LLlaHoBHwi1 nikapto!

LLlaHoBHUI KnieHTe!

Exkcneptn [IJ1A HapatoTb iHGOpMaLiliHy NiATPUMRY LWOLO TPAKTYBaHHA

Pe3ynbTaty 1abopaTopHUX JOCIAHKEHD HE € KNIHIYHUM [iarHO30M.

pesynibTartis 1abopaTopHOro AOC/IAMEHHS Ta iHLWMX MPOGECIHNX NMUTaHb.

LinA KOpeKTHOT iHTepnpeTaLii pe3ynbTaTiB AOC/iAHKeHb, 3BePHITbCA, Oyab NacKka, A0 NiKaps.

Nliuerzia MO3 Yrpaitm AL Ne071280 Big 22.11.2012 T.

[apaHTiA TOYHOCTI Ta JOCTOBIPHOCTI pe3ynbTaTiB JOC/NiAHKEHb

(]
M AtecTaT npo akpeguTauito BignosigHo go ACTY EN ISO 15189:2015 (EN ISO 15189:2012, IDT) N2 30001

MEAMYHA JIABOPATOPIS

TOB «MJ1 «[lI/1A» cepTudiKoBaHo 3rigHo BUMOT MirKHapoaHoro cranaapty ISO 9001 Axpeautauiitmi ceptudikar suwoi kateropii MO3Y M3 N2 014792 sin 27.03.2020

YKpaina, 01103, M. Kuis, Bys. lNigsucoLbKoro, 6a

enGodlua o IHbopMauiiHo-cepicHa cnyba: O 800 21 78 87
& la.u

PE3Y/IbTATU AOCNIAXEHD
MNauieHT: Tect Tect Tecr Na6. N2 3amoBneHHsA 111111111
[aTta HapoaXK. 07.04.1964 Koz 3amoBneHHs: -
Cratb: iHoua [aTta 3amoBneHHA: 20.11.2023

KomeHTapi:

OncoRisk Pheochromocytoma - MaHenb fiarHoCTMKM CNagKoBOro CUHAPOMY
naparaHraiom/¢eoxpomountom (11 reHis) #

DopatkoBa iHpopmauis:

MaToreHHMX abo MMOBIPHO NAaTOreHHMX BapiaHTiB B reHi RET He BUsBAEHO.

Pe3ynbTaT UbOro AOCNIAMKEHHA He BUK/AKOYAE MMOBIPHICTb PO3BUTKY paKy. ChaakoBi MyTauii B reHax
BMKAMKAIOTb AeAKi BUAM paKy, 0O4HAK BinblicTb BUNAAKIB paKy He € CNagKoBO-00YMOBAEHNMU Ta HE MOXKYTb
6yTM NOACHEHI OAHIEI0 NPUYNHOLO.

*Memoo: Next Generation Sequencing (NGS)

*Hab6ip: CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLA)
*061a0HaHHA: The lon Proton Sequencer (Thermo Scientific, CLLIA)
*flocnidxcyeaHi eeHu:

MAX, MEN1, NF1, RET, SDHA, SDHAF2, SDHB, SDHC, SDHD, TMIEM127, VHL.

*KoHmposnb akocmi: Akicmes nokpumms yinbosux nocaidosHocmeli 3a008inbHa

Pe3ynbomamu docnidxceHob He € OiazHO30M i mnompebyome KOHcyabmauyii aikaps.
BuKOHaBUL,i: 4
leHeTuK LLanouka A.0.

[ata BUKOHaHHA:  11.12.2023

CMMBONOM # NO3HAYAOTbCA JOCNIAMKEHHS, WO 3HAXOAATLCA B NPOLLEeCi OTPMMaHHA akpeguTauii ACTY EN ISO 15189:2015

MauieHT: Tect TecT Tect Ne zam.: 111111111 cls31



LLlaHoBHMI1 fikapto!

LLlaHoBHMIA KnieHTe!

Ercnept 1A HapatoTb iHGOpMaLLifHY NIATPUMKY LLOAO TPAKTYBAHHSA

Pe3ynbTtaT nabopaTopHUX LOCNIAKEHD HE € KMIHIYHUM [iarHO30M.

pe3ynbTaTis 1abopaToOPHOro AOCAIAMKEHHA Ta iHWMX NPODECIHMX NUTaHb.

[1nA KOpeKTHOT iHTepnpeTaLii pe3ynbTaTiB AOCNiAHEHb, 3BEPHITLCA, byab Nacka, Jo Nikaps.

Niuerzis MO3 Yrpaitm ALl N°071280 8ig 22.112012 .

