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3AKJIIOYEHME no pe3yabratam cekBeHupoBanus renoB BRCA1 u BRCA2

ITammenr:

[Ton: xeHckun

JlaTa poxxneHus:

Bun marepuana: JITA/I'eHeTnka

Jlara B3sTus Onomarepuaina: 23.08.2024

Ne zasBku: 135340622

HaunmenoBanue ycnyru: Onpenenenue myrtanuii reHoB BRCAL u BRCA2 meronom NGS
(cekBeHHpOBaHHUE Beex Koaupyromux oonacteit renoB BRCAL u BRCA2) (kpoBb)

MeTo10M MaccoBOI0 MapauieIbHOIO CeKBeHMpOoRaHus Ha pudope lllumina MiSeqDXx nposernen aHanus
2 renoB BRCA1 u BRCAZ2. I'enst BRCAL/2 oTHOCATCS K TPYIIIIE TEHOB-CYIIPECCOPOB, BOBICUCHHBIX B
IPOIIECC TOMOJIOTHYHON pernapanuy IByHUTEBbIX pa3peiBoB JJHK. Hannune kanHugeckn 3HaYMMBbIX
mytaruii B renax BRCAL mnm BRCAZ2 Bri3biBaeT nmotepio GyHKINUU OEIKOB, KOIUPYEMbIX STHMHU
TCHaMU, B PE3YJIbTATE YETO HAPYIIAETCsl OCHOBHOM MEXaHM3M perapaliy JBYLENOYSUHBIX Pa3pPhIBOB
JHK.

BBISIBJIEHHBIE BAPUAHTHI HYKJIEOTHJIHOM MMOCJIEJOBATEJIBHOCTU

FeH MonoxeHue (FeHoTtun|dk30H/ |MonoxeHune |3ameHa AK |Yacrora|TpaHckpunTt |Fny6uHa
no reHOMHoOM MHTpoH |B KAHK annens® npoyYTeHusA
KoopAauHaTe**

BRCAL [chrl7:4120907(T/TG 19 c.5266dup  |p.(GIn1756fs)(0.000180|NM_007294.4 |x777
9T>TG

*Hacmomesl anneneu ripusedeHsl ro 6aze Genome Aggregation Database (gnomAD) (OaHHbIe
rno 123136 sk3omoe u 156496 eceHomos). H/Q = Hem OaHHbIX (He ofiucaH)
**Bepcusi ceHoma: GRCh37/hg19

HUHTEPIIPETALIUA JAHHbIX

BeisiBnena onucannas panee kak narorenHas (HGMD ID: C1941841) nymnkanus B 3k30He 19 rena
BRCAL (chrl7:41209079T>TG) B reTepO3UroTHOM COCTOSIHUH, TIPHBOJIAIIAS K CIBUTY PAMKH
CUMTHIBAaHUS

NM_007294.4:¢.5266dup,  p.(GIn1756ProfsTer74), rnyOuHa mOKpPBITUS TOYKU X7 77.
BoisiBrienHast AyruiMKaiys 3aperncTpupoBaHa B KOHTPOJIBHOHM BhiOOpke Genome Aggregation
Database (gnomAD v2.1.1) ¢ aqensHo# gactoroii 0.018030%.

Cornacno kputepusim ACMG, naHHbIM BapHaHT clieflyeT pacleHUBATh KaK aTOrCHHBIN.

BapnanTst B rene BRCAL acconmupoBaHbI € MIOBBIIICHUEM BEPOSITHOCTH Pa3BUTHS paka MOJIOYHOM
xene3bl (PMIK) u ssuunukos (P51).

TpebyeTcs MoATBEPk/IEHUE BBIIBICHHBIX U3MEHEHUH METOJIOM CEKBEHUpOBaHUs 1o CeHrepy.



TEXHUYECKHE CBEJAEHHUA O TPOBEJEHHOM UCCJIEJJOBAHUH

Hcnonb3yemsbrit mpubop MiSegDX
Bcero mpourenumit 289347
JliHa npouTeHNHH 2*151 m.o.
CpejiHee OKPhITHE 1737x

PaBHOMEpPHOCTH OKPBITHUS 97%

CBEJEHUSA O METOJAE U EI'O OT'PAHNYEHUAX

MeToa He MO3BOJIAET BBISBIATH MHCEPIMH U Aeieluy 1nHoi 6onee 10 m.0., MyTalui B MHTPOHHBIX
obuacTsX (3a UCKIIOYEHHEM KaHOHMUYECKUX CAaMTOB CIIIaliCMHIa), Bapyalluy JUIMHBI IOBTOPOB (B TOM
quclle SKCIAaHCUM TPUILIETOB), @ TAK)KE MyTallK B T€HaX, y KOTOPBIX B TEHOME CYIIECTBYET OJIM3KUI 110
[10CJIeI0BATEIBHOCTH Hapallor (IICeBOreH), JUIsl ONpeAEIeHUs IUC-, TPAHC- TIOJ0XKEHNUs IIap
TeTEPO3UTOTHBIX MYTALIUH, a TAKXKE IS OLICHKHA YPOBHSI METWIIMPOBAHUS, BBISIBIICHUSI XPOMOCOMHBIX

HNePECTPOCK, IMOJIUIIIIOUIUHN.

Tpe6yeT051 COIIOCTAaBJICHUC KIIMHUKO-TCHCTUYCCKUX JaHHBIX. I[J'ISI HHTCPIIPETAUU PC3YJIbTATOB

HUCCICIO0BaHUA H€06XOI[I/1Ma KOHCYJIbTallHd Bpada-reHCTUKA.

Jlara BerHecenwmst 3akmodenus: 05.09.2024
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