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MEAMUYHA JIABOPATOPIfA

NABOPATOPHA OUIHKA PU3UKIB
PO3BUTKY 3JTOAKICHNX HOBOYTBOPEHD
MONOYHOI 3AN0O3U TA AEYHUKIB

ENMIAEMIONOTIA

Pak monouHoi 3anosm (PM3) € Hannowwmpe-
HIlUMM OHKOJIOMYHNM 3aXBOPIOBAHHAM cepef,
KIHOK y BCbOMY CBITi. 3axBOpPIOBaHiCTb Ha PM3
B KpalHax, WO PO3BMBalOTbCA, NiABULLYETbCA B
3B'A3KY 3i 3pOCTaHHAM TPWBANOCTI KWUTTA i Mo-
Janblioto ypbaHizauiel. 3noakicHi HOBOYTBO-
peHHAa M3 nocigaloTb neplie micue B CTPYKTYpi
OHKOJIOTiYHOI 3aXBOPIOBAHOCTI Ta CMEpPTHOCTI
»KIHOUYOro HaceneHHA B YKpaiHi, B YONOBIKiB JaHa
naTosIoria 3yCTPivYaeTbCA PigKo.

Y 6inbluocTi BUNagKiB OHKOMOTIYHI 3aXBOpIo-
BaHHA € CNaJKOBMMM i MOB'A3aHI 3 HOCINCTBOM
MyTaLill B NEBHUX reHax, OTPMMaHMX Bif OfHO-
ro 3 6aTbkiB. [eHeTMYHe TecTyBaHHA [O3BONSAE
ifeHTniKyBaTm CXUNbHICTb A0 CNapgKOBUX
dopm paky i cnpssmoByBaT/ 3ycuiIsA Ha Npo-
$inakTuKy Ta paHHIO fiarHOCTUKY OHKOJOTiy-
HNX 3aXBOpPIOBaHb.

Bipomo, wo 5-10% sunagkis PM3 i 10-17%
paky faeuyHukiB (PA) € cnagkoBumu (giarpama
1, 2).

BRCA1 i BRCA2 € 0CHOBHUMM FeHamu, siKi be-
pPyTb y4yacCTb Yy PO3BUTKY CMNagKOBOro CUHAPO-
my PM3 i P, 3 ayTOCOMHO-AOMiHaHTHUM TUMOM
ycnagkyBaHHA. MyTauiamu came B reHax BRCA1
i BRCA2 o6ymoBneHi 20-50% cnagkosux popm
PM3 y xiHOK, o 40% Bunagkis PM3 y yonosi-
KiB Ta 90-95% BunagkKiB cnagkosoro PA.

EtionaTtonoriuHnm ¢pakTopoM CrnagKkoBux, Ci-
MmeliHux dopm PM3 € cTpyKTYpHi | yHKLiOHaNbHi
nepebynoBY BMCOKOMEHETPAHTHIX reHis BRCAT,
BRCA2, TP53, PTEN, MLH1, MSH2 i reHis cepeg-
HbOI Ta HM3bKOI NMOBIpHOCTI npoasy — CHEK2,
STK11/LKB1, CDH1, PALB Ta iH. [1]. Bizomo 6nu3b-
ko 1500 BapiaHTiB BRCA1 i BRCA2, wo nopyuy-
0Tb OYHKLIO TeHiB i NPU3BOAATb L0 PO3BUTKY
3axBOpIOBaHb (giarpama 3).

A.B. LLYMULbKMI
HayKOBMIA KOHCYNbTAHT MeanuHol
naboparopii «[lTA»

ORCID: 0000-0002-3104-4511
0.A. BYPKA

K. MeZ. H., aCUCTeHT Kadeapu
aKyLuepcrBa i rinekonorii N1
HauioHanbHoro meguyHoro
yHiBepcutety im. 0.0. boromonbus,
HaykoBuil KoHcynbTaHT MIT «JINA»

ORCID: 0000-0003-0133-9885

1.B. CIAOPOBA
menuynmil gupektop MI «UTA»

ORCID: 0000-0002-6742-5033

KonTaktu:

Lymuubkuit AHppiin Bonogummposuy
Meauuna naboparopis «UTA»

01042, KuiB, Yuropina, 2

Ten.: +38 (067) 576 39 69

e-mail: andrii.shumytskyi@dila.com.ua

Habyuit PM3

90-95%

CnapkoBuit

20-50% y *KiHOK
06ymoBneHi
BRCA1i BRCA2

90-95%

PM3

06ymoBneHi Pra—

5-10%

/

40%y vonoBikis
06ymoBneHi
BRCATiBRCA2

BRCAT i BRCA2

CnapxoBuit

10-17%

Habytuit PA
83-90%

[Jliarpama 1. Crpyktypa PM3

Dliarpama 2. Crpyktypa Pl

BRCA1

BRCA2

57-87%

24-54%

41-84%

. Pak monouHoi 3an03n

. Pak seuHukis

. Pak nepemixypoBoi 3ano3u
PaK rpyaHoi 3an031 y 40n0BiKiB

. Pak nigwnynkosoi 3an03n
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MYXJIVHW TA TNMEPEAOTNYXJIMHHA TMTATOJ10OT 1A

Cnagkosun cuHgpom PM3/PA cTaB npegMeToM iHTEHCUBHMX
JocnigxeHb Ha noyaTky 1990-x pokiB. Y 1994 poui 6yB Bigkpu-
TUM Neplnin reH, acoulinoBaHUN 3 AaHWM 3aXBOPIOBaHHAM —
BRCA1 [2], a pokom ni3Hiwe — gpyrun red, BRCA2 [3] (puc. 1).
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PucyHok 1. CrpykTypa renis cimeiicrea BRCA
leHn cimelicta BRCA (anrn. BReast CAncer) BRCAT i BRCA2 € okpemumu reHamu,
AKi p03TalLIOBaHi Ha IBOX pi3HuX Xpomocomax: 17¢211a 13¢12.3 BignosiaHo

YactoTa natoreHHux BapiaHTiB BRCA1/2 ctaHoBuTh Big 1:400 fo
1:800 cepep 300POBUX XKIHOK €BPOMENCLKOI 6inoi nonynauii [4].

