [lns
Ha3BaHWS BBISBICHHBIX BAapUAHTOB KCIIONB30Bajach HoMeHKiarypa coobmectBa HGVS [1]. KauecTBo4TIOMyUEHHBIX MPOYTECHUI OIEHUBAJIOCH C TOMOIIBIO
FastQC™. Brito mposeseno BeIpaBHHBaHHE Ha pedepEHCHYIO MOCIEI0BATENBHOCTE reHoMa denoBeka Bepenn GRCh38 ¢ momompsio BWAP! mocne wero 6suim
ucronb3oBanbl  HHCTpyMeHTsl GATK 4.1.5.0"" us MapxkupoBku mymmmkaToB, cCOpTHpOBKH I, pekanaflOpOBKH 0a30BOH OINEHKH KadecTBa. OOHApYXKCHHE
MOHOHYKJICOTHIHEIX BAPHAHTOB, KOPOTKMX BCTABOK M JCNCIMH GBLIO BHITONHEHO C HCIONb30BaHHEM anropurma DeepVariant™. D¢ ¢exTs HaliIeHHBIX BAPHAHTOB
omnpeaensucsk npu oMot Ensembl Variant Effect Predictor®™ u ANNOVAR ¢ ucnonssopanmem aHHOTAIMH 10 BCEM M3BECTHBIM TPAHCKPHIITAM KaXKJOr0 reHa
u3 Gaser RefSeq® ¢ mpumenenmem psima MeromoB mpenckasammst matoremsoctr 3amer (PolyPhen-2, SIFTHY MutationTaster2!, MutationAssessort*?,
PROVEAN™! i n1p.), a Takke MeTon0B omeHkn 3BomormonHoil korcepsatusroctr (PhyloPH4, PhastCons™). Jins omenkn momymsuuoHHbIX 9acTOT BBISBICHHBIX
BapUAHTOB HCIIOJb30BaHbl BEIOOPKHU MpoekToB «1000 reromoey™®, ESP6500™" u Genome Aggregation Database™. Jlnst orenkn xinHngeckoil PEIEBaHTHOCTH
BBISIBJICHHBIX BAPHAHTOB HCIIONB30BaHbI 6a3a nanubix OMIM™, crienmanmsuposatinbie 6a3bl JaHHBIX W THTEPATYPHEIC TaHHbIE. B 3aK/TI0YCHNE BKIIOYEHBI TOIBKO
BapHaHTbl, UMCIOIINE BO3MOKXHOC OTHOMICHHUEC K KIMHUYCCKUM IPOABJICHUAM Y IMAlITUCHTA. MeTOI[ HC MO3BOJIACT BBIABIATE MHCEPUUU U ACJICTITUA IUII/IHOI‘/'I 60.]166 10
II.H., MyTallul B WHTPOHHBIX 00JacTAX (3a MCKIIOUYEHHEM KAaHOHWYECKUX.CAUTOB cIuidiicuHra +/-10 HykJIeOTHAOB), BapualMy AJMHBI [OBTOPOB (B TOM 4YHCIE
AKCIIAHCUM TPUILIETOB), a TaK)Ke MYyTAllMd B TEHAX, Y KOTOPHIX B LEHOME CYIIECTBYET OJM3KHUI IO IOCIIE0BaTEIhbHOCTH Mapaiior (TceBaoreH). Merom He
npe€aHasHauCH JIsA OMMPEACIICHUA UC-, TPAHCIIOJIOKCHUSA Map IreTCPO3UTOTHBIX MyTa].[PIfI, a TaKKEC JJI1 OUCHKU YPOBHA METHUIIMPOBAHUA, BBIABICHUSA XPOMOCOMHBIX
MepecTpoeK, MOJUILTON TNH, BEISIBICHHUS MYTaIlUil B COCTOSTHUU MO3aMIIN3Ma.
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