[@paHTiA TOYHOCTI Ta AOCTOBIPHOCTI pe3ynbTaTiB AOCNIgMEHb

]
M AtecTaT npo akpeguTadito BianosigHo go ACTY EN ISO 15189:2015 (EN ISO 15189:2012, IDT) N2 30001

MEAMYHA NIABOPATOPIS

TOB «MJT [IN1A» cepTudikoBaHO 3riaHO BUMOT MikHapoaHoro cranaapTy ISO 9001 AxpeawTauiiHuin ceptudikar Buwoi Kateropii MO3Y M3 Ne 014792 sin 27.03.2020

YKpaina, 01103, M. Kuis, By/. lNigsucoLbKoro, 6a

®nGodiua 0 IHbopMauiliHo-cepBicHa cnyrx6a: 0 800 21 78 87
N la.u

PE3Y/ZIbTATU AOCNIAXEHD
MNauieHT: Tect Tect Tecr Nab. No 3amoBNeHHS 111111111
[aTta HapoaXK. 07.04.1964 Koa 3amoBneHHA: -
Cratb: iHoua [aTa 3amoBneHHA: 20.11.2023
KomeHTapi:

OncoRisk Pheochromocytoma - MaHenb giarHOCTUKKM cNagKOBOro CUHAPOMY
naparaHriniom/¢eoxpomouutom (11 reHis) #

BuasneHo natoreHHUi BapiaHT B reHi RET

FeH MyTauia Knacuoikauis ba3u gaHux

c.1852T>A (p.Cys618Ser)

AnbTepHaTuBHa HasBa:|p.A636P:GCA>CCA
RET MaToreHHWit BapiaHT ClinVar (NCBI)
TpaHckpunt:|NM_020975.6

3uUroTHicTb:|leTepo3nrotHa

DopaTtkoBa iHpopmauisn:

Lsa 3miHa nocnigoBHOCTI 3aMiHIOE LUMUCTEIH, AKUA € HEeWUTPasbHMM i 3/1eTKa MOJIAPHUM, Ha CEPUH, AKUN €
HENTPaNbHUM i MONAPHUM, Y KOAOHI 618 6inka RET (p.Cys618Ser). Lei BapiaHT npucyTHiit B 6a3ax AaHuX
HaceneHHa (rs76262710, gnomAD 0,0009%). IHwKi1 BapiaHT (c.1853G>C), Wo BUKANKAE TON CaMUI ePEKT Ha
piBHi 6inKy, 6yno BM3HauyeHO AK natoreHHuit (PMID: 7849720, 7915165, 9384613, 9498388, 9839497,
15858153, 20119574, 20979234, 21765987, 220 68382). Lle cBiaunTb Npo Te, WO Liel BapiaHT TaKOX MOXKe
6yt NpuuMHoIO 3axBoptoBaHHsA. ClinVar micTutb 3anunc Ans uboro BapiaHTy (iaeHTUdikaTop BapiaHTa: 38601).
Anroputmu, po3pobsieHi AnA NPOrHO3yBaHHA BMJIMBY MICEHC-3MiH Ha CTPYKTypy Ta ¢yHKUilo 6inka, abo
HeAoCTyMHi, abo He y3roAyeHi WoA0 NOTEeHLiMHOro BNAMBY Liei miceHc-3miHu (SIFT: «Deleterious»; PolyPhen-
2: «Benign»; Align-GVGD: «Class C65"). EKcnepvmeHTanbHi A0CAiAMKEHHS MOKas3anu, Wo LA MiceHCc-3miHa
BnAMBae Ha o¢yHKujito RET (PMID: 7824936, 9174404, 9230192, 9879991). Llei BapiaHT pyiHye
AMIHOKMCNIOTHUI 3anMwoK p.Cys618 y RET. IHWi BapiaHTW, AKi pyMHYIOTb LEN 3a/UWOK, Byn BU3HAYEHi AK
naTtoreHHi (PMID: 7915165, 9384613, 9498388, 9839497, 20979234). Lle cBia4MTb NpO Te, WO Lei 3a/MLOK €
KMHIYHO 3HAYYLWMM i WO BapiaHTW, AKi NOPYLIYIOTb Lel 3a/IMWOK, MMOBIPHO, CIPUYMHAIOTD 3aXBOPIOBAHHS. 3
UMX NPUYMH Leli BapiaHT byB KnacndikoBaHWI AK MAaTOreHHUN.

*Memoo: Next Generation Sequencing (NGS)

*Hab6ip: CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLIA)
*06100HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLA)
*flocnidxncyeaHi 2eHu:

MAX, MEN1, NF1, RET, SDHA, SDHAF2, SDHB, SDHC, SDHD, TMIEM127, VHL.

*KoHmposnb akocmi: Akicmes nokpumms yinbosux nocaidosHocmeli 3a008inbHa

Pe3ynomamu 0ocnidxeHob He € diazHO30M i nompebyromb KOHCyAbmayii nikaps.
BukoHaBu;i:
leHeTuK LLanoyka A.0.

[aTa BUKOHaHHA: 11.12.2023

CMMBONOM # NO3HAYAOTbCA JOCNIAKEHHS, WO 3HAXOAATLCA B NPOLLEeCi OTPMMaHHA akpeguTauii ACTY EN ISO 15189:2015

MNauieHT: TecT TecT Tect Ne 3am.: 111111111 cl31l
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