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BuasneHo natoreHHUM BapiaHT B reHi RET

DopatkoBa iHpopmauin:

s 3miHa nocnigoBHOCTI 3aMiHIOE UMCTEIH, AKMI € HEWTPANbHUM i 3/71erka MONAPHUM, HA CEPUH, AKUIN €
HEeNTPasbHUM i NONAPHUM, Y KOAOHI 618 6inka RET (p.Cys618Ser). Lieit BapiaHT npucyTHil B 6asax AaHuMX
HaceneHHs (rs76262710, gnomAD 0,0009%). IHwKIA BapiaHT (c.1853G>C), Wo BMKAMKAE TOWM camuil edeKT Ha
piBHi 6inKky, 6yn0 BM3Ha4YeHO AK natoreHHUn (PMID: 7849720, 7915165, 9384613, 9498388, 9839497,
15858153, 20119574, 20979234, 21765987, 220 68382). Lle cBiaunTb NpoO Te, WO LEl BapiaHT TaKOX MOXKe
6yTK NpuymnHoto 3axBoptoBaHHA. ClinVar micTutb 3anuc ans yboro BapiaHTy (iaeHTUdiKaTop BapiaHTa: 38601).
ANropuTmun, po3pobneHi AnA NPOrHO3yBaHHA BMJIMBY MICEHC-3MiH Ha CTPYKTYpy Ta ¢yHKuito 6inka, abo
HeaoCTYMHi, abo He y3roAKeHi Woa0 NoTeHLUiMHOoro BnamBY L€l miceHc-3miHK (SIFT: «Deleterious»; PolyPhen:
2: «Benign»; Align-GVGD: «Class C65"). EKcnepumeHTanbHi A0CNigKEHHA MOKasanu, Wo Us MiceHc-3miHa
Bn/iMBae Ha ¢yHKuUito RET (PMID: 7824936, 9174404, 9230192, 9879991). Lleii BapiaHT pyiHye
AMiHOKUCNOTHUI 3anmnwoK p.Cys618 y RET. IHWi BapiaHTW, AKi pyMHYIOTb Lei 3a1MWOoK, 6yanm BU3HAYeEHi sK
natoreHHi (PMID: 7915165, 9384613, 9498388, 9839497, 20979234). Lle cBia4MTb NpO Te, L0 LieM 3a/INLLOK €
KNIHIYHO 3HAYYLLMM i LLO BaPiaHTU, AKI NOPYLIYIOTb Lei 3a/IMWOoK, MMOBIPHO, CNPUYMHAIOTb 3aXBOPIOBAHHSA. 3
LUMX NPUYMH Len BapiaHT b6yB KiacndikoBaHU AK NaTOTEHHWUIA.

leH MyTauin Knacudikauisa ba3u paHux

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

MaToreHHWUi ,
RET ) ClinVar (NCBI)
TpaHckpunT: NM_020975.6 BaplaHT
3UroTHicTb: [eTepo3nroTHa
*Memod: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Comprehensive Hereditary Cancer Panel (Paragon Genomics, CLLIA)
*061a0HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLA)

*[locnioxncysaHi RET
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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