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UccneposaHue PesynbTaT KoMMeHTapwit

BRCA1, BRCA2, ATM, PALB2, CM.KOMM. Pe3synbTaT npunaraercs Ha otaenbHoM 6naHke

CHEK?2 metogoM NGS

KoMMeHTapuu K 3asBKe:
Jlokanuzaums: 6uoncust TKkaHu

BHuMaHne! B 3neKTpOHHOM 3K3eMnnsipe 6r1aHka Ha3BaHUE UCCIeA0BaHNS COAEPXMUT CCbISIKY Ha CTPaHMULY caiiTa C on1McaH1eM
nccneaoBaHusl. Www.invitro.ru
Pe3ynbTaThl UCCNEA0BaHUIN He SABNAIOTCA AMAarHo30M, HeobxoaMMa KOHCYbTauus CreLuanmcTa.
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http://www.invitro.ru/

Texuuuecxoe 3axnroueHue

Pa3BepﬂyT0e TF€HETHYECCKOC 3aAK/TI0OYCHUC

DdUO:

Merton uccienoBaHust:

Huarnoctuyeckoe NGS

Uccnenyemble reHsl:

BRCAL, BRCA2, ATM, PALB2,CHEK?2

PedepencHbIil TeHOM:

GRCh37 / hg19

CpenHee mOKpBITHE:

350

HaﬁaeHHme NMaTOrCHHBIC 1 BEPOATHO MATOTCHHBIC BAPUAHTHI:

Ilos0:xeHHE B IMojio:keHne B | AMHHOKHCJIOTHAsSI | AJuleJbHAasi Tun
Cen I'enornn « dbSNP IMokpbiTHE .
reHome k/JIHK 3aMeHa 4acToTa HacJeI0BaHUs
BRCA1 | NC_000017.11: -/C NM_007294.4: NP_009225.1: 0.0001803 | rs80357906 186x AL MO
9.43057065dup €.5266dupC p.GIn1756fs ’
BRCA2 - - - - - - g -
ATM - - - - - Y 4 -
PALB2 - - - - - N - -
CHEK2 - - - - - 5 - -
* AnnmenpHas 4acToTa MpuBeAeHa Mo 0asze maHHbIX Genome Aggregation Database (gnomAD) (#/m - HeT
JTAHHBIX )
** Tun HacnemoBaHMsI TPEACTaBICH I reHa mo 0Oaze maHHbIx Online Mendelian Inheritance in Man
(OMIM), Tin HacneqOBaHMS TEHETHYECKOTO BapHUaHTa IOJDKECH OMPEENSITHCS BpadOM-TEHETUKOM C YIETOM
npefmnonaraeMoi  Hozosnorun u ¢denoruna  (AJl — ayTrocoMHO-IOMHMHAHTHBIA, AP — ayTrocomHo-
petieccuBHBIH, M® — MyIbTH)AKTOPHUATBEHBINA TUI HACICAOBAHHS)
HaiinenHble BapuaHThl HEOIIPEACICHHOTO 3HAUCHMUS:
MMonoxxeHnue B IMoso:keHne B | AMHHOKHCJIOTHASI | AJuleJbHAasi Tun
Ten Tenotun - dbSNP IMokpbiTHE o
reHoMme k/JIHK 3aMeHa 4acToTa HacJIeJ0BAHUA
BRCA1 - - - - - - - -
BRCA2 - - - - - - - -
ATM - - - - - - - -
PALB2 3 - - - - - - -
CHEK2 - - - - - - - -

* ANTenbHas 4acToTa

JTAHHBIX )

npuBeneHa no 6aze ganHblx Genome Aggregation Database (gnomAD) (u/nm - Her

** Tun HaclemoBaHMs MPEACTaBICH s reHa mo 0asze maHHbix Online Mendelian Inheritance in Man

(OMIM), THUIT HACJICAOBAHWA TCHECTUYCCKOI'O BapruaHTa JOJIKCH OPEACIATHECA BPa4OM-TCHECTUKOM C YUCTOM

npe;[nonaraeMoﬁ HO30JIOTHHM H (bCHOTHHa

petieccuBHbI, M® — MyIbTH()AKTOPUATBEHBINA T HACIICOBAHWS)