BiporigHictb pu3snky po3sutky BRCA1/2-acouiioBaHOro
PM3 ta PAy Biui go 70 pokis [5] BifobpaxeHa Ha pwc. 2.

3a naasHocti BRCAT-myTauii

i_

o 80% PM3 Nlo 40% PA

3a HaaBHocTi BRCA2-myTauii ]

\ \
1 .

Nlo 70% PM3 o 18% PA

Pucynok 2. BiporigHictb pusuky po3sutky BRCA1/2-acouiiioBanoro
PM3 Ta PAl

leHn BRCAT i BRCA2 € reHammn-cynpecopamy nNyxanHHOIoO
POCTY, OCKIifIbK/ BOHU BifNOBifaloTb 3a NiATPMMAHHA reHOMHOT
cTabinbHOCTI, 3abe3neuytoTb perynauito KniTMHHOI nponipepa-
Ui, NPUrHiuyoTb 6E3KOHTPONBbHUN PICT KNITUH, @ TaKOX Bifi-
rpatTb BaXK/IMBY POSib B NpoLecax eMOpPioHanbHOro PO3BUTKY.

BRCA1 i BRCA2 matoTb Ay»e BefuKY LWifIbHICTb efleMeHTiB
[HK, Wwo noBTOPIOTLCA, CIPUAKYN IXHIN FTeHEeTUYHIN HecTa-
6inbHOCTI. ediunT ixHiX cneyndiyHnx reHoOMHUX GYHKLIA TAr-
He 3a o600 BUCOKMI CTYNiHb XPOMOCOMHOI HeCTabinbHOCTI,
AKa NpuU3BOAUTb OO BUKOPUCTAHHA anbTePHATUBHUX LWIAXIB
BiJHOBNEHHA BTPaueHNX GYHKLIN.

3 nediuntom reHis BRCAT B 0fHil 3 TPbOX OCHOBHUX CUCTEM
penapauii NoYnHalTb nepeBakatv NOMWUIIKOBI MeXaHi3Mu, a
3a gediunTty BRCA2 aKkTMBYOTbCA MEXaHI3MM NaTOMOrIYHOI pe-
napadii B ABOX iHWKMX cuctemax. Brpata dyHkUin reHis BRCA1/2
MOXe BUHUKHYTW Yyepes comaTuyHi myTauil. PesynbtaTt — Hu3b-
Ka TOYHICTb 3uMTyBaHHA iHdopmauii IHK i noTeHuiHa HecTa-
6inbHICTb reHoMy, LU0, B CBOIO Yepry, MoKe Npr3BeCTU A0 3/10-
AKiCHOI TpaHchopmaLii.
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MNpoBepeHHA BRCA-TecTyBaHHA HEOOXifHE HACTYMHUM KaTe-
ropiam nogen:

1 KaTeropisa — 340POBi NOAY, B AKNX NepefdavacTbCs Ha-
ABHICTb FeHeTMYHOI CXMMbHOCTI [0 paKy, Wo OOYyMOBIIOE
060B'A3KOBUI NPOGINAKTUYHUN OrNAg;

2 KaTeropis — OHKosoriyHi xBopi. [1py BCTaHOBAEHHI cnagKo-
BOrO XapaKkTepy 3aXBOPIOBAaHHA MOXe NMOMITHO 3MIHUTUCA TakKTU-
Ka NiKyBaHH#, 30KpemMa, 06cAr onepalii Ta/abo xapakTtep Teparnii.

lpynu nauieHTiB, AKNM NOKa3aHe reHeTUYHE [OCHifKEHHA
BRCA1iBRCA2[7]:

I. Ocobu 3 6AN3bKMM poauyem i3 BigOMUM NMaToreHHUM
BapiaHTom y BRCA1/2 a60o B iHWOMY reHi, Wo Npu3BoAnUTb
Ao Bucokoro pusnky PM3 ta PA.

MpoBoanTbCA AOCNIAMKEHHA HA BUAB/IEHHA KOHKPETHUX MY-
Tauin (Tnx, AKi BUABMEHI y poaunuiB).

bnusbkuli poouy BU3HaYaeTbCA AK BigHOCHUN | abo Il cTyniHb
3 BiANOBiAHOro 60Ky poaVHU:

- poawnui | ctyneHs: matu/6aTbKo, cecTpa/6paTt, AOHbKa/CUH;

— poguui ll ctynens: 6abyci i1 gigyci, TiTka/AAAbKO, NEMiHHN-
LA/NNeMiHHMK, OHYKN.

1. iHKu 3 ocobucTolo ictopieto PM3 Ta ogHUM i3 HacTyn-
HUX $paKTOpIB:

1. Bik Ha MOMEHT fiarHOCTNKM paky < 40 poKiB.

2. TlOTpiNHWIA HeraTUBHUIA (NPW BM3HAYEHHI peLenTopa
ecTporeHy, peuentopa nporectepoHy Ta HER2 — oTprumaHuin
HeraTuBHWI pe3synbTtaT) PM3y BiLi < 60 pokis.

3. [1BocTopoHHIin PM3, siKLio nepLnii pak byB fiarHOCTOBA-
HWUI y Bili < 50 pokiB..

