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WccnenosaHme PesynbTaT KoMMeHTapuit

OnpepeneHue Mytaumii B reHax BRCA1, BRCA2, ATM, PALB2, CHEK2

O6Hapy>xeHne BapMaHTOB B CM.KOMM. He o6Hapy>XeHO maToreHHbIX M BEPOSTHO MaTOreHHbIX BapuaHTOB B
reHe BRCA1 (22 3k30Ha) reHe BRCA1 (22 3k30Ha)

O6Hapy>xeHne BapMaHTOB B CM.KOMM. He o6Hapy»eHO NaToreHHbIX M BEPOSTHO MaTOreHHbIX BapuaHTOB B
reHe BRCA2 (26 3K30HOB) reHe BRCA2 (26 3K30HOB)

O6Hapy>xeHve BapMaHTOB B CM.KOMM. He o6Hapy»XeHO NaToreHHbIX M BEPOSITHO MaTOreHHbIX BapuUaHTOB B
reHe ATM (66 3K30HOB) reHe ATM (66 3K30HOB)

O6Hapy>xeHne BapMaHTOB B CM.KOMM. He o6Hapy>XeHO maToreHHbIX U BEPOSTHO MaTOreHHbIX BapuaHTOB B
reHe PALB2 (13 3K30HOB) reHe PALB2 (13 3k30HOB)

O6Hapy>»eHne BapMaHTOB B CM.KOMM. He o6Hapy»XeHO NaToreHHbIX M BEPOSTHO MaTOreHHbIX BapuaHTOB B
reHe CHEK2 (15 3k30HOB) reHe CHEK2 (15 3k30HOB)

leHeTMYeckoe 3aK/lo4eHne CM.KOMM. MaToreHHbIX BapMaHTOB, BEPOSITHO MATOrEHHbIX BapMaHTOB B FreHax

BRCA1/2, ATM, PALB2,CHEK2 obHapy>xeHOo He 6bino
Pe3ynbTaT npunaraercs Ha oTAeNbHOM 61aHKe

WcnonHutenb MewkoBa H.I'., Bpay KIMHWYECKON NabopaTopHOW ANArHOCTMKM

KoMMeHTapumn K 3asiBKe:
Jlokanusaums: éuoncuns TkaHu

BHuMaHne! B 3neKTpOHHOM 3K3eMnnspe 6r1aHka Ha3BaHWe UCCenoBaHNs COAEPXMUT CCbINIKY Ha CTPaHULY caliTa C Onm1caHuem
ncecneaoBaHns. www.invitro.ru
Pe3yanaTb| MCCﬂeﬂ,OBaHMVI HE ABNAKTCA ANAarHO30M, HeOGXOLI,I/IMa KOHCY/lbTauua cneunanncra.
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Texnuueckoe 3axmoueHnue

Pa3BepHyTO€e reHeTHYECKOE 3aKII0YeHHEe

OUO:

MeTtox ucclie1OBaHM: Juarsoctuueckoe NGS

Hccraemyemple reHbl: BRCA1, BRCA2, ATM, PALB2,CHEK?2
PedepeHCHBIH TeHOM: GRCh37/ hg19

CpenHee OKPBITHE: 1398x

PaBHOMEPHOCTH MOKPBITHSL: 97%

Marepuai:

Howmep rucronorunyeckoro

6J0Ka:

Haiinennbie maTtoreHHbIe U BEPOATHO IMMAaTOI'CHHBIC BAPpUAHTEI:

IIaToreHHbIX U BEPOSITHO MATOT€HHBIX BADUAHTOB O0OHAPYKEHO He ObLIIO.

Copep:xanue
dbSNP MoxpbiTHE ajl1es B
odpasue**
BRCA1 - - - - - - -

BRCA2 - - - - - - -

ATM - - - - - - -
PALB2 - - - - - - -
CHEK2 - - - - - - -

Ilos0:xeHue B IMonoxeHue B | AMHHOKHUCJIOTHAsI | AJuledbHas

I'en
reHome k/IHK 3aMeHa qacrora*®

Haﬁ,[[eHHBIC BAapUAHTBI HCOMPEACIICHHOI'O 3HAYCHU !

BapuaHTOB HeomnpeaeJ1eHHOT0 3HAYEHHS 0OHAPYKEHO He ObLI0.

Copepixanue
dbSNP IokpsiTHE aJutessi B
obpasue**
BRCAl - - - - - - -

BRCA2 - - - - - - -

ATM - - - - - - -
PALB2 - - - - - - -
CHEK2 - - - - - - -

IMos102xenue B IlosiokeHne B | AMHHOKHCJIOTHAsI | AJLIeIbHast

Ien
reHome k/IHK 3aMeHa yacrora*®

* AJmenbHAs 9acToTa IpuBeaeHa 1o 6ase manusix Genome Aggregation Database (gnomAD) (#/x - HeT JaHHEBIX)
** B ciydae OOHapy»XEHHsI MATOT€HHOTO WJIM BEPOSTHO MATOTEHHOTO BapHaHTa ISl ONpEICICHHsS €ro THIa
(repMHHAIBHBIN MIIH COMATHYECKUI) pEKOMEHIOBAHO MOBTOPUTH UCCIIEA0BAHNE U3 MAaTepPHAIIa IIEbHON KPOBH.

