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WccneposaHue PesynbTat KoMMeHTapui

BRCA1, BRCA2, ATM, PALB2, CM.KOMM. Pe3ynbTaT npunaraetcs Ha oTaenbHOM 6raHke

CHEK?2 metogoMm NGS

BHuMaHue! B 3neKTpOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHUe UCCIeN0BaHNS COIEPXKMUT CChIIKY Ha CTpaHULy caiTa C
OMNUCaHWEM UCCneaoBaHusa. Www.invitro.ru
Pe3ynbTaThl UCCNIEA0BaHUI He SIBNSAIOTCS AMarHO30M, HE0bX0AMMa KOHCYbTauus crneunanmca.
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Texuuuecxoe 3axnroueHue

Pa3BepHyT0e TF€eHETHYECCKOC 3aAK/TI0OYCHUC

DdUO:

Merton uccienoBaHust:

Huarnoctuyeckoe NGS

Uccnenyemble reHsl:

BRCAL, BRCA2, ATM, PALB2, CHEK2

PedepencHbIil TeHOM:

GRCh37 / hg19

CpenHee mOKpBITHE:

350

HaﬁaeHHme NMaTOrCHHBIC 1 BEPOATHO MATOTCHHBIC BAPUAHTHI:

ITonoxenue B IMono:xkeHue B | AMMHOKHMCJIOTHas | AJLlejbHasi Tun
Cen I'enornn « dbSNP IokpbiTHE .
reHomMe k/JIHK 3aMeHa 4acToTa HaCJIe0BAHMS
BRCA1 | NC_000017.11: -/C NM_007294.4: NP_009225.1: 0.0001803 | rs80357906 186x AJL MO
9.43057065dup €.5266dupC p.GIn1756fs ’
BRCA2 - - - - - - - -
ATM - - - . . - - -
PALB2 - - - - - - - -
CHEK2 - - - - - - - -
* AnnmenpHas 4acToTa MpuBeAeHa mo 0aze manHbIX Genome Aggregation Database (gnomAD) (#/m - HeT
JTAHHBIX )
** Tun HacnemoBaHMsI TPEACTaBICH s TeHa mo 0Oaze maHHbix Online Mendelian Inheritance in Man
(OMIM), Tin Hacne0BaHMSI TEHETHYECKOTO BapHUAaHTa IOJDKEH OMPEIENISITHCS BpadOM-TEHETUKOM C YIETOM
npefmnonaraeMod Hozonorun u ¢denoruna  (AJl — ayrocoMHO-IOMHMHAHTHBIA, AP — ayTrocomHo-
petieccuBHBIN, M® — MyIbTH()AKTOPUATBEHBIN T HACIICAOBAHMS)
HalinenHble BapraHThl HEOIIPEAEIEHHOTO 3HAYCHUS:
IMonoxenue B IMono:xkenue B | AMMHOKHMCJIOTHAsS | AJLleJbHasi Tun
Cen I'enoTnn - dbSNP IokpeiTHE .
reHomMe k/IHK 3aMeHa 4acToTa HaCJIeJ0BAHUSA
BRCAL - - - - - - - -
BRCA2 - - - - - - - -
ATM - - - - - - - -
PALB2 - - - - - - - -
CHEK2 - - - - - - - -

* ANTenbHas 4acToTa

JTAHHBIX )

npuBeneHa 1o 6aze ganHblx Genome Aggregation Database (gnomAD) (u/n - Her

** Tunm HacnemoBaHWsI TpeACTaBIeH s TeHa mo 6aze maHHbIXx Online Mendelian Inheritance in Man

(OMIM), THUIT HACJICAOBAHWA TCHECTUYCCKOI'O BapruaHTa JOJIKCH OPEACIATHECA BPAaYOM-TCHECTUKOM € YUYCTOM

npejrnoiaraeMoil  Ho3oJoruu u  (peHoruna

petieccuBHbI, M® — MyIbTH)AKTOPHUATBEHBINA T HACIICOBAHNS)