4. Pak piarHOCTOBaHO B 6yab-AKOMY BiLli, 3 ogHNM abo binb-
Wwe 6n13bKuMK pognyamu 3 PA* y 6yab-akomy Billi.

Pak piarHoctoBaHO B Oyab-AKoMYy BiLi, 3 ABOMa abo Ginblue
65113bKUMKN poanyamu 3 PM3 (0cobnrBo AKLWO B OAHOTO Ui
6inblwe 3 HUX PM3 piarHocToBaHo Yy Bili 50 pokis i monogLe
ab0 fiarHoCTOBaHO ABOCTOPOHHI PM3).

lll. ?KiHKn 3 ocobucTolo ictopieto PA Ta ogHMM i3 HacTyn-
HUX paKTopIB:

1. HemyuuHO3Hi eniTenianbHi NyXAnHW, 0COGNNBO CEPO3Hi,
B GyZib-AKOMY BiLli.

2. OcobucTa ictopis PM3.

3. OpwvH abo pekinbka 6nun3bknx poguuis 3 PA* (y 6yab-ako-
My BiLi).

OpavH abo Ginblue 6nan3bKNX pogndiB (KiHOK abo YonoBiIKiB)
3 PM3, 0co6nv1Bo AKLL0 MOro giarHocToBaHo Y Bili 50 pokiB i
monogue.

IV. Yonogiku 3 ocobucroto icropieto PM3:

1. OcobnuBo AKLLO 0AVH abo KiflbKa 611M3bKMX poandiB-4o-
NoBiKiB MatoTb PM3.

2. Ocob6nnBo AKWO ofHa abo AekinbKa 6/IM3bKUX POANYOK
matoTb PM3 a6o PH".

V. TinbKu cimeliHa icTopis:

OawH abo GinbLue 6nm3bknx poguyis 3 PM3 abo PA*, aki Bigno-
BifaloTb OAHOMY 3 BULLE3a3HaueHnX KpuTepiis (MyHKTY lI-IV).

VI. NpurHanexHictb go cpopmoBaHoi B LieHTpanbHin €B-
poni cy6eTHiYHOI rpynu eBpeiB-allKeHasi.

[locnigeHHsA NpoBoANTbCA HaBiTb 6€3 J0AATKOBMX aHAMHe-
CTUYHUX JaHUX.

" Pl TakoX BK1H04a€ NepBUHHNI NepUTOHeasnbHuii paK Ta pak MaTkoBiUX Tpyo.
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MYXJIMHW TA NMEPEAOTNYXJIMTHHA TTATOJ10OT 14

Ta6nuua 1. MixkHapopHi pekomeHpaLii WoA0 3aX0AiB CKPUHIHTY Ha PM3

AmepuKaHcbKa po6oya rpyna
3 npodinaktuku [10], 2016 p.

PilueHHa npo noyatok
CKPUHIHrOBOi Mamorpadii B
XIHOK 10 AocArHeHHsA 50 pokiB

Sw_w__w:“u_a B Mae 6yTu iHAVBIByanbHNM.
i3 cepenim MKiHku, Aki npuainaoTb binble
=%s=o=_ yBari NOTEHLiiHII KOPUCTI, HiX
P MOTEHLiHIN WKOAI, MOXYTb
PO3n0yaT ABOPIYHMI CKPUHIHT
y BiLji 40—49 pokis.
KiHKn
50-74 pokis PekomeHayeTbca npoBoANTH
. A KPUHIHrOBY Mamorpadito ABivi
i3 cepeiHim Gy o_w<= % mm padito fB
puUsnkom PIK.
Kinku Bikom  HasBHUX 10Ka3iB HeOCTAaTHbO
75 pokis A1 OLiHKM 6anaHcy nepesar Ta
TacTapwi  LWKOAN CKPUHIHroBOi Mamorpad
3 cepepHim B XKiHOK BiKOM 75 pOKiB i
pU3nKom CTapLUmX.
KiHKnN, AKi MatOTb BUCOKMIA
pu3uk po3uTky PM3 3a
Winku 3 HaABHOCTI if0ro B 0ATbKIB,
BUCOKUM 6paris/cectep abo piteil.
puU3MKOM loyatok CKpUHIHry Ans Wnx
KIHOK Y BiLi Bia 40 pokiB Moxe
6OyTIn KOPUCHUM.
. (yyacHux Aokasis HeaoCTaTHbO
0f1aTKOBI )
=.__wq%__= , 1o ANA OLiHKV NepeBar Ta WKoan
c1o0 Q_ﬁr P LGPOBOro TOMOCUHTE3Y rpyfeit
AR DBT) Ak 0cHOBHOTO MeT
BCiX XiHOK (DBT) sk octogHoro eTogy

CKpUHiHry PM3.

AmepuKaHcbKe TOBapuUCTBO
paky [11],2015 p.

TKikkn y Bivi 40—44 pokn
MOBMHH BUOPATY LLOPIUHMI
CKpUHIHT PM3 i, 3a 6aaHHAM,
mamorpadito. HeobxiaHo
BPaXOBYBATU AK PU3MKIA LbOro
MeToAY, TaK i i0ro NOTeHLiHi
nepesary.

Kitkw y Biui 45-49 pokis
MOBUHHI NPOX0AUTH
Mamorpadito LLOpOKy.

TKiHkn y Bivi 50-54 pokn
MOBUHHi NPOX0ANTH
Mamorpadito LLOpoKy.
iHKn y BiLLi 55 pokiB i cTapLi
MOBUHHI NepexoauTM Ha
Mamorpadito KOXHi 2 poku
a60 NpoLoBXKyBaTH LLOPIYHNIA
CKPUHIHT.

CKpUHIHT Ma€ TpUBaTI JOTH,
MoK XiHKa nepebyBae B
Ho6pomy 380poB", i, AK

0uiKyeTbea, byae xutu we 10

POKiB uK binblue.

