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JlaTa mocTymieHusi MaTepuasa B JIabopaTopuio:

IMoa:
Aunaruos: JlaTa roTOBHOCTH HCCICA0BAHUSA:
MyTtauuu, 00HApYy:KeHHbIE B OIYX0JIH
Ionoxenne IToa0:xenne B Yacrora HUpentuduxaro | Maenrudpuxaro
(hg19) Ten KIHK 3amena AK ammens* p dbSNP!! p COSMICH! Hoxprrrue
W PIK3CA | c.1624G>A | p.Glus42Lys 31% 15121913273 | COSM760 21190
*/lonsa mymanmnoeo anneis 6 obpasye
HUHTEPIIPETALIUS

Myranus B reae PIK3CA (p.Glu542Lys), npeacTasisiromiast co00i paHee ONMUCaHHYI0 TOYCUHYIO
OJTHOHYKJICOTHIHYIO 3aMEHY, IPUBOJISIIYIO K 3aMEHE aMUHOKHUCIIOTHI B KOJUPYEMOM Oelike (MyTaius
TUIa MUCCEHC); coraacHo 6aze nanHbix COSMIC, MyTanus BbIsIBIIEHA B OITYXOJIEBOM TKaHU y MAIIMEHTOB
C pakoM MOJIOYHOM kese3bl [3]. YnpaBieHue 1o CaHuTapHOMY HaA30Py 3a KaUeCTBOM IHUILEBBIX
npoxaykroB u MmenukameHToB CLIA (FDA) onobpuito annenucu0 B KOMOMHAIUH ¢ (QyITBECTPAHTOM IS
KEHILMH B TOCTMEHOIay3€ C TOPMOH pelenTop-no3uTuBHbIM (ER+), oTpuniarenbHbIM 1O SKCIIPECCHH
perentopa snuaepManbHoro akropa pocra (HER2-) meracTaTudueckiM pakoM MOJIOYHOM KeJe3bl U
myTanuen B rene PIK3CA [4].




OIIMCAHME UCCIIEAJOBAHUA

CIHCOK I'eHOB, BKIIIOUCHHBIX B aHaln3: PIK3CA.

CHHCOK TapreTHBIX YYaCTKOB T'€HA, BKIIIOYEHHBIX B aHAJIU3, MOKET OBITh TIPEIOCTABJICH 110 3aIpoCy.
OrpaHnyueHust METOJUKH: METO/] TO3BOJISIET BBISABIATH HAJTUYME MyTallUi B TAPIeTHBIX y4acTKaX I€HOB,
BKJIIOYEHHBIX B TUAarHOCTUUYECKYIO TIAaHENIb; METOJT HE TAPAHTUPYET OOHAPYKEHUS MyTaIlii 32 TpaHUIlaMHU
TapreTHBIX Y4acTKOB. MeTo/ Takke He MpeHa3HaueH sl OLICHKU YPOBHSI METUJIMPOBAHUS, BBISIBIICHUS
XPOMOCOMHBIX TIEPECTPOEK, MOTUILIONTIH.

CCBIVIKA HA UCITOJIB3OBAHHBIE BA3bI JTAHHBIX U JIUTEPATYPY

1) http://www.ncbi.nlm.nih.gov/snp/
2) http://cancer.sanger.ac.uk/cosmic

Crapuiuii MoJieKyJISIDHbIA 0HOJIOT (HAIPABJIeHNE OHKOTeHEeTHKA):
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