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3AKNIOYEHUE
no pesynbTaTaM MOJIEKYNSAPHO-reHeTU4eCcKoro uccrnenosaHus

Homep gorosopa:

MaumeHT: [aTta 3abopa maTtepuana:

Harta poxaeHus:

Mon:

[narHos: [laTa rotoBHOCTM nccnenoBaHus: .

Bupg buomartepmana:

Bua nccnepgoBaHus: XngkoctHasa 6muoncus Ha 57 reHoB

MeTtop nccnegoBaHnusa: CekBeHmpoBaHme HOBOro nokoneHms (NGS)

Pe3ynbTaTt uccrnegoBaHus:

MYTaLI,VIVI, 06Hapy)Ke|-|Hb|e B nna3mMme KpoBu

1 knacc - myTaumm ¢ CUNbHOW KITMHUYECKOW 3HAYUMOCTBIO B OTHOLLEHUM BbIOOPA NEKapCTBEHHbIX OMLMNA

Harta nocTynneHus matepuana B naGopaTopuio:

Mosoxenue r IMonoxenne 3ameHa Yacrora I/I}lel—lTl/l(l)I/Ilﬁ-l] Hnentudurarop n
(hg19) - B KJTHK AK anzens Top dbSNP COSMIC OKpbITHE
He BbIsiBIIEHO
2 Krnacc — MyTaumu ¢ NoTeHUMarnbHOW KNMMHUYECKOW 3HAaYMMOCTLIO0 B OTHOLLIEHMM BbIBOpa NekapcTBEHHbIX OMNUMNA
Monoxenue (hgl9) FeH MNMonoxeHue B 3ameHa AK YacToTa WUpneHTtudmkatop WUpenTtudmkatop MokpbiThe
KOHK annens* dbsNPI1] cosmicl?]
He BbIsiBneHo
3 Knacc — MyTaunn ¢ HEU3BECTHBLIM KMMHUYECKUM 3Ha4YEHMEM B OTHOLLIEHNM BbIGOpa nekapcTBEHHbIX OMNLUMMA
MonoxeHue (hgl9) FeH MNMonoxeHue B 3ameHa AK YacToTa WUpneHTtudmkatop WUpenTtudbukatop MokpbiThe
KOHK annensi* dbsnpl1] cosmicl2]
chr11:108205768G>T| ATM €.8083G>T p.Gly2695Cys 20,44% - COSM6067432 6635

*[lons MymaHmHo:20 arnnersii e o6pa3ue




MHTEPMNPETALUA

BbisiBrnieHa 1 myTaumsa C HEM3BECTHbIM KIUHWYECKUM 3Ha4YeHWeM B OTHOLLEHUU BblGopa NeKapCTBEHHbIX
onumn:

1. MyTtauus B reHe ATM (p.Gly2695Cys), npeacTasnstowas cobor 3aMeHy 04HOro HyKrneoTuaa, NpUBoasALLYo
K 3aMeHe aMUHOKMCIOThLI B Kognpyemom bernke (Mmytauus Tuna mmcceHc). CornacHo 6a3e gaHHbix COSMIC,
MyTaLusi BbiSBIIEHa B OMYXONeBOW TKaHW Y MaLWeHTOB € pakom rnerkoro [3]. MyTtauumsa onncaHa B 6a3e AaHHbIX
reHomHblx BapuaHToB ClinVar kak MyTaumMss C HeusBeCTHbiM 3HadeHuem [4]. OrtcyTtcTByeT
3aperucTpupoBaHHas Tepanus, BO34eNCTBYOLWAasa Ha ONyxXonu NomKenyqoYHON xenesbl ¢ myTaumen ATM.



OMNMUCAHUE NCCNEOOBAHUA

Cnuncok reHoB, BKMOYeHHbIX B aHanua: ABL1, AKT1, ALK, APC, ATM, BRAF, CDH1, CDKN2A, CSF1R, CTNNB1,
DDR2, DNMT3A, EGFR, ERBB2, ERBB4, EZH2, FBXW7, FGFR1, FGFR2, FGFR3, FLT3, FOXL2, GNA11l, GNAQ,
GNAS, HNF1A, HRAS, IDH1, IDH2, JAK2, JAK3, KDR, KIT, KRAS, MAP2K1, MET, MLH1, MPL, MSH6, NOTCH1,
NPM1, NRAS, PDGFRA, PIK3CA, PTEN, PTPN11, RB1, RET, SMAD4, SMARCB1, SMO, SRC, STK11, TP53,
TSC1, TSC2, VHL.

Cnncok TapreTHbIX y4acTKOB reHa, BKIOYEHHbIX B aHanms, MoxeT OblTb NpefocTaBrneH no 3anpocy. OrpaHuyeHus
METOOUKN: METOL MO3BOMseT BbISABNATb HanNUuMe MyTauuin B TapreTHbIX Y4yacTKkaxX reHOB, BKIMIOYEHHbIX B
ONarHOCTMYECKYI0 MaHenb; MeTon He rapaHTupyeT oOHapyXKeHust MyTauui 3a rpaHuMuamMu TapreTHbIX Y4acTKOB.
MeToq Takke He npegHasHadeH AN OUEHKUM YPOBHS METUNIMPOBAHUS, BbISIBIIEHUS XPOMOCOMHBIX NEPECTPOeEK,
nonunnougun.

CCbIIKUA HA UCNOJIb3OBAHHBLIE BA3bl AHHbLIX U NIUTEPATYPY

1) http://www.ncbi.nIm.nih.gov/snp/

2) http://cancer.sanger.ac.uk/cosmic

3) https://cancer.sanger.ac.uk/cosmic/mutation/overview?id=104728920
4) https://www.ncbi.nlm.nih.gov/clinvar/variation/485233/
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