KiHKu, AKi MatoTb BUCOKMIA
pU3UK BUHUKHeHHA PM3 Ha
0CHOBi NeBHIX GaKTOpiB
(HasBHiCTb 6aTbKiB, piAHUX
6pariB un cectep abo Aiteit
3 myTauieto renis BRCA 1/2),
MOBUHHI LLOPIYHO NPOXOANTH
MPT Ta mamorpadito.

KiHku matotb 6yTi 3HailoMi
3 BifOMUMI NepeBarami,
00MeXeHHIMI Ta
NOTEHLIHMMI LWKOAAMM,
MOB'A3aHUMM 3i CKPUHIHTOM
Ha PM3. BoHu Takox maloTb
3HaTW, AKWIA BUrNAZ i BiguyTTA
3a3BIYail MatoTb iXHi rpyam,
HeraitHo NoBiZOMNATY likapeBi
npo 6yab-AKi 3MiHN.

AmepuKaHCbKIil Konepx
aKywepi-rinekonoris [12],
2011 p.

LllopiyHuit CKpUHIHT 3a
Z0nomoroto Mamorpadii Ta
KNiHIYHNX ZOCNIXKeHD rpyAeii.

CKpWHiHr 3 Mamorpadieto i
KNiHIYHUM JOCTIPKEHHAM
TPyAe LOPOKY.

3 Noro/KeHHAM 3i cBOIMMN

NiKapAMY XiHKM NOBUHHI

BUPILLUTY, NPOJOBXYBATH
MamorpadiyHil CKPUHIHT Yu Hi.

[nA XiHoK i3 MyTauieto
reHiB BRCA1 un BRCA2 abo
MOXUTTEBIM PUNKOM PO3BUTKY
PM3 y 20% um GinbLue, CKpUHIHT
Ma€ BKI0YaTU KAiHiuHi
LOCTIZKEHHA TpyAei ABivi Ha
pik, LLopiuHy Mamorpadito Ta
MPT, a Tak0X CaMm000CTEXEHHS
rpyaeit.

[ind iHOK, AIKi oTpuMany
TopaKasbHe OMpOMiHEHHs y
BiLli 10—30 pokiB, CKPUHIHT Ma€
BK/IK0YaTV LLOPIYHi Mamorpadito
T1a MPT, a TakoX KniHiuHe
00CTEXEHHA rpyfei KOXHi 6—12
MicALiB, NOYMHatouu 3 nepiogy
y 8-10 pokig nicna npomeHeBol
Tepanii a6o y BiLli 25 pokiB.

He po3rnagaeTbca.

MixHapoaHe arenTcTBO 3
pocnimxenna paky [13],
2015 p.

HenoctaTHbo AoKa3iB Ana
pekomeHpaLiii 3a abo npotu
CKPVHIHTY.

Kinkam y Biui 50—69 pokis
PeKOMeHAYETbCA NPOBOAUTH
CKPUHIHT 3 Mamorpadieto.
J1aHi CTOCOBHO XiHOK BiKOM
70~74 poku cBifYaTb npo Te,
LL|0 CKPUHIHT 33 JONOMOrOt0
Mamorpadii icToTHO 3HiXye
pu3uk cmepri Big PM3, ane 3apa3
BiH He PeKOMEHAYETbCA.

He PO3rnAAa€eTbCA.

3a HaABHUMY JaHUMK, CKPUHIHT
(mamorpadia 1a MPT) y GinbLu
paHHbOMY BiLli Moxe 6yTi
KOpUCHUM.

He po3rnagaeTbca.

AmepuKaHCbKUil Koneax
papionorii [14],
2010 p.

LllopiyHuii CKpUHIHT i3
Mamorpadieio.

CKpUHIHF 3 Mamorpadieto
LLIOPOKY.

CKpWHIHT i3 Mamorpadieto cnip
MPUNUHUTY, KONIW OYiKyBaHa
TPMBANiCTb XMTTA CTaHOBUTUME
MeHLLe 5—7 POKiB 3a BikOBUMY
abo cynyTHiMM ymoBaMu.

[na Hociig myTauiit BRCA1
a60 BRCA2, HenepeBipeHux
UneHiB CiMeiiCTBa, AKi € HOCAMMN
MyTaLiil LX reHiB Ta XiHoK i3
NOXUTTEBUM pu3nkom y 20% un
6inbLue (B 3anexHocTi Bip icTopii
CiM'T) CKpUHIHT Ma€ BKMtoYaTy
WopiuHi Mamorpadito Ta MPT,
noynHatouy 3 30 pokis, ane He
paHitue 25 pokis.

[InA XiHoK i3 icTopieto
OMPOMiHeHHs rpyAHOI
KniTku y BiLi 10-30 pokis
wopiuHi Mamorpadia Ta MPT
MOYNHAKTLCA Yepe3 8 pokiB
nicnA nikyBaHA. Mpu ubomy
Mamorpadi He pekomeH0BaHa
110 25 POKiB.

He po3rnagaeTbca.

AmepuKaHCbKNIl KonemK
nikapis [15], 2015 p.

3a GaxkaHHAM XiHK1 06roBOpHTI
3 Helo nepeBary il Hef oIk
CKPUHIHTY 3 Mamorpadieto KoxHi
[1Ba POKII.

Jlikapi noBMHHI 3a0x0uyBaT
CKPUHIHT Mamorpadii KoxHi
JBa POKY B XiHOK CepefHbOr0
PU3MKY.

CKPUHIHT He peKOMeHAYETbCA.

He POo3rnAfaEeTbCA.

[L{opiuHa mamorpadia, MPT,
TOMOCHHTE3 60 perynapHe
CUCTEMATIYHE CAMOOBCTEXEHHSA
rpyAei He peKOMeHZYHTbCA.

AmepuKaHcbKa
aKapemia cimeitHux
nikapis [16], 2016 p.

