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[aTta B3aTMs obpasua: 25.08.2023

[aTta noctynnenusi obpasua:  25.08.2023

Bpau: 28.08.2023

[JaTta nevatu pesynbTata: 30.08.2023

WccneposaHue PesynbTaT KoMMeHTapuit
BRCA1, BRCA2 meToaom CM.KOMM. Pe3ynbTaT npunaraeTcs Ha OTAeNbHOM BnaHke
NGS

KoMMeHTapuu K 3asiBKe:
ﬂOKaJ'IVI3aL|,I/IF|: broncus TKaHu

BHuMaHKe! B 3neKTpOHHOM 3K3eMnnspe 6r1aHKa Ha3BaHUE UCCNEN0BaHNS COAEPXMUT CChISIKY Ha CTPaHULY calTa C ONMCaHUEM
nccneaoBaHus. Www.invitro.ru
Pe3ynbTaThl MCCNea0BaHUIN He SIBNSAIOTCS AMarH030M, HeobxoamMMa KOHCYbTauus crneunanmcra.
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http://www.invitro.ru/

Texnuueckoe 3axkniouernue

PasBepHyToe FreHETH4YECCKOC 3aKJII0YCHHE

DUO:

MeTo/1 ucciIefOBAHHUS:

Hunaraoctuaeckoe NGS

Uccnenyemblie reHsl:

BRCA1, BRCA2

Pedepencuplii reHOM:

GRCh37 / hgl9

Cpennee nOKphITHE:

350

HaﬁﬂeHHBIe IMNaTOICHHBIC U BCPOATHO MMAaTOI'CHHBLIC BAPpUAHTHI:

IMonoxenue B ITonoxkeHue B | AMHHOKHUCJIOTHAsI | AJLledbHAs Tun
Ten reHoMe TenoTun kAHK 3aMeHa yacrora® dbSNP IlokpeiTHe | gaciexoBaHms™*
BRCA1 NC_000017.11: -/IC NM_007294.4: NP_009225.1: 0.0001803 rs80357906 136 Mo
9.43057065dup ¢.5266dupC p.GIn1756fs B AL,
BRCA2 - - - - - -

*

AnnenpHas 4acToTa mpuBeneHa mo 0ase maHHBIX Genome Aggregation Database (gnomAD) (w/m - Her

JMaHHBIX) ** Tum HaclieMOBaHMS MPEACTaBICH I TeHa mo 6ase mamubix Online Mendelian Inheritance in Man

(OMIM), Tunm HacnmemoBaHHUS T€HETUYECKOI'O BapHaHTa JOJDKEH OIPENeNAThCS BpPadOM-TEHETHKOM C Y4eTOM

mpeanoiaraeMoi Hozonoruu u penoruna (AJl — ayrocomHo-noMUHaHTHBIM, AP — ayTocoMHO-perieccuBHbIi, M®D

— MyJIbTH()AKTOPUATEHBINA THIT HACIEIOBAHUSA)

HaitneHHble BapuaHThl HEONIPEAEICHHOTO 3HAUEHUSL:

Ilosio:kenne B IlosiokeHne B | AMHHOKHCJIOTHAsI | AJliedbHast Tun
I'en reHome Fenornn k/IHK 3aMeHa qacTora® dbSNP IlokpeiTHE | gacnemoBamms™*
BRCA1 - - - - - - - -
BRCA2 - - - - -

*

AnnenpHas 4yactora mpuBefeHa 1o 0Oasze maHHbIX Genome Aggregation Database (gnomAD) (w/m - et

naHHbIX) ** Tum HaciegoBaHUs MPEACTaBICH i reHa mo 0ase maHHbiXx Online Mendelian Inheritance in Man

(OMIM), THUIT HACJICOAOBAaHHA TCHCTUYCCKOI'O BapWaHTa MHOJDKCH OIPCACIATHCA BPAYOM-TCHCTHKOM C YUYCTOM

npeamnonaraeMoi Ho3onoruu u ¢enoruna (Al — ayrocomHo-noMuHaHTHBIN, AP — ayrocomHo-peneccuBHbi, M®

— MyJIbTH(AKTOpUATEHBIN TUI HACIIEI0BAHN)




