LLlaHoBHUMI nikapio!

LLlaHoBHMIA KnieHTe!

Exkcneptu [lina HagatoTb iHGopMaLliiHy NiATPUMRY LOAO TPAKTyBaHHA

Pe3ynbTatyt 1abopaTopHUX LOCAIAKEHD HE € KNIHIYHUM [iarHO30M.

D l Aa TOB «MJ1 «[O1I1A», ko €0PMNOY 25587390

VKkpaiHa, 01103, m. Kui, Byn. NMpodecopa MigeBrcoubKoro, 6a

MeanHa . Ninia nigTpumkun Oina: 0 800 217 887
na60paTOp|ﬂ dila.ua | info@dila.com.ua

pe3ynbTaTiB 1abopaToOpHOro AOCAIAHKEHHS Ta IHWUX NPOdECiAHUX NUTaHD.

[InA KopeKTHOT iHTeprpeTawii pe3ynbTaTiB LOCNiAHKeHb, 3BepHITbCA, byab nacka, [0 NiKkapa.

NiueHsia Ha meanyHy npaktury MO3Y AL N2 071280 Big 22.11.2012  TOB «MJ1 «[1I/1A» cepTudikoBaHo 3rigHo BUMOr MixHapoaHoro ctaHaapTy ISO 9001

BRCA1 — CNV (Benuki aeneuii/aynnikauii), MLPA

NabopaTtopHi AocniakeHHA Ha BenuKi aeneuii/aynnikauii BRCA1 #

MNauieHT: TecT TecT Tect

[ata HapopaK. 00.00.00 Nab. Ne 3amoBneHHsA 0
Cratb: [laTa 3aMmoBAeHHA: 00.00.0000
KomeHrTapi:

PE3Y/IbTATU AOCNIOXKEHDb

JopaTtkoBa iHpopmaLia:

Benukux aeneuiin/gynnikauinn (CNV) B reHi BRCA1 He BussneHo/

ObmexceHHs memoOdy: 0aHuli mecm 8UABASAE 8enuKi Oeneuii, Oynaikayii ma nepebydosu 00CniOHeHUX eeHis, Wo
oXonAmMsb Uini ek3o0HU abo secb 2eH. Tecm HE docnidxcye 3amiHu (SNVs) ma maneHoki iHcepuii/deneuii (In/Dels)
KoOyto4oi (eK30HHOI) ma Hekodyro4oi (iIHmpoHHoI) nocnidoeHocmi AHK, wjo npusseae 0o eK30His.

Pe3ynbmamu docnidxceHb He € Oia2zHo30M i nompebyomb KOHCyabmauyii nikaps.

Memoo: Multiplex Ligation-dependent Probe Amplification (MLPA)
Habip: SALSA MLPA Probemix BRCA1
061a0HAHHA: Cucmema KaninapHoao enekmpogpopesy (Thermo Scientific, CLLIA)

BukoHasLi:

Nikap-
naTon0roaHaTom

FeHeTuK

[laTa BUKOHaHHA:

CMMBONOM # NO3HAYAOTbCA AOCNIAMKEHHS, O 3HAXOAATLCA B NPOLLECi OTPMMAHHA akpeguTauii ACTY EN ISO 15189:2015

MNaujieHT: TeCT TecT TecT Ne 3am.: 000000000 cl31



Exkcneptu [lina HagatoTb iHGopMaLliiHy NiATPUMRY LOAO TPAKTyBaHHA

LLlaHoBHUMI nikapio!

Pe3ynbTatyt 1abopaTopHUX LOCAIAKEHD HE € KNIHIYHUM [iarHO30M.
[InA KopeKTHOT iHTeprpeTawii pe3ynbTaTiB LOCNiAHKeHb, 3BepHITbCA, byab nacka, [0 NiKkapa.

LLlaHoBHMIA KnieHTe!