PilueHHa npo noyatok
CKPUHIHTOBOT
mamorpadii mae byTn
inavBipyanbHum. KiHkw,
AKi npuainATb binbLue
yBari NOTEHLiiHil
KopucTi,
LUKOA], MOXYTb MoyaTi
CKPUHIHT.

CKpuHIH 3 Mamorpadieio
[Biui Ha piK.

(yuacHux JoKasis
HeZOCTaTHbO AA OLHKIA
6anaHcy nepesar Ta
LUKOAM CKPUHIHTY 32
J0M0MOrot0 Mamorpaoi

He PO3rNAAAETbCA.

HaagHi pekomeHpauii
InA nikapis, AKi
HABYAIOTb XIHOK

CaMOOBCTEXEHHI
rpyAeii. (yvacHmx

J10Ka3iB HeJLOCTaTHbO

ANA OLiHKM nepeBar

Ta LWKOAM KAiHIYHNX

obcTexeHb rpynei 1a

DBT.
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MYXJIVHW TA TNMEPEAOTNYXJIMHHA TMTATOJ10OT 1A

Ona BuasneHHA myTauin reHis BRCAT ta BRCA2 Ha cborog-
HIiLLHIN feHb B CBITOBI NabopaTOpPHIl AiarHOCTHULi 3aCTOCOBY-
I0TbCA ABa MeTOAN, AKI MaloTb CYTTEBI BUTPATHI BiAMiHHOCTI.

Mepwunin meToa — Le meToA NoaiMmepasHO-NaHLIOroBoI pe-
akuii (MNJ1P) B pexumi peanbHOro yacy, AKUN BUKOPUCTOBYETb-
CA ANA BMABMIEHHA MyTaLil HanbinbLL PO3MNOBCIOAMKEHUX FEHO-
BapiaHTIB.

MegunuHa nabopatopia «[IJIA» NPONoOHY€e BUABNEHHA Hali-
6inbll PO3MOBCIOAMKEHUX Cepef EBPOMENCbKOI nonynAuii my-
Tauin reHoBapiaHTiB BRCA1 (185delAG, 4153delA, 5382insC,
3819delGTAAA, 3875delGTCT, 300G (61Gly), 2080delA) Ta
BRCA2 (6174delT), wo no3Bondae 3a MeHLWMX BUTPAT BUABUTH
a60 BUKJIIUUTI HAVMOLMPEHILLi MyTaLlil.

OTprMaHi pe3ynbTaTv JaloTb MOXKIMBICTb PO3PI3HUTM FOMO-
Uy reTepo3nroTHi BapiaHTV MyTaLiil y BignoBigHocTi go pede-
peHTHOT nocnigoBHocTi AHK ntoanHn — GRCh38.

Jpyruin meTop — ceKBeHyBaHHA KHOBOTO NMOKOJiHHA» (Next-
Generation Sequencing, NGS), To6To MeTog NOBHOTrO CeKBEHY-
BaHHA reHOMY ANA BUKJIIOYEHHA HOCINCTBA YacTuX i pigKicHi-
WX MyTaLin.

Akwo myTauia reHis BRCA1/2 BuABneHa B romo- 4 retepo-
3UroTHOMY BapiaHTi Ha MepLIOMy eTani AiarHOCTUKKM, TOOTO Me-
Topom [P B pexkumi peanbHOro Yacy, CeKBeHyBaHHSA He Npo-
BOAUTBCSA, OCKINIbKU BXXe MOXe OyTu npr3HaveHa cneuudiyHa
Tepania abo ob6paHnii 06CAr onepaTMBHOMO NiKyBaHHA.

MIJT «OlIJTA» Haga€e MOXNMBICTb BM3HAYaTn:

— FeHETUYHI PU3MKM PO3BUTKY PaKiB, MOB'A3aHMX i3 MyTaLli€lo
reHis BRCA1/2;

— OHKOMapKepu 3 METOI0 OLHKM NPOrpecyBaHHA 3axBOpIo-
BaHHA Ta MOHITOPUHIY NiKyBaHHSA.

OHKOMapKepu — Le cneyundiyHi peuoBuHN, AKi BUOINATbCS
NYXJAVMHHUMW KIITUHaMU, LMPKYSIOTb Y KPOBi a0 iHWKX 6io-
NOTIYHUX PiANHAX i KOPUCHI B KOMMJIEKCHIN giarHoCTULi, Ana
NPOrHO3yBaHHA Ta MOHITOPUHTY liKYyBaHHS.

BinbLwicTb MapkepiB NyxnuH He € cneuundiyHumn ana oyab-
AKOro TUNY PakKy.

HwuHi icHye noHag 20 obpe BigoMKMX NapameTpiB, WO LUMPOKO
po3rnafalTbCa AK MapKepun NyxnuH, Taki Ak CA 15-3 — nos'a3aHi
3 PM3, CA 125 HE4 - 3 PA, PSA - 3 pakom npocTaTty, Ta iH.

Cepepn MapkepiB NyxavH monoyHoi 3ano3u MJT «IJTA» npo-
NMOHYE BU3HAYEHHS:

— CA 15-3 — BUCOKOUYTNIMBUIN MapKep KapuMHOMU MONTOYHOT
3anosu;

- pakoBo-eMbpioHanbHuii aHTUreH (CEA) - rnikonpoTeig,
KOHLeHTpaLif AKOro pPi3Ko 3pOCTa€ 3a HAasABHOCTI OHKOJIOriy-
HOro npovecy.

3a iHbopmalLlieio EBpoMNencbKoi rpynu 3 BUBYEHHA OHKOMap-
KepiB, KombiHauia CA 15-3 Ta CEA € pekoMeH10BaHO MapKep-
HO0 MaHenIo AN nauienTis i3 PM3 [8].