Pe3y.]'ll>TaTbI JAHHOT'0 UCCIICAOBAHUA MOI'YT ObITh IpaBUJIbHO

HHTEPIPETUPOBAHBI TOJIBKO BPAYOM-TCHETUKOM

Anamns JIHK nmanuenTta npoBesieH Ha ceKBeHaTope HOBOro nokonenus (MiSeq, [llumina) meTogom
MmapHO-KOHIEBOrOo uTeHus (2x151 mH.) co cpemnuMm mnokpeitueM He wMenee 70—100x. s
poOOMOATOTOBKY ObLTIa MCIIOIB30BaHa MEeTOIMKa TapreTHoro oboramenns TeHoB BRCA1, BRCA2. [lns
Ha3BaHUs BBISIBJICHHBIX BAPHWAHTOB HCIIOJb30Bajlach HOMEHKiarypa coobmectBa HGVS [1]. KauectBo
MOJIYYEHHBIX TMPOUYTEeHUH oneHuBanoch ¢ mnomoulpio FastQC. Bbpimo mpoBeaeHO BbIpaBHHUBaHHE Ha
pedepeHcHYIO MocieaoBaTeIbHOCTh reHoMa 4yenoBeka Bepcun GRCh38 ¢ momompio BWA, nocne yero
Obutn ucnionb30BaHbl MHCTpYMEHTH GATK 4.1.5.0 an  MapkupoBKHM — JyIJIMKATOB, COPTUPOBKH U
pexannOpoBku 0a30BOM OIEHKU KadecTBa. OOHapyKeHHE MOHOHYKJICOTHIHBIX BApUAHTOB, KOPOTKHUX
BCTaBOK U JIEJICIHA OBLJIO BHITIOJIHEHO C HCIIOJIb30BaHueM anroputma DeepVariant . D¢ hekThl HaliIeHHBIX
BapHaHTOB ompeaensunch npu nomomu Ensembl Variant Effect Predictor[e] u ANNOVAR! g ¢
WCIOJIb30BAaHUEM aHHOTAllMK [0 BCEM H3BECTHBIM TpPAaHCKpPUIITAaM Kaxkaoro reHa u3 0Oaszbel RefSeq

MIPUMCHEHHEM psaga  METOJIOB MpeICKa3aHus MMaTOT€HHOCTH 3ameH (PolyPhen-
201 SIFTI MutationTaster2[], MutationAssessor®?, PROVEANIL u  1p.), a taroxe
METOOB OLICHKH JBOJIOLMOHHON KoHcepBaTuBHOCTH (PhyloP[i4], PhastCons[15]). s  oneHku

HONYJISAIMOHHBIX YACTOT BHISBJIEHHBIX BAPUAHTOB MCIIOJIL30BaHbl BEIOOPKH IPOEKTOB «1000 reHoMoB»[16],
ESP65007] 1 Genome Aggregation Databasel'®l. JIns onenkxn kmaM4ecKoil pelIeBAHTHOCTH BBIABICHHBIX
BapMAHTOB [19] UCIIOJIb30BaHbl 6a3a ganHbx OMIM, cnenuanu3upoBadHble 0a3bl JAHHBIX U TMUTEPATYPHBIE
JAaHHBIC. B 3akiroueHne BKIOYEHBI TOJILKO BapHUaHTbI, UMCIOIIUEC BO3BMOKHOC OTHOIICHUEC K KIIMHUYCCKUM
TIPOSIBIIGHUAM Y TAllMeHTa. MeTo He MO3BOJIAET BBIABIATH MHCEPIUM U Aejeluy LTHHOM Gonee 10 1L.H.,
MyTalli¥ B HMHTPOHHBIX O00NAcTAX (3a MCKIIOYEHHEM KaHOHMYECKMX caiiToB cruiaiicuara +/-10
HYKJICOTH/I0B), BAPHUALMU JUTHHEI TIOBTOPOB (B TOM 4YHCIe KCIAHCHH TPHUIUIETOB), a TAKKe MYTaI[uH B
reHax, Y KOTOPBIX B T€HOME CYIIECTBYET GIM3KHii MO TI0CIIe[0BaTeIbHOCTH Mapasor (IiceBnoreH). Meron
HC IpCAHA3HAYUCH JIA OIPCACIICHUA NHUC-, TPAHCIIOJOXKCHUSA Map ICTCPO3UTOTHBIX MyTaHHfI, a TaKXKEC IJId
OLCHKU YPOBHA MCTUIIMPOBAHUA, BBIABIICHHA XPOMOCOMHBIX IICPECTPOCK, IMOJIUITIIOMAWH, BBIABJICHUA
MyTalui B COCTOSIHUM MO3aul3Ma.
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