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NiueHsia MiHicTepcTBa oxopoHu 340p0B'a YKpainm Ne 142 Big 28.01.2021

Nocnyra: OncoRisk Blood - NaHenb cnagkosoro MAC Ta nevikemii (15 renis, NGS)

BuasneHo natoreHHUM BapiaHT B reHi CEBPA

DopatkoBa iHpopmauin:

Lla 3miHa nocnigoBHOCTI CTBOPIOE NepegyacHUn CUrHan 3ynuHKK TpaHcasauii (p.His24Thrfs*136) y reni CEBPA.
Xo4ya He Ou4iKyeTbCA, WO uUe npusseae o 6e3rny3foro onocepenKoBaHOro PO3nagdy, OYiKYETbCSA, WO ue
npusBeae A0 PyMHyBaHHA ocTaHHiX 335 amiHokMcnoT 6inka CEBPA. Uen BapiaHT BiacyTHilM y 6a3ax AaHux
HaceneHHs (gnomAD Hemae yactotv). [po uUeit BapiaHT B JfiTepaTypi He nosigomnsanocA B oci6 i3
3axBOploBaHHAMM, nos’asaHMmKn 3 CEBPA. ClinVar mictuTb 3anmuc gns uboro BapiaHTy (iaeHTudikaTtop
BapiaHTa: 1452838). Liei BapiaHT nopyLuye BUpPOOHULUTBO i30popmmM NoBHOI A0BKUHM (p42) 6inka CEBPA, wo
NpPU3BOAUTL 40 NEepPeBaXXHOro BUKOPWUCTAHHA aibTEPHATUBHOIO HWXHBbOTO METIOHIHY B pamLi B KOAOHI 120.
TpaHcAALiA, NOYMHAIOYM 3 LbOro METIOHIHY, NpM3BOANTL A0 ycideHoro N-kiHua 30 k/[a. isopopma CEBPA, ska
He mae gomeHy TAD1 i, aK 6yno nokasaHo, ckacoBye ¢yHKuito CEBPA, aitoun AK AOMiIHAHTHO-HEraTUBHUM
anenb (PMID: 11242107, 19953636, 26162409). Xo4ya ¢yHKLiOHa/bHI AOCNiAXeHHA He NpoBOAUANCA ANS
NPSMOro TeCTYBaHHA BMNJIMBY LLbOro BapiaHTy Ha ¢yHKuito 6inka CEBPA, Le cBia4YMTb Npo Te, WO NOpyLEHHSA
uiel ainaHKkM 6inKa € NpuYMHO 3axBoptoBaHHA. Lleli BapiaHT pyliHye ainaHky 6inka CEBPA miK KogoHom 1 i
120. IHwWi BapiaHTK B Uil AinAHUi cnocTepiranmca B 0cib 3 ayTOCOMHO-A0MiIHAHTHUM CTaHOM, MOB’A3aHMM i3
CEBPA (PMID: 11242107, 31867767, 32430494; Invitae), wo cBiAYMTb NPO Te, WO Ue MOXKe byTU KAiHiYHO
3Havywa o6nacTb BinKa. 3 UMX NPUYMH LLel BapiaHT byB KnacudikoBaHWI K NATOreHHUN.

leH MyTauin Knacudikauisa ba3u paHux

c.69del (p.His24fs)

ANnbTepHaTMBHa Ha3Ba: MaToreHHMiA
CEBPA Tor ClinVar (NCBI)

TpaHckpunT:NM_004364.5 BapiaHT

3UroTHicTb:|FeTepo3nroTHa

*Memood: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLIA)
*061a0HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLA)

*flocnidxncysaHi ATM, BLM, CEBPA, EPCAM, GATA2, MLH1, MSH2, MSH6, NBN, NF1, PMS2, RUNX1, TERC, TERT, TP53
2eHu:

*KoHmposnb akocmi: Akicme nokpumms yineosux nocaidoeHocmel 3a008in6Ha

* Peaynomamu 0ocnioxceHb He € diazHO30M i nompebyrome KoHcyabmayii nikaps.

BrKOHaBLLi:

leHeTuK LWanouka A4.0.
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