MNMoka3saHHA fo Npu3HayeHHA oHkomapkepis CA 15-3 Ta CEA:

1. TepaneBTUYHWIA MOHITOPUHT: 3MiHa PiBHA OHKOMapKepiB
nepenye KNiHiYHUM abo PEHTreHONoriYHNM NpoABaM peakLii
UM NPOrpecyBaHHs.

2. [liarHocTuKa peuunanBy 3aXBOPIOBAHHA Ha paHHil cTagii,
[0 MoABM KJiHIYHNX NPOABIB.

3. TlporHo3: nepeponepauinHo nigsuweHi pisHi CA 15-3
abo CEA, noBs'A3aHi 3 HeCnpuATAMBUM pe3ynbTaToM Y na-
Li€HTIB.
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[nAa ouiHKM pu3nKy HasBHOCTI enitenianbHoro PA B nauien-
TOK i3 NyXAUHONOAI6HMMM YTBOPEHHAMY NpuAaaTKiB MaTKy MJ1
«[IJTA» NPONOHY€E BM3HAYEHHA NMPOrHOCTUYHOTO iHAEKCY pu-
31Ky 3/105KicHoro npotuecy B aeuHkax ROMA (Risk of Ovarian
Malignancy Algorithm).

Po3paxyHok iHgekcy ROMA npoBoanTtbca Ha niacTaBsi piBHA
nokasHukis HE4 ta CA 125 3 ypaxyBaHHAM MeHOMay3anbHOro
CTaTycy NauieHTKM (penpofyKTUBHOIO Y NOCTMEHOoMNay3anb-
HOrO BiKY).

MNMoKa3aHHAMYN A0 NPM3HAYEHHA €:

1. O6'eMHi yTBOpEHHA B A€UYHMKax 3 MeToto audepeHLiadii
[06pPOoAKICHOrO i 3/105IKICHOrO NpoLeciB.

2. O6CTEXeHHs XIHOK rpynu pu3nKy 3 po3BuTKy PA gna
pPaHHbOroO BUABNEHHA 3/10AKICHOrO nNpoLecy.

lpyny pusuKy cknaparTb XKiHKu [9]:

— 3 006TAXKEHUM ciMenHNM aHaMHe3oMm PA i PM3 (y cim’i Ta B
HaNGNMXXUMX poaNYiB);

- 3 BiICYTHiCTI0 BariTHOCTi B aHaMHe3i (B T. u. npu 6e3nniggi);

-y BiLi 35 poKiB i cTapLui.

BukopuncTaHHA MeTofiB nabopatopHoi giarHoctuku MJ1
«[IN1A» 3 BU3HaUeHHA reHeTUYHUX GaKTopiB PU3KKY PO3BUTKY
3710AKICHNX HOBOYTBOpPeHb — MyTauin reHis BRCA1/2, oHko-
mapkepis CA 15-3, CEA, CA 125 i HE4, ingekcy ROMA - nig yvac
KOMMIEKCHOrO OOCTEXEHHSA MaLieHTIB, MOHITOPUHIY Ta Npo-
rHo3yBaHHA nepebiry 3axBopioBaHHA [O3BONAE Nikapto chop-
MyBaTV rpyny pu3nKy »KIHOK AnA NpoBefeHHA CreLianbHoro
CKpVHiHTY PM3 (Tabn. 1, 2) Ta CBO€YaCHO BCTAHOBUTY JiarHo3.

Ta6nuus 2. BitunsHani pekomeHauii oo 3axopis ckpuHinry Ha PM3 [17]

Heo6xigHi Ajii nikapiB BTOpUHHOI Ta TPETUHHOI MeANYHOT AONOMOTH LLIOA0 3aX0AiB
CKpUHiHry Ha PM3

[TpoBeaeHHA MamorpadiyHoro CKpUHIHry:

110 35-TI POKIB He Npy3HayaTy XiHkam Mamorpadito (AKLLLO ANA LbOro HeMAE NiACTaB),
MOXHa BUKopuctoByBatu Y3[;

32 HaABHOCTI CiMeiiHoro aHamHe3y PM3 mamorpadito pekomeHzylotb nposoguty 1
pa3 Ha 1—2 poku, nouMHatum 3 35 pokiB (perynapHo 06CTeXyouM rpyan CamocTiiiHo Ta B
KabiHeri nikapa);

y BikoBOMY Aiana3oHi 3540 poKiB BCiM XiHKam 0HOPa30B0 NPOBOANTLCA NePBUHHA
Mamorpadia AnA BUSHAUeHH CTPYKTYpU TKaHUHM M3;

y BiLli 40—49 poKiB NPONOHYETLCA MPOBOANUTM MaMOrpadiio B 3aNeXHOCTi Bif NOKa3aHb;

y BiLli 50—69 pokiB Mamorpadito poBoAATb 1 pa3 Ha 2 poky, BPaxoBykuu pe3ynbTaTi
nonepezHix 06cTexeHb, CaM00BCTEXEHb Ta KNiHiuHNX 06cTexeHb M3.
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0.A. BypKa, K. Mef. H., acuCTeHT Kapepy akyLuepcTsa i rinekonorii N1 HauioHanbHoro MeauuHoro yHigepcutety im. 0.0. boromonbus, Haykouit KoHcynbTaHT MIT «[IINA»

1.B. CimopoBa, megnutuii gupextop M «ZINA»

