LlaHoBHUMI nikapio!

LLlaHoBHMIA KnieHTe!

Excneptu JIJ1A HagatoTb iHGopMaLiiHy NiATPUMRY LWOAO TPaKTyBaHHA

Pe3ynbTaTn nabopaTopHMX SOCIAKEHb HE € KMIHIYHUM AiarHo30M.

[apaHTia TOYHOCTI Ta JOCTOBIPHOCTI pe3ynbTaTiB AOCNiAHEHD

. LiarHoctnynmin ueHTp TOB «MJT «[IJTA» akpeanToBaHuin HauioHanbHUM areHTCTBOM 3 akpeauTauil YRpaiHu
|Aa Ha gocnigrKeHHA BignosiaHo fo 1ISO 15189:2022, atectart npo akpeamTauito N230001 umHHMIA go 18.10.2026

pe3ynbTaTiB N1abopaTopHOro AOCNIAMKEHHSA Ta IHWUX NpodeciiHNX NMTaHb.

TOB «MJT «[JIJ1A» cepTudikoBaHo 3rigHO BUMOr MixHapoaHoro ctaHgapty 1SO 9001

[nA KopeKTHOT iHTeprpeTauii pe3ynbTaTiB JOCNiAKeHb, 3BepHITbCA, byab facka, Ao fikaps.

Nlivensia MO3 Ykpainm AL Ne071280 Big 22.11.2012 p.

YKpaiHa, 01103, M. Kuis, Byn. [iaBrcoubKoro, 6a
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OHKOPu3uk Melanoma, NGS

MaHenb cnagkoBux popm menaHomm #

0 IHbopmaLiiHo-cepsicHa cnyba: 0 800 21 78 87

MNauieHT: TEeCT TecT TecT

[aTta HapoaX. 00.00.00 J1Ta6. N2 3amoBAEHHA 0
Cratb: [aTta 3amoBneHHs: 00.00.0000
KomeHTapi:

DocnigxyBaHi reHu:

BAP1, BRCA2, CDK4, CDKN2A, MITF, POT1, PTEN, RB1, TP53

PE3Y/IbTATU AOCNIAXKEHDb

DopatkoBa iHpopmauin:

B fOCNigyKyBaHUX reHax He BUABJ/IEHO ¥KOAHOIo NaToreHHoro abo MMOBIPHO NAaTOreHHOro reEHETUYHOTO BapiaHTa,
acoLiioBaHOro 3 NigBULWEHUM PIBHEM PU3UKY BUHUKHEHHS PaKy.

Pe3ynbTaT Lboro AOCNIAKEHHA HE BUK/HOYAE MMOBIPHICTb PO3BMTKY pakKy. CnagKoBi MyTaLii B reHax BUKAMKalOTb AesKi
BMAM PaKy, ogHaK BinbLWicTb BUNAAKIB paKy He € CNaKoBO-06YMOB/IEHUMM Ta HE MOKYTb BYTU MNOACHEHI OAHIED
NPUYUHOIO.

MyTauii B 4OCNiAXKEHUX reHax NPU3BOAATL A0 NEBHMUX BUNAAKIB CNAaZKOBUX MYXIUH, OAHAK MyTaLii B iHLIMX reHax TakoX
MOXYTb MNiZBULLYBATN PU3UK PO3BUTKY paky. OcobnBo, Npu HAaABHOCTIi 0cobucToro, abo cimeiHOro OHKONOTYHOTo
aHamMmHe3y Bu moskeTe po3rasHyTM BapiaHT 404aTKOBOrO reHeTUYHOTO A0C/IAKEHHS, WO BUBYAE BiNbluy KifbKiCTb reHis
acoLiioBaHuMX 3i cnagKoBMMK dopmamu paky. Bal nikap moxke Aonomortv Bam BU3HAYUTK, UM € HEOBXiAHMM As Bac
000ATKOBE A0CAIOKEHHA.

Pe3yabmamu 0ocniodxceHb He € dia2zHO30M i mTompebyrome KOHcyabmayii nikaps.

Memoo: Next Generation Sequencing (NGS)
Habip: Ultramarine hereditary panel (custom panel)
06n1adHaHHA: The GeneStudioTM S5 Prime System (Thermo Scientific, CLLA)

KoHmposb skocmi: AIkicme nokpumms yinbosux nocaioosHocmeli 3a008inbHA

BukoHaBLi:

Nikap-
NaToNOroaHaTom

[eHeTuK

[laTa BUKOHAHHSA:

CMMBOIOM # NO3HAYAOTbCA AOCAIANKEHHSA, WO 3HAXOAATLCA B MPOLLECi OTpMMaHHA akpeauTauii ACTY EN I1SO 15189:2015

MaujieHT: TeCT TecT TecT Ne 3am.: 000000000 cl31
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PE3YNIbTATU AOCNIAXEHD

BuasneHo naToreHHUM BapiaHT B reHi BAP1

TeH MyrTauis Knacudikauin ba3u paHux
¢.2050C>T (p.GIn684Ter)
|- Matore 7
BAP1 AnbTepHaTUBHa Ha3Ba: T I'.HHVIM ClinVar (NCBI)
TpaHCKpUNT: NM_004656.4 BapiaHT
3UroTHICTb: [eTepo3nroTHa

JopaTtkoBa iHpopmaLin:

Lis 3miHa NocnigoBHOCTI CTBOPIOE NepeaYacHUin CUrHan 3ynuHKKM TpaHcaauii (p.GIn684*) y reHi BAP1. Xo4a He o4iKyeTbCs,
L0 LLe NpU3BeAe A0 HOHCEHC-OMOCEPELKOBAHOIO pPO3naay, O4iKyeETbCA, LLO Le Npu3Bese L0 PYWHYBaHHA OCTaHHixX 46
amiHoKkuMcnoT binka BAPL. Llel BapiaHT BigcyTHil y 6a3ax AaHWUX HaceneHHa (gnomAD Hemae yacToTu). Lleli curHan
nepeaYacHoi TpaHCAALT cnocTepiraBca B 0Ci6 3 Me30TeNioOMOt0, PaKOM LKiIpY Ta yBeasibHO menaHomoto (PMID:
21874000, 24243779). Takox cnocTepiraiocs BigokpemaeHHa Big xBopobu y cnopigHeHux ocib. ClinVar mictutb 3anuc ans
LbOro BapiaHTy (iaeHTuoikaTop BapiaHTa: 30302). Anroputmu, po3pobneHi Ans NPorHo3yBaHHSA BMNIMBY BapiaHTIB Ha
CTPYKTYpY Ta dyHKLUito 6inka, HeaocTynHi abo He 6yau ouiHeHi AN Lboro BapiaHTy. EKcnepMmeHTanbHi A0CNIAXKEHHA
NnoKasa/u, Wo uel nepeagyacHuii TpaHCAALIMHMIA CTON-CUTHAN BNIMBAE Ha GpyHKLito BAP1 (PMID: 18757409). 3 umx NpuYmnH
Lei BapiaHT 6yB KnacMdikoBaHUM AK NATOreHHUN.

Pe3ynbmamu 0ocnidxceHo He € diazHO30M i Tompebytomb KOHCynbomayii aikaps.

Memoo: Next Generation Sequencing (NGS)
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