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

BHuMaHue! B 3n1eKTpOHHOM 3K3eMnsipe 6r1aHKa Ha3BaHWE UCCNeN0BaHNs COAEPXMUT CChINIKY Ha CTPaHULY caiTa C ONMCAHMEM
nccneaoBaHusl. Www.invitro.ru
Pe3ynbTaTbl UCCEAOBAHMIN He SABNSIOTCS AMArHO30M, HeobxoamMMa KOHCYIbTauus CrneunanmcTa.

M.M. / Nognuce Bpaya

Eﬁlwmlg
L "
-


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 MMAaTOICHHBLIC BApUAHTHI:

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

*

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

naHHBIX) ** Tun HaciegoBaHUs MPEACTaBJICH i reHa mo 0a3e ganHbix Online Mendelian Inheritance in Man

(OMIM), Tunm HacnemnoBaHHUS T€HETUYECKOI'O BapHaHTa JOJDKEH OIpPENeNAThCS BPayOM-TEHETHKOM C Y4EeTOM

npeanoiaraeMoi Hozonoruu u genotuna (Al — ayrocomHo-noMuHaHTHBIM, AP — ayTocoMHO-perieccuBHbIi, M®D

— MyJIbTH()AKTOPUATEHBINA THIT HACIECIOBAHNUS)

HaitineHHbie BapuaHThl HEONIPEAEICHHOTO 3HAUEHUSL:

ITonoxxenue B ITonoxkeHne B | AMHHOKHUCJIOTHAsI | AJLleJbHas Tun
en reHoMe Fenorun k/IHK 3aMeHa gacrora* dbSNP IloxpeiTHe | HaciemoBanms™*
BRCA1 - - - - - - - -
BRCA2 - - - - -

*

AnnenpHas 4yacrora mpuBefeHa 1o 0asze maHHbIX Genome Aggregation Database (gnomAD) (u/n - Her

naHHbIX) ** Tun HacieoBaHUs MPEACTaBICH i reHa mo 0ase maHHbix Online Mendelian Inheritance in Man

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

npeanonaraeMoi Ho3onoruu u ¢enoruna (Al — ayrocomHo-noMuHaHTHBIN, AP — ayrocomHo-penieccuBHbil, M®

— MyJIbTH(AKTOpUATEHBIN TUI HACIIEI0BAHN)




Pe3y.]'ll>TaTbI JAHHOT0 UCCJICAOBAHUA MOI'YT ObITh NMpaBUJILHO

HHTEPIPETUPOBAHBI TOJIBKO BPAYOM-TCHETUKOM

Anamms JIHK nanuenra npoBesieH Ha CeKBeHaTope HOBOTro nokojenus (MiSeq, [llumina) metogom
MapHO-KOHIEBOrO uTeHus (2x151 mH.) co cpemnuMm mokpeitueM He wMenee 70—100x. s
poOOMOATOTOBKY ObLTIa MCIIOIB30BaHa MeTOIMKa TapreTHoro oboramenus TeHoB BRCA1, BRCA2. [lns
Ha3BaHUs BBISIBJICHHBIX BApHWAHTOB HCIIOJb30BaJlach HOMEHKIaTypa coobmectBa HGVS [1]. KauecTBo
MOJIYYEHHBIX MpOUYTeHHH oueHuBanoch ¢ mnomoulbio FastQC. beuio mpoBeneHO BbIpaBHMBaHHE Ha
pedepeHcHYIO MmocieaoBaTeIbHOCTh reHoMa 4yenoBeka Bepcun GRCh38 ¢ momompio BWA, nocne yero
Obutn ucnionb3oBanbl HHCTpYMEeHTH GATK 4.1.5.0 ans MapKupoBKH AYIUIMKATOB, COPTUPOBKH U
pexannOpoBKU 0a30BOW OLEHKH KadecTBa. OOHApYyXKEeHHE MOHOHYKJICOTHIIHBIX BAPHUAHTOB, KOPOTKHUX
BCTAaBOK U JIeJIeni OBIJIO BHIIIOJIHEHO C MCTIONb30BaHueM anroputma DeepVariant . ekt HaiineHHbIX
BapHaHTOB omnpenessinck npu momonmu Ensembl Variant Effect Predictors) u ANNOVAR g ¢ ¢
UCIOJIb30BAaHUEM aHHOTAllMid IO BCEM HU3BECTHHIM TPAHCKPUNTAM Kaxaoro rena u3 0Oa3el RefSeq

MIPUMEHCHHEM psja  MeTOJOB MpeCKa3aHus aTOr€HHOCTH 3aMeH
(PolyPhen-2°1, SIFT[O MutationTaster2!*H, MutationAssessor*?, PROVEANI], u
Ip.), @ TAKXKE METOJIOB OLICHKM 3BOJIFOLMOHHOM KoHcepBaTuBHOCTH (PhyloPp14], PhastCons™®). ITnsa

OIIEHKH TIOMYJIAMOHHBIX YacTOT BBIABICHHBIX BAapHAaHTOB MCIIOJb30BaHBI BBIOOPKH TPOEKTOB «1000
reromosy»[16], ESP65001") 1 Genome Aggregation Databasel*®l. JTns onenxu kinumHMYecKol peneBaHTHOCTH
BBIABJICHHBIX BapUAHTOB[19] UCIIOJIL30BaHbl 0a3a ganupix OMIM, crnenuanusupoBaHHble 6a3bl JAHHBIX M
JIUTCPATYPHBIC JAHHBIC. B 3akirouenne BKIIOYEHBI TOJIHBKO BapHaHThI, UMCIOIIMEC BO3MOKXHOC OTHOLICHUC
K KIMHHYECKUM NPOSBJICHUAM Y TIAIMeHTa. MeToJ| He O3BOJIAET BHISBIATH HHCEPIUHI H JICNEIUN JUTHHOM
6onee 10 m.H., MyTaly B MHTPOHHKIX 00/1aCTAX (32 HCKIIOYEHHEM KAHOHMYECKUX CaiTOB CILIaiicCHHTa +/-
10 HyKJIEOTHIOB), BAPHALIMH JUTMHBI HOBTOPOB (B TOM YHCIIe YKCIIAHCHH TPHIUIETOB), a TAKKE MyTAIUH B
reHax, y KOTOPHIX B TeHOME CYIIECTBYET OJM3KHil 110 TIOCIeI0BaTeNLHOCTH Hapaor (fcesaoreH). Meron
HC NPCAHA3HAYCH JIA OMPECACIICHUA THUC-, TPAHCIIOJOKCHUA Map ICTCPO3UTOTHBIX MyTaHI/H\/’I, a TaAKXKEC IJIA
OILCHKHU YPOBHA MCTUIIMPOBAHUS, BBIABJICHUSA XPOMOCOMHBIX MNEPECTPOCK, MOJUIIIIOMAHNH, BBIABJICHUA
MyTalui B COCTOSIHUM MO3aul3Ma.
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