D I Aa TOB «MJ1 «[O1I1A», ko €0PMNOY 25587390

VKkpaiHa, 01103, m. Kui, Byn. NMpodecopa MigeBrcoubKoro, 6a
MeanHa . JliHig nigTpumku Oina: 0 800 217 887
na60paTOp|ﬂ dila.ua | info@dila.com.ua

BRCA1 — CNV (Benuki aeneuii/aynnikauii), MLPA

NabopatopHi AocniaeHHs Ha BenuKi aeneuii/aynnikauii BRCAL #

MNauieHT: TecT TecT Tect

[ata HapopaK. 00.00.00 Nab. Ne 3amoBneHHs 0
Cratb: [laTa 3aMoB/EeHHA: 00.00.0000
KomeHrTapi:

PE3Y/IbTATU AOCNIAXKEHD

MyrTauis Knacudikauis ba3u paHux
c.4186-?_4357+?dupl172
AnbTepHaTMBHA Ha3sBa: |- n i
BRCA1 P aroreHhum ClinVar (NCBI)
TpaHckpunT: NM_007294.4 BapiaHT
3UroTHICTb: [eTepo3nroTHa

DopatkoBa iHpopmauin:

pe3ynbTaTiB 1abopaToOpHOro AOCAIAHKEHHS Ta IHWUX NPOdECiAHUX NUTaHD.

Lis 3miHa nocnigoBHOCTI ABIIE COBOIO BEIMKY AYNAiKaLLi0 FreHOMHOI AiNIAHKM, WO OXOMJIOE eK30H 12 reHa BRCAL. Xoua Ha
OCHOBI HafiIBHWUX AAaHUX HEMOX/IMBO BU3HAYUTU TOUYHE pO3TallyBaHHA Ay61bOBaHOro eK30Ha, Ay6/bOBaHa Konif L€l
OiNAHKKW, UMOBIPHO, PO3MiLLeHa TAHAEMHO i MOXKe NPM3BECTM A0 BiACYTHOCTI 6inKoBOro npoAyKkTy abo NopyLueHHs Moro
CTPYKTYpW. Bigomo, wo BapiaHTv reHa BRCAL, siki npu3BogATb A0 BTPATH QYHKLT, € naToreHHUMMU. MoaibHi aynnikau,i
eK30Ha 12 (AKuit y NiTepaTypi TaKoK NO3HAYaloTb AK €K30H 13) Bynun onucaHi B ocib 3i cnagKoBMM Pakom MOJIOYHOT
3a7103u Ta feyHuMKiB (PMID: 12698193, 20616022). OaHa 3 TakMx AynAikaLin eK3oHa 12 BBaXKaeTbCA MNOLIMPEHOO
MyTaLieto-3acHoBHUKOM (founder mutation) y reHi BRCA1, o TpanaseTbes B pisHMx nonyaayiax (PMID: 9915971,
10827109, 20232141, 15951973). 3 ornaay Ha ue, AaHWI BapiaHT KnacndikoBaHO AK NaTOreHHUM.

l'eH BRCA1 acou,itoeTbcA 3 CUHAPOMOM ayTOCOMHO-A0MIHaHTHOrO CMaAKOBOro PaKy MOJIOYHOI 3a1031 Ta AaeuHuKiB (HBOC)
(UID MedGen: 151793). Kpim Toro, reH BRCA1 mae nonepeaHi AOKasw, WO NiATBEPAKYIOTb KOPENAL,ilo 3 ayTOCOMHO-
peuecnBHoto aHemieto PaHKoHi (UID MedGen: 1632414). Lieii pe3ynbTaT y3roasKyeTbca 3i CXUabHicTio abo giarHo3om
cuHgpomy HBOC. HBOC yepes KniHiYHO 3HauyLly 3miHy B reHi BRCA1 xapakTepu3yeTbCa NigBULLLEHUM PU3UKOM PaKy
MOJIOYHOI 3a7103M (fIK Y }KIHOK, TaK i y Y0N0BIKiB), paKy AE€YHMKIB, paKy nepeamixypoBoi 3a103u, paKy NigwayHKoBoi
3a3/1031 T3, MOK/IMBO, ME/TAHOMM MOPIBHAHO 3 0cOHaMM B 3aranbHii nonyaauii.

Pe3ynbmamu docnidxceHb He € dia2HO30M i nompebytome KOHCyabmauyii nikaps.

Memoo: Multiplex Ligation-dependent Probe Amplification (MLPA)
Ha6ip: SALSA MLPA Probemix BRCA1
061a0HAHHA: Cucmema KaninapHozao enekmpogpopesy (Thermo Scientific, CLLUA)

NiueHsia Ha MeanyHy npaktury MO3Y AL N2 071280 Big 22.11.2012  TOB «MJ1 «[1I/1A» cepTudikoBaHo 3rigHo BUMOr MixHapoaHoro ctaHaapTy ISO 9001

CMMBONOM # NO3HAYAOTLCA AOCNIAMKEHHS, LLO 3HAXOAATLCA B NPOLLECi OTPMMAHHA akpeguTauii ACTY EN ISO 15189:2015

MNaujieHT: TeCT TecT TecT Ne 3am.: 000000000 cl133



LLlaHoBHuMI nikapto!

