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WccnenosaHme PesynbTar KoMMeHTapuit

OnpepeneHue MyTtaumii B reHax BRCA1, BRCA2

O6Hapy>xeHne BapMaHTOB B CM.KOMM. He obHapy>keHO naToreHHbIX 1 YCII0BHO MaTOreHHbIX BapnaHTOB, a
reHe BRCA1 TBaRKC)',(Ael BapVaHTOB HeOMNpeaeeHoro 3HavyeH1s B 24 3K30Hax reHa
O6Hapy>xeHne BapMaHTOB B CM.KOMM. He obHapy»xeHO naToreHHbIX 1 YCIIOBHO NMaTOreHHbIX BApUaHTOB , @
reHe BRCA2 E?QKCMAGZ BApVAHTOB HEOMNpeAeeHoro 3Ha4yeH1s B 27 3K30HaxX reHa
leHeTUYecKoe 3aK/lYeHNEe CM.KOMM. MaToreHHbIX BapuaHTOB, BEPOSITHO NMATOreHHbIX BApMaHTOB B reHax

BRCA1, BRCA2 obHapy»xeHo He 6bino
Pe3ynbTaT npuiaraeTcs Ha OTAeNbHOM braHke

WcnonHuTenb Mewkosa H.I., Bpay KIMHUYeCKoh nabopaTopHOM AMarHOCTUKM

KoMMeHTapun K 3asiBKe:
Jlokanusaums: éuoncus TkaHu

BHuMaHue! B aneKTpoOHHOM 3K3eMnspe 61aHka Ha3BaHUE UCCNeA0BaHMS COAEPXKMT CCbIIKY Ha CTPaHWLY CaiiTa C Or1CaHMEM

nccneaoBaHns. www.invitro.ru
Pe3yanaTb| I/ICC)'IeLI,OBaHVIﬁ HE ABNAKTCA ANAarHO30M, He06XOLI,VIMa KOHCYNbTauua cneunanncra.
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Texnuueckoe 3axknouerue

Pa3BepHyTO€ reHeTHYECKOE 3aKTI0UYeHHe

DUO:

Merton ncciienoBaHus:

Huarnoctuueckoe NGS

Hccnenyembie reHbl:

BRCA1, BRCA2

PedepencHslii reHOM: GRCh38

CpenHee OKpBITHE: 1053x

PaBHOMEpHOCTB 95%

HOKPBITHS:

Marepuain: @uxcupoBaHHbIe B opManuHe napaduHU3NPOBAHHBIE 00pa3IIbI

0JIOKA:

Howmep rucronorunueckoro

8841 11

HaiinenHbie naToreHHbIe U BCPOATHO INAaTOICHHLIC BApUAHTHI:

IIaToreHHBIX U BEPOSITHO MATOT€HHBIX BADHAHTOB O0OHAPYKEHO He ObLIO.

Copepixanue
Iloa0:xenne B IHonoxenne B | AMHHOKHMCJIOTHAA | AJLIeJbHAs
Cen dbSNP MoxpbiTHE al1es B
reHome k/IHK 3aMeHa yacrora*® s
odpasue
BRCA1 - - - - - -
BRCA2 - - - - - -
Haiinennbie BapraHThl HEOMTPEACICHHOTO 3HAYCHMUS:
BapuaHToB HeonpeaeJeHHOTr0 3HAYEHHUsI O0HAPYKEHO He ObLIO.
IToa0:xenne B IHonoxenne B | AMHHOKHMCJIOTHAA | AJLIeJbHAas Conepaxanne
Ten dbSNP IokpsiTHE aJutessi B
TeHoMe k/JIHK 3aMeHa yacrora® .
odpasue
BRCAL - - - - - -
BRCA2 - - - - - -

* AtenbHasi yactoTa IpHBeaeHa 1o 6ase nanHbix Genome Aggregation Database (QnomAD) (v/1 - HET 1aHHBIX )
** B cmydyae oOHapy)KeHHs IaTOI€HHOTO WM BEPOATHO IATOTCHHOTO BapHaHTa IUIS ONpPENETICHHS ero THIa
(repMUHATIBHBIN WK COMaTHYECKUH) PEKOMEHJOBaHO IOBTOPHUTH MCCIEJOBaHUE U3 MaTepraa IeJbHON KPOBU.