Y 6inbLwocTi BUNAZKIB OHKONOMIYHi 3aXBOPIOBAHHA € CNaAKOBIMU: AA Paky MONOUHOT 31031 — 5—10% i AnA paky AeuHnkiB — 10—17%, i NoB'A3aHi 3 HOCICTBOM MyTaLili B NEBHYX reHax, OTPUMAHUX Bify
0fiHOT0 3 6aTbKiB. [eHeTUYHe TeCTYBaHHA JO3BONAE ifleHTUOIKYBATH CXUNbHICTL 0 CMaAKOBYX (OPM PaKy | CMpAMYBaTY 3ycunnA Ha NPoGINaKTUKY Ta PaHHIO AiarHOCTUKY OHKONOMIYHUX 3aXBOPIOBAHb.
BRCAT i BRCA2 € ocHOBHUMY reHamu, AKi 6epyTb yyacTb y po3BUTKY CMajKOBOTO CUHAPOMY paky MONOUHOI 3311031 i AeuHukiB. MyTauismu came B rerax BRCAT i BRCA2 o6ymoeneHi 20-50% cnagkoBux Gpopm

paky MonouHoi 3a1031, 90—95% BunazKis CNajKoBOTO Paky AEYHNKIB Y XIHOK, @ Takox A0 40% BUNaAKIB paKy MONIOYHYX 3a1103 Y YONOBIKIB.

Myrauii B renax BRCA1 1a BRCA2 06ymoBniotoTb NifBULLIEHHIT PU3VK BUHUKHEHHSA Paky MONIOYHVX 32103 Ta AEYHUKIB. Y HOCITB MyTaLliii LiuX reHiB pak MONIOYHVX 3103 Ma€ Mo ONOTiuHi, MoNeKyNApHi Ta
iMyHodeHoTUNHi ocobnuBocTi. Ha BigMiHy Bia cnopaguyHoro, BRCA-acowiiioBaHmii pak MONOYHOT 31031 XapaKTepU3yEThCA BULLIM CTYNeHeM 3N0AKICHOCTI.

Y cTaTTi, cepes iHLLOr0, Po3rALATHCA 1BA HAMOLUIMPEHILLMX METOAV BUABNEHHA MyTauiii reis BRCAT Ta BRCA, AKi Ha CbOroAHiLLHiiA eHb 3aCTOCOBYI0OTbCA B CBITOBIl nabopaTopHili AiarHoctui. Mepiumii
MeTOZ — Lie MeTOZ MoJliMepa3Ho-NaHLIoroBoi peakLii B pexumi peanbHoro yacy, AKuii BUKOPUCTOBYETbCA A1A BUABNEHHA MyTaLliil HailbinbLu po3noBCO/KeHIX reHoBapiaHTiB. [Ipyruii MeTog — cekBeHyBaHHA
«HoBoro nokonikHa» (Next-Generation Sequencing, NGS), T06T0 MeTOZ NOBHOr0 CeKBEHYBAHHA reHOMY ANA BUKIHOYEHHA HOCICTBA YaCTUX i pigKicHilumx myTauiii. Kpim Toro, aBTopu HaBoAATb peKoMeHAaLi
HU3KM NPOBIHIX aMepuKaHCbKX opraHi3aLliii Ta MO3 Ykpaikut 1140/0 TepMiHiB CKpUHIHTY Ha pak MONOUHOI 33110311 B 3aN1eXHOCTi Bifj BiKy Ta CMajikoBUX/TeHETUYHIX PU3IKIB PO3BUTKY OHKO3aXBOPIOBAHHS.
Menuuna nabopatopis «[lI/TA» nponoHye BUABNEHHA HaiibinbLL O3NOBCHOMKEHNX cepes €BpONeiicbKoi nonynauii MyTaviii reHoBapiaHTis BRCAT Ta BRCA2, a Takox Hafae MOXAMBICTb BUSHAUNTI He TiNbKIA

TeHETUYHi PU3MKKM PO3BUTKY PaKy, a il NPOBECTY OLiHKY NPOrpecyBaHHA Ta MOHITOPUHT JTiKyBaHHA 3a AONOMOT0I0 BU3HAYeHHs OHKOMapKepiB.

KniouoBi cnosa: paK Mmooy HOi 3a7103K, pak AEYHUKIB, TECTYBaHH#A, FEHETIKA, OHKOMapKepu.

NIABOPATOPHAS OLLEHKA PUCKOB PA3BUTMA 30KAYECTBEHHbIX HOBOOBPA30BAHMNI MOJIOYHOW XENE3bI U ANYHUKOB

A.B. lymuuKuia, HayyHblit KoHcynbtaHt MIT «[UNA»

0.A. BypKa, K. Mef1. H., aCCUCTeHT Kadeapbl akyLuepcTBa U ruHeKonorui N1 HawvoHanbHoro MeauunHeKoro yHuepcuTeta M. A.A. boromonbLia, HayuHblit KoncynbTaHT MIT «[UTTA»

W.B. CupopoBa, meanunHckuit gupektop M «UTA»

B 6onbLumHCTBE ClyyaeB OHKoNOrMYecKkme 3a60neBaHNA ABNAITCA HACNEACTBEHHBIMU: ANA Paka MON0YHON xenesbl — 5—10% 1 AnA paka An4HKoB — 10—17%, 1 (BA3aHbI C HOCUTENBCTBOM MyTaLMii B
onpepeneHHbIX reHax, nonyyeHHbIX 0T 0/HOr0 U3 poauTenei. [eHeTueckoe TeCTMPOBaHMe N03BONAET MAEHTUGNLIMPOBATb MPeAPACcNoN0KeHHOCTb K HaCeACTBEHHbIM GOPMaM paka U HaNpaBuTb YCUNNA Ha
npoGUAAKTIKY 1 PaHHIOK AUArHOCTUKY OHKONIOTMYecKMX 3a601eBaHMA.
BRCAT 1 BRCA2 ABNAKOTCA OCHOBHBIMY FeHaMu, KOTOpbIe Y4acTBYIOT B Pa3BUTUN HACNEACTBEHHOTO CMHAPOMA PaKka MONOYHON Xene3bl i AnYHNKoB. MyTauuammn umenHo B reqax BRCA1 u BRCA2 06ycnoneHo
20-50% HacneACTBEHHbIX GOPM paka MONOYHOIA Xene3bl, 90-95% cryuaeB HaCNeACTBEHHOTO PaKa AYHIKOB Y KEHLLIH, a Takxe A0 40% cllyyaeB paka MOMOUHbIX Xerne3 y MyXUMH.