LLlaHoBHMIA KnieHTe!

Exkcneptu [lina HagatoTb iHGopMaLiviHy NiATPUMRY OO TPAKTYBaHHA

Pe3ynbTaTn nabopaTopHux JOCAiIAMEHb HE € KNIHIYHUM [iarHO30M.

D I Aa TOB «MJ1 «[O1I1A», ko €0PMNOY 25587390

VKpaiHa, 01103, m. Kui, Byn. NMpodecopa MigsBrcoubKoro, 6a

MeanHa . Ninia nigTpymkun Oina: 0 800 217 887
na60paTOp|ﬂ dila.ua | info@dila.com.ua

pe3y/ibTaTiB 1abopaTopHOro AOC/IAKEHHSA Ta iHWKX NPOGECIAHIX NMUTaHb.

JNliuensia Ha MeanyHy npakTury MO3Y AL N2 071280 Big 22.11.2012  TOB «MJ1 JIJ1A» cepTndikoBaHo 3rifHO BUMOr MixHapoaHoro ctaHaapTy 1SO 9001

[InA KOpeKTHOT iHTeprpeTaLii pe3ybTaTiB 4OCNiAHKeHb, 3BepHITbCA, bByab nacka, [0 NiKkapa.

PuU3nKkun po3BUTKy OHKONOTIYHUX 3aXBOPHOBaAHb:

Pusuk ao 80 pokis 3aranbHa nonynAuia XiHKu 3 myTauieto BRCA1
Pak mono4Hoi 3an1031 10% 81%
Pak aeyHukiB 1% 54%
Pak niglnyHKoBoi 3271031 <1% MNiasuweHni (3-5%)
Pusuk ao 80 pokis 3aranbHa nonynAuina Yonosiku 3 mytauieto BRCA1
Pak rpyaHoi 3an03u <0,1% 1,8%
Pak nepeamixyposoi 12% NigsuweHnin
Pak nigwnyHKoBOi 3271031 1,10% NiasuweHnit (3-5%)

PU3MKM HAaABHOCTI MyTaLil y poauyis:

Poduui 1-20 cmyneHsa cnopi@HeHocmi (6ameKu, pioHi 6pamu ma cecmpu, dimu) — 50%
Poduyi 2-20 cmyneHsa cnopidHeHocmi (mimku, 0a0bKu, 080topidHi 6pamu ma cecmpu, naemiHHUKuU) — 25%

PekomeHaauii NCCN ana Hociie myTauiiit BRCA1:

Pak mono4HOi 3a103u

MouymHatoum 3 18 pokiB: 06i3HaHICTb NPO 340P0B’A MOOYHMX 327103 — KiHKM MatoTb OyTM 06i3HaHI LWOAO CTaHy CBOIX
MOJIOYHMX 33103 | HEralHO NOBIAOMAATK MliKAPA NPO byAb-AKi 3MiHU. PerynspHe camoobCTeKEeHHA MOXKe AONOMOITH
NiABMLLNTM 06i3HAHICTb LWLOA0 CTaHY MOJIOYHMX 33/103.

CKpPWUHIHT:

e [lounHaroum 3 25 pokis: ornag Mamonora KoxHi 6—12 micauis.

* ¥ Biui Big 25 10 29 pokis abo iHAMBIAYaIbHO HA OCHOBI CiMeliHOro aHamHe3y: wopiyHe MPT Mono4YHMX 3a103 i3
KOHTPaCTyBaHHAM. MO/IMBe 3acTocyBaHHA Mamorpadii 3 TomocuHTesom (3D-mamorpadis), akwo MPT HegocTynHa.
e ¥ Biuj Big 30 fo 75 pokis: wopiyHe MPT MONI0YHMX 33103 i3 KOHTPACTYBaHHAM Ta Mamorpadis.

e [icna 75 pokis: NiaH 06cTeeHHA BU3HAYAETbCA iHANBIAYANIbHO.

Pu3unK-3HMKylOUi onepadii:

* PekomeHAayeTbcs 06roBOPUTH 3 JlIKAPEM MOXKINBICTb NPOBEAEHHA PU3UK-3HUKYHOYOT 4BOCTOPOHHBLOT MacTeKTOMIT 3
PEKOHCTPYKLLIEIO 3 METOI 3HUKEHHA PU3MKY PO3BUTKY pPaKy MOJIOYHOT 3a7103M.