Pe3yabTarhl JaHHOTO MCCIEI0BAHUS MOTYT OBITH NPABUJIBHO
HHTEPHPETHPOBAHBI TOJIbKO BPAUYOM-T€HETHKOM




Anamn3 JIHK manmenta mpoBeneH Ha cekBeHaTope HoBoro mokojieHus (MiSeq, Illumina)
METOJIOM TapHO-KOHIeBOro ureHus (2x151 m.H.) co cpegHum mokpeiTueM He menee 70—100x. s
poOONOArOTOBKY ObLIa UCIONb30BaHa MeToIuKa TapreTHoro oboramenust reHoB BRCA1, BRCA2. [lns
Ha3BaHUS BBIABJICHHBIX BapUMaHTOB HCIOJb30Baiack HoMeHKiIatypa coobmectBa HGVS [1]. KauectBo
MOJIYYEHHBIX TMPOUYTEHUH OIIEHUBAJIOCh C TTOMOIIBIO FastQC?. Bsuio MPOBEJICHO BBIPABHUBAHUE Ha
pedepeHcHYIO0 Mocaea0BaTeIbHOCTh TeHoMa yenoBeka Bepcun GRCh38 ¢ momorbio BWA[S], MOCJIE YEro
ObLTM WcTONIb30BaHbl MHCTpYMEeHTH GATK 4.1.5.0" s MApKUPOBKH IYILJIMKATOB, COPTHUPOBKH H
pexannOpoBku 0a30BOM oOlLleHKH KaudecTBa. OOHapyKeHHE MOHOHYKJICOTHUIHBIX BapUAHTOB, KOPOTKHUX
BCTaBOK W [IEJCIUi OBLJIO BBIMIOJHEHO C WCIOIb30BAHUEM QJITOPUTMA DeepVariant[S]. DddexT
HallIeHHBIX BapUaHTOB onpeaessuuch npu nomomu Ensembl Variant Effect Predictor’™ u ANNOVARL”
C WCIOJIb30BAaHWEM AHHOTAIMH IO BCEM U3BECTHBIM TPAHCKPHUIITAM KaXKJIOTO T'€Ha M3 0a3bl RefSeq[B] c
MPUMEHEHUEM psla METOJOB IMpEACKa3aHusi MAaTOTC€HHOCTU 3aMeH (PolyPhen-Z[g], SIFT[lo],
MutationTaster2!*¥), MutationAssessort*?, PROVEAN™! u 1p.), a rtakke MerogoB ouenku
ABOJTIOIIMOHHON KOHCEPBATUBHOCTH (PhyloP[14], PhaStConS[15]). JIyisl OLIEHKW TIOMYJISIIUOHHBIX YacTOT
BBISIBIICHHBIX BapUAaHTOB MCIOJIb30BaHbI BEIOOPKH MTPOeKTOB «1000 reromo»®, ESP6500™") 1 Genome
Aggregation Database!™®. Jins ouenku kmumHHueckoi PEEBAHTHOCTH BBISIBJICHHBIX BapUaHTOB
HUCII0JIB30BaHbI 0a3a JaHHBIX OMIM[lg], CrienuaIn3upoBaHHbIe 0a3bl TaHHBIX M JINTEpATypHBIE JaHHBIC. B
3aKJIFOYCHHE BKIIOUEHBI TOJIBKO BapHaHTHI, HMMEIOIIME BO3MOXKHOE OTHOIIEHHWE K KIMHUYECKUM
MPOSIBIICHUSM Y MalMeHTa. MeTo ] He MO3BOISIET BISIBIATh MHCEPIIUU U Aeielun AmuHou 6onee 10 1m.H.,
MyTallud B WHTPOHHBIX OO0JacTIX (32 WCKIIOYEHHEM KaHOHMYECKHX CalToB crutaiicuara +/-10
HYKJICOTHJIOB), BapHalll¥ JJIMHBI TTOBTOPOB (B TOM YHCJIE AKCIAHCUHU TPUILIETOB), a TAKKE MYTAIllUU B
reHax, y KOTOPhIX B TEHOME CYIIECTBYET OJIM3KUI MO MOCIeI0BaTeIbHOCTH Mapaor (1mcesaoreH). Meroa
He IpeIHa3HaueH ISl ONpeIeIeHHs] IIUC-, TPAHCTIOJIO0KEHUS Map TeTePO3UTrOTHBIX MYyTallui, a TakKe IS
OLICHKH YPOBHSI METUJIMPOBAHUS, BBISBICHUS XPOMOCOMHBIX IMEPECTPOEK, MOJIMILIONINHU, BBISBICHUS
MyTalUi B COCTOSSHUU MO3auIM3Ma.