Pe3yabTaThl JaHHOTO UCCJIEOBAHNS MOTYT ObITh NPABHJILHO HHTEPNPETHPOBAHBI TOJbKO
BPa4OM-T€HETHKOM



Ananu3 JIHK nanuenTa npoBeieH Ha CeKBeHaTope HOoBOro mokojeHus (MiSeq, Illumina) metomom mapHo-
KoHIleBoro yrenus (2x151 mH.) co cpemuum mokpbiTieM He MeHee 70—100x. s mpoOOmoaroToBku Oblia
WCTIONb30BaHa METOojMKa TapreTHoro oboramenus renoB BRCAL1/2, ATM, PALB2,CHEK2. [Ins na3BaHus
BBISIBJICHHBIX BapHAaHTOB MCIOJB30Bajlack HOMEHKIaTypa coobmectsa HGVS [1]. KadecTtBo monydeHHBIX
npoduTeHHi  oneHuBanock ¢ momompio FastQC?. Bpuo mpoBeneHo BhIpaBHHBaHHE Ha  pedepeHCHYIO
MOCIIEI0BATEIEHOCTh reHoMa 4enoBeka Bepcur GRCh38 ¢ momomibro BWAP, nocne wero 6bum ucmomnb3oBaHer
nHCcTpyMeHTHI GATK 4.1.5.04 s MapKHPOBKH TYIUTUKATOB, COPTUPOBKH M PEKATMOPOBKM 0a30BOI OIICHKHU
kadecTBa. OOHapyKEHHE MOHOHYKIICOTHJIHBIX BapUAHTOB, KOPOTKMX BCTABOK W JIEICIHU OBUIO BBITIOJHEHO C
HCIIOIB30BAaHUEM aJITOPUTMa DeepVariant[S]. OddexTh HaWACHHBIX BapHaHTOB OIPEACIIINCH TPH TTOMOIITH
Ensembl Variant Effect Predictor™ u ANNOVARY ¢ wucnonssosanmem ammHOTaimii mo BCEM H3BECTHBIM
TPaHCKPHIITAM KaXIOro reHa u3 6assl RefSeq® ¢ mpuMeHeHmeM psia METOIOB MPENCKA3aHHS MATOTCHHOCTH
samen (PolyPhen-21% SIFT!Y MutationTaster2™, MutationAssessor™, PROVEAN™!, i 1p.), a taxke meronos
OLICHKH YBOIIONHOHHOM KoucepatuBHocTH (PhyloP™ PhastCons™). Jlnst oueHkM mOmysIsIMOHHBIX 4acTOT
BBISBJICHHBIX BApUAHTOB MCIIONB30BaHbl BbIGOpKH mpoektoB «1000 rexomo»™, ESP6500M” u Genome
Aggregation Database™. Jlst ouernKy KIMHIYECKOI PeIeBAHTHOCTH BBISBICHHBIX BAPHAHTOB HCITOIB30BAHBI 6a3a
manaeix OMIM™, crenpanusupoBannbie Gasbl JaHHBIX M JIHTEPAaTYPHBIC IAHHBIC. B 3aKIIOYCHHE BKIIOYCHBI
TOJIbKO BapHWaHThI, MMEIOIIHNE BO3MOXKHOE OTHOIICHHWE K KIMHWYECKUM TMPOSABICHUSAM y TManueHTa. Metox He
MO3BOJISICT BBIABIATh HMHCEPIMHM W Jeieruu JnuHoW Oonee 10 m.H., MyTaliu B WHTPOHHBIX oOnacTax (3a
WCKJIFOUCHHEM KaHOHUYECKUX CalTOB cIutaiichHra +/-10 HyKJICOTHIOB), BapHAIIUK JITTMHBI TIOBTOPOB (B TOM YHCIIE
JKCIIAHCUHM TPHUILIETOB), a Tak)Ke MyTalMl B TeHaX, y KOTOPBIX B TEHOME CYIIECTBYET OJU3KHNA IO
MOCIIE0BATEIFHOCTH TapaJioT (IICEBIOTeH). MeTol He MpeaHa3HauYeH AJIS OMpPECIICHUS [KC-, TPAHCIIOIOKCHHUS
map TETEepPO3UTOTHBIX MyTallMi, a TakXke i ONEHKH YPOBHS METHIMPOBAHUS, BBISBICHUS XPOMOCOMHBIX
MepecTpoeK, MOTUTLTOHN INY, BEISIBJICHHUS MYTaIllUi B COCTOSIHUU MO3anIIM3Ma.