Pu3unK-3HMKyloua Tepania:

* Mo/1MBO 06roBOPUTYH 3 NiKapem 3aCTOCyBaHHA Tepanii ANA 3HUKEHHA PU3UKY PO3BUTKY PaKy MOIOYHOI 3a103U.
PaK rpyaHoi 3a7103U y 4ONOBIKiB:

¢ MoymHawum 3 35 poKiB — LLOPIYHWUI OrNaa Mmamosiora.

Pak sieuHuKiB

CKpPWHiHr:

* MoumHatoum 3 30-35 poKiB: MOXKHa 06roBOPMTH 3 NiKapPEM MOXKANBICTb CKPUHIHTY paKy AEYHUKIB 32 4ONOMOroHo
TPaHCBAriHaNbHOIO YAbTPA3BYKOBOrO A0CAIAXKEHHA Ta aHani3y Kposi Ha CA-125, ogHak ui meToam He
NPOAEMOHCTPYBaM ebEeKTUBHOCTI Y BUABMIEHHI paHHIX CTaAill paKky A€YHMKIB.

PuU3MK-3HMKYIOUI onepauii:

* PekomeHAayeTbcs 06roBOPUTH 3 NliIKAPEM MOXKAMNBICTb NpoBeAeHHA NPodiNakTUYHOI canbniHro-oodpopeKToMmii
(enpaneHHs seyHmkis i maTKoBUX TPY6) v BiLi 35-40 pokis..

Pu3uK-3HUKylOUA Tepanis:

* MOK/1MBO 06roBOPUTH 3 NiKapem 3aCTOCYBaHHSA Tepanii ANA 3HUMKEHHS PU3UKY PO3BUTKY PaKy AEYHUKIB.

CMMBONOM # NO3HAYAKOTLCA AOCNIAMKEHHS, LLO 3HAXOAATLCA B NPOLLECi OTPMMAHHA akpeguTauii ACTY EN ISO 15189:2015

MNaujieHT: TeCT TecT TecT Ne 3am.: 000000000 c.233



LLlaHoBHuMI nikapto!

LLlaHoBHWIA KnieHTe!

Exkcneptu [lina HagatoTb iHGopMaLiviHy NiATPUMRY OO TPAKTyBaHHA

Pe3ynbTaTn nabopaTopHux JOCAiIAMEHb HE € KNIHIYHUM [iarHO30M.

D I Aa TOB «MJ1 «[O1I1A», kop €0PMNOY 25587390

VKkpaiHa, 01103, m. Kui, Byn. NMpodecopa MigsBrcoubKoro, 6a
MeanHa . JliHig nigTpumku Oina: 0 800 217 887
na60paTOp|ﬂ dila.ua | info@dila.com.ua

PakK niawnyHKoBoi 3an03u:
¢ Hapasi He icHye cneuianbHUX peKomeHAaLiM WoAO0 CKPUHIHTY paKy NiALlWAyHKOBOI 3a7103M, po3pobneHnx came ans
HociiB myTauii BRCAL. Jlikap moke 06roBopuTi MOXKIMBICTb CKPMHIHTY ab0 HanpasaeHHA Ao npodinbHOro cnewianicTa.

Pak nepeamixypoBoi 3an03u
¢ MounHatoum 3 40 POKiB: PO3MAAHYTU MOXKIMBICTb WOPIYHOrO BU3HaYeHHA piBHA PSA B KpOBi.

BuKOHaBL,i:

Nikap-
MaToNoroaHaTom

[eHeTuK

pe3y/bTaTiB 1abopaTopHOro AOC/IAMKEHHA Ta iHWKUX NPOGECIHUX NMUTaHb.

Jliuensia Ha MeandHy npakTnuky MO3Y AL N2 071280 Big 22.11.2012  TOB «MJ1 «[JI/1A» cepTndikoBaHo 3rigHo BUMOr MixHapoaHoro ctangapTy ISO 9001

[aTta BUKOHaHHA:

[Ins KopeKTHOT iHTeprpeTawii pe3ybTaTiB 4OCNiAHKeHb, 3BepHITbCA, byab nacka, [0 niKkaps.

CMMBONOM # NO3HAYAOTbCA AOCNIAMKEHHS, O 3HAXOAATLCA B NPOLLECi OTPMMAHHA akpeguTauii ACTY EN ISO 15189:2015

MauieHT: TecT TecT TecT Ne 3am.: 000000000 c333