(Al — ayrocomHO-TOMUHaHTHBIH, AP — ayTocomHO-




Pe3ysibTaThl JAHHOTO UCCAEOBAHUS MOTYT ObITh NPABHJILHO HHTEPIPETHPOBAHBI TOJbLKO

BPavYOM-IT€HETUKOM

Anamu3 JIHK manmenTa npoBeieH Ha cekBeHaTope HoBoro mnokojenus (MiSeq, Illumina) metomom
mapHOKOHIIeBOro uTeHus (2x151 m.H.) co cpeaanm mokpeitTneM He MeHee 70—100x. [l mpoOomoaAroToBKH ObLTa
WCIIONIh30BaHA METOIuKa TapreTHoro obOoramieHus reHoB BRCA1/2, ATM, PALB2, CHEK?2. J[lns Ha3paHus
BEISIBJICHHBIX BAapHaHTOB HCIIONB30BaNach HOMeHKIatypa coobmectBa HGVS [1]. KauectBo momydeHHBIX
npouTeHuii oueHuBanoch ¢ nomompbio FastQCP. Beuto nposeneHo BbIpaBHMBaHHE Ha  pedepeHCHYIO
HoC/IeI0BaTeNbHOCTh FeHoMa uesoBeka Bepcur GRCh38 ¢ momomsio BWAE! nocne vero 6u1mm ncnosns3osaHs!
uHcTpyMenThl GATK 4.1.5.0%! 119 MapkupoBKM IyIIMKaToB, COPTHPOBKHM M PEKaIMOPOBKH 0a30BOM OLEHKH
kauecTBa. OOHapyKEHHE MOHOHYKIJICOTHHBIX BAPUAHTOB, KOPOTKHX BCTABOK M JEJICHUN OBbLIO BBITIOJHEHO C
ucnosb3oBanueM anroputma DeepVariant®!, DddexTsl HaliileHHBIX BapUAHTOB ONpEAEIANNCH IPU MOMOIIH
Ensembl Variant Effect Predictor®® u ANNOVAR[ ¢ wucnonp3oBanumem aHHOTanmii mo BCEM W3BECTHBIM
TPaHCKPUIITaM Ka10ro rena u3 6a3sl RefSeql® ¢ mpumenennem psina MeTo10B MpecKa3aHus MaTOTEHHOCTH 3aMeH
(PolyPhen-2%1, SIFTRO MutationTaster2™, MutationAssessor!!?, PROVEANI], u nip.), a Takxe MeTo0B OLEHKH
3BOMIOLMOHHOI koHcepBatuBHOCTH (PhyloP!4l, PhastCons™®). JInsa ornenku momynsiMoHHBIX YaCTOT BBIIBIECHHBIX
BAapMaHTOB MCIIOJb30BaHbI BHIOOPKHU MpoekToB «1000 renomor»8, ESP650011 u Genome Aggregation Database*®!,
JInsl OlIEHKHM KIMHMYECKOH PEeNeBAHTHOCTU BBISBIEHHBIX BapHAHTOB HCIONb30BaHBI 0a3za maHHbBIX OMIMI
CTeIMAM3UPOBaHHbIC 0a3bl JAHHBIX U JIMTEPATYpHbIC JaHHbIC. B 3akit0YeHHE BKIIOYEHBI TOJBKO BapHAHTHI,
MMEIOIUE BO3MOXKHOE OTHONICHHE K KIMHUYECKUM MPOSBICHUSAM y TanueHTa. MeToa He MO3BOJISET BBISIBIATH
WHCEPIMU U Jenieliny JuinHoW Oonee 10 T.H., MyTallid B MHTPOHHBIX 00J1aCTAX (32 UCKITIOUCHUEM KAaHOHMYECKUX
caiToB crutaiicuura +/-10 HyKJICOTHIOB), BAPHAIUH JUTHHBI ITOBTOPOB (B TOM YHUCIIE SKCITAHCHH TPHUILJICTOB), & TAKKE
MYTAaI[M{ B T€HAaX, Y KOTOPBIX B TEHOME CYIIECTBYET OJM3KHUIT TI0 MOCIEIOBATENLHOCTH Mapaior (TiceBJoreH). Meto
HE MpeHa3HauYeH /ISl OTpEeIeIeHUs 1IUC-, TPAHCIIOJIOKEHHUS Map TeTePO3UTOTHBIX MYTAIlMi, a TaKKe JUIsl OLIEHKH
YPOBHA METHIIMPOBAHUSA, BBISIBJICHHUA XPOMOCOMHBIX IEPECTPOCK, MOJIUITIIIOUIUN, BBIABICHUSA MyTaHI/Iﬁ B COCTOsSIHHUH

MoO3aunu3Ma.
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