(Al — ayrocoMmHO-mOMHHaAHTHBIH, AP — ayTrocomHO-




Pe3ysibTaThl JAHHOTO UCCIEOBAHUS MOTYT ObITh NPABHJILHO HHTEPIPETHPOBAHBI TOJbLKO

BPavYOM-IT€HETUKOM

Anamu3 JIHK manmenTa npoBeieH Ha cekBeHaTope HoBoro mnokojienus (MiSeq, [llumina) meromom
mapHOKOHIIeBOro uTeHus (2x151 m.H.) co cpeaanm mokpeiTneM He MeHee 70—100x. [l mpoOomoaroToBKy ObLTa
WCIIONIh30BaHA METOauKa TapreTHoro oboramieHus reHoB BRCA1/2, ATM, PALB2, CHEK?2. J[lns Ha3Banus
BEISIBIICHHBIX BAapHMaHTOB HCIONB30BANach HOMeHKIarypa coobmectBa HGVS [1]. KauectBo momydeHHBIX
npouTeHuil oueHuBanock ¢ nomompbio FastQCP. Beuto nposeneHo BhIpaBHMBaHHE Ha  pedepeHCHYIO
HoC/IeI0BaTeNbHOCTh FeHoMa uesoBeka Bepcur GRCh38 ¢ momommsio BWAE! mocne vero 6uimm ncnosns3osaHsl
uHcTpyMenThl GATK 4.1.5.0%! 119 MapkupoBKH IyNIMKaToB, COPTHPOBKHM M PEKaJUOPOBKM 0a30BOM OLEHKH
kauecTBa. OOHapyKEHHUE MOHOHYKIICOTHHBIX BAPUAHTOB, KOPOTKHX BCTABOK M JEJICHUN OBLIO BBITIOJHEHO C
ucnosb3oBanueM anroputma DeepVariant®!, DddexTsl HaliileHHBIX BapUAHTOB ONpPEAENIAIMCH MPH MOMOILH
Ensembl Variant Effect Predictor®® u ANNOVAR[ ¢ wucnonp3oBanmem aHHOTanmii mo BCEM W3BECTHBIM
TPaHCKPUIITaM KaX10ro rena u3 6a3sl RefSeql® ¢ mpumenennem psga MeTo10B MpecKa3aHus MaTOTEHHOCTH 3aMeH
(PolyPhen-2%1, SIFTRO MutationTaster2™, MutationAssessor!!?, PROVEANM], u nip.), a Takxe MeTo0B OLEHKH
3BONIOLMOHHOI kKoHcepBaTtuBHOCTH (PhyloP!4l, PhastCons™®). Jlnsa ornenku momynsiiMoHHBIX YaCTOT BHISIBIECHHBIX
BAapMaHTOB MCIIOJb30BaHbI BLIOOPKHU MpoekToB «1000 renomor»8, ESP65001 u Genome Aggregation Database*®l,
JInsl OlIEHKM KIMHMYECKOH PEeIeBaHTHOCTU BBISBIEHHBIX BapHAHTOB HCIONb30BaHBI 0a3za maHHbBIX OMIMI
CTeIMAM3UPOBaHHbIC 0a3bl JAHHBIX W JIMTEPATypHbIC JaHHbIC. B 3akit0YeHHE BKIIOYEHBI TOJBKO BapHAHTHI,
MMEIOIUE BO3MOXKHOEC OTHONICHHE K KIMHUYECKUM MPOSBICHUSIM Yy TanueHTa. MeToj He MO3BOJISIET BBISBIATH
WHCEPIMU U JieNelind JuinHoW Oonee 10 T.H., MyTallid B HHTPOHHBIX 00J1aCTAX (32 UCKITIOYCHUEM KAaHOHMYECKUX
caiToB crutaiicuura +/-10 HyKJICOTHIOB), BAPHAIUH JUTHHBI ITOBTOPOB (B TOM YHUCIIE SKCIIAHCHH TPHUILJICTOB), & TAKXKE
MYTAaI[MH B T€HAaX, Y KOTOPBIX B TEHOME CYIIIECTBYET OJM3KHUIT 10 MOCIE0BATENLHOCTH Hapaiior (TiceBaoreH). Metos
HE MpeJHa3HauYeH /IS ONpe/IeeHUs 1IUC-, TPAHCIIOJIOKEHHUS Map TeTePO3UTOTHBIX MYTAIlMi, a TaKKe JUIsl OIEHKU
YPOBHA METHIIMPOBAHUSA, BBISIBJICHHUA XPOMOCOMHBIX IEPECTPOCK, MOJTUITIIONINN, BBIABIICHUS MyTaIH/Iﬁ B COCTOSIHHUH

MoO3aunu3Ma.
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