=

/\\ TOB "HaHo TexHonorii B MeguuuHi'" E o
» YKpaiHa, m. Kuis, Byn. AHTOHOBMYA, 68
LifeCode 435 (044) 2005251

lifecode.com.ua |-'
info@lifecode.com.ua E o
| S

NALIEHT: 3AMOBJIEHHA: 240P04
[laTa HapOAXKEHHSA: Otpumano: 27.11.2024
Cratb: BukoHaHo: 08.12.2024
Nocnyra: OncoRisk Pheochromocytoma - MaHenb AiarHOCTMKX CNaZKOBOrO CUHAPOMY

naparaHraiom/deoxpomonmTom (11 reHis)

BuaBneHo natoreHHUi BapiaHT B reHi RET

leH MyTauis Knacuoikauis Basu gaHux

¢.1852T>A (p.Cys618Ser)
AnbTepHaTWBHA Ha3Ba:|p.A636P:GCA>CCA

MaToreHHWUI

RET TpaHckpunT:INM_020975.6 BapiaHT ClinVar (NCBI)

3UroTHicTb:|FeTepo3unroTHa

JAopaTtkoBa iHpopmaluin:

Lla 3miHa nocnigoBHOCTI 3aMiHIOE LMCTEIH, AKMIM € HEUTPaZIbHUM i 371erka NONASPHUM, Ha CEpPUH, AKUI €
HeWTpasbHUM i NONAPHUM, Y KOAOHI 618 6inka RET (p.Cys618Ser). Llelt BapiaHT NpucyTHI B H6asax AaHWUX
HaceneHHn (rs76262710, gnomAD 0,0009%). IHwKit BapiaHT (c.1853G>C), Wwo BUKNUKAE TON camuii edeKT Ha
piBHI 6inKy, 6yno BM3HAauYeHO AK natoreHHwuin (PMID: 7849720, 7915165, 9384613, 9498388, 9839497,
15858153, 20119574, 20979234, 21765987, 220 68382). Lle cBia4MTb NpO Te, WO Uel BapiaHT TaKOX MOKe
6yTM npuumMHoto 3axBoptoBaHHA. ClinVar mictutb 3anuc gna uboro BapiaHTy (iaeHTudikaTop BapiaHTa:
38601). Aaroputmu, po3pobaeHi ANa NPOrHo3yBaHHA BM/MBY MIiCEHC-3MiH Ha CTPYKTypy Ta ¢yHKLUito 6inka,
abo HepocTynHi, abo He y3rogyKeHi WOAO NOTeHUjiHOro BNAMBY Li€i miceHc-3miHM (SIFT: «Deleteriousy;
PolyPhen-2: «Benign»; Align-GVGD: «Class C65"). EKcnepumeHTanbHi A0CAIAMEHHA NOKa3aan, WO Ua MiceHc-
3MiHa BN/MBaE Ha ¢yHKuito RET (PMID: 7824936, 9174404, 9230192, 9879991). Lleit BapiaHT pyliHye
AMIHOKUCNOTHUI 3annwok p.Cys618 y RET. IHWi BapiaHTK, AKi pyMHYIOTL Lei 3aauWoK, byan BU3HAYeHi sK
natoreHHi (PMID: 7915165, 9384613, 9498388, 9839497, 20979234). Lle cBiaunTb NpO Te, WO Len 3a/1MLLOK
€ KNiHIYHO 3HAYYLLMM i WO BapiaHTM, AKi NOPYLIYIOTb LEN 3a/IMWOK, UMOBIPHO, CNPUYMHAIOTL 3aXBOPIOBAHHSA.
3 UMX NPUYUH Lei BapiaHT b6yB KnacndikoBaHWUI AK NAaTOreHHUNA.

*Memoo: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLIA)
*06100HaHHA: The lon Proton Sequencer (Thermo Scientific, CLLIA)

*flocniomysari 2equ:  MAX, MEN1, NF1, RET, SDHA, SDHAF2, SDHB, SDHC, SDHD, TMEM127, VHL.

*KoHmposne akocmi: Akicme nokpummas yinbosux nocnidosHocmeli 3a008inbHa

* Pezynomamu 0ocnioxeHb He € diazHO30M i mompebyromb KoHcynbmayii aikaps.

BrKOHaBLi:
leHeTuK LWanouka A.0.
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