MyTauum 8 renax BRCAT u BRCA2 06ycnoBnuBaloT noBbiLLeHHbIii pUcK BO3HUKHOBEHUA paka MONIOYHOIA Xefe3bl v AUYHUKOB. Y HocuTeneil MyTaLii TUX reHOB pak MOMOUHO Xene3bl MeeT Mopdonornyeckie,
MOneKynApHble 1 UMMyHOGeHoTUNMYeCKIe 0c0beHHOCTY. B oTnuume ot cnopapmyeckoro, BRCA-accouumpoBaHHbIil pak MONOYHOI Xene3bl xapakTepusyeTca 6onee BbICOKOI CTENEHbH0 3M0KaYeCTBEHHOCTIA.

B cTatbe, cpean mpoyero, paccmaTpuBaloTca ABa Haubornee pacnpocTpaHeHHbIX MeToAa BbiABAeHUA MyTauuil reo BRCAT n BRCA2, koTopbie Ha ceroHALHYIA AeHb MPUMEHAIOTCA B MUPOBOI TabopaTopHoit
JAvarHocTuke. lepBblit MeToZ — 3T0 MeToZ NONIMepa3HOIi LiENHOi peaKLu B pexume peanbHoro BpemeHH, KOTopbIil MCnonb3yeTca AN BbiABNIEHUA MyTaLuit Havbonee pacnpocTpaHeHHbIX reHoBapHaHTOB.
Bropoii MeToa — cekBeHMpoBaHme «HoBoro nokoneHus» (Next-Generation Sequencing, NGS), To eCTb MeToA N0ONIHOTO CeKBEHMPOBAHMA TeHOMA ANA UCKNI0YEHNA HOCUTENbCTBA YaCTbIX M PEAKIX MyTaLMIA.

Kpome Toro, aBTOpbI MPUBOAAT peKOMEHAALMM PAAA BELYLLMX aMepUKaHCKIX opraHu3auyii v MO3 YKpauHbl OTHOCUTENIbHO CPOKOB CKPUHMHTA Ha PaKk MOJIOYHOIA Xene3bl B 3aBICMOCTY OT BO3pacTa U
HaCNeACTBEHHbIX/TEHETUYECKIX PUCKOB Pa3BUTHA 0HK03a60N1eBAHUA.
Menuumckas nabopatopua «UNA» npeanaraer BbiaBNeHue Haubonee pacnpocTpaHeHHbIX cpean eBponelickoil nonynauuv myTaumii reo BRCAT v BRCA2, a Takxe faeT BO3MOXHOCTb ONPEAEniTb He ToNbKo
TeHeTUYecKMe PUCK Pa3BUTIA PaKOB, HO M NPOBECTM OLIEHKY NPOTPEccpoBaHIA U MOHUTOPHHTA NeyeHNsA C NOMOLLbIO UCCTIeA0BAHMA OHKOMAPKepOB.

KnioueBble cnoBa: paK MOJI0YHOIA Xene3bl, PaK ANYHNKOB, TECTUPOBAHIE, FTeHETUKA, OHKOMapKepbl.

LABORATORY ASSESSMENT OF THE RISKS OF MALIGNANT NEOPLASMS OF THE MAMMARY GLAND AND OVARIES

A.V. Shumytskyi, scientific consultant of medical laboratory “DILA"

0.A. Burka, PhD, assistant at the Obstetrics and Gynaecology Department No. 1, Bogomolets National Medical University, scientific consultant of medical laboratory “DILA”

1.V. Sidorova, medical director of medical laboratory “DILA”

In most cases, oncological diseases are hereditary: for breast cancer — 5-10%, and for ovarian cancer — 10-17%, and associated with the support of mutations in certain genes derived from one of the parents.
Genetic testing can identify predisposition to hereditary forms of cancer and direct efforts to prevent and early diagnosis of cancer.
BRCA1 and BRCA2 are the main genes that are involved in the development of hereditary breast and ovarian cancer syndrome. Mutations in the BRCAT and BRCA2 genes are caused by 20-50% of the hereditary
forms of breast cancer, 90-95% of hereditary ovarian cancer cases in women, and up to 40% of breast cancer cases in males.
Mutations in the BRCA1 and BRCA2 genes cause an increased risk of breast cancer and ovarian cancer. In the carriers of mutations of these genes, breast cancer has morphological, molecular and
immunophenotypic features. Unlike sporadic, BRCA-associated breast cancer s characterized by a higher degree of malignancy.

The article prescribes, among other things, the two most common methods for detecting mutations in the BRCA1 and BRCA2 genes, which are currently used in world-wide laboratory diagnostics. The first method
is a real-time polymerase chain reaction method used to detect mutations of the most common gene variants. The second method is the Next-Generation Sequencing (NGS) sequencing, which complete genome
sequencing to exclude the carrier of frequent and rare mutations. In addition, the authors cite the recommendations of a number of leading American organizations and the Ministry of Health of Ukraine regarding
the timing of screening for breast cancer, depending on age and hereditary/genetic risks of development of the oncological diseases.

ML DILA offers the identification of the most common BRCAT and BRCA2 variants among the European mutation population, as well as the ability to detect not only the genetic risks of cancer, but also to evaluate
the progression and monitoring of treatment by the definition of oncologists.

Keywords: breast cancer, ovarian cancer, testing, genetics, oncomarkers.
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