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PE3YJIbTATH MOJIEKYJISIPHO-UATOTEHETUYHUX TOCJIJIKEHD
Y BUITAJIKAX IIJO3PU XPOHIYHOI MIEJIOITHOT JIEMKEMIT

Mema. XpoHiuyHa Mie€NoigHa —JeiKeMis
(XMJI) — e 3axBOpIOBaHHS, SIKE € OJTHUM 13 Haii-
MOLIMPEHIMNX Cepell XPOHIYHUX Mieronpodidepa-
TUBHUX TIporeciB. ['0JOBHOIO METOI0 IBOTO JOCIHi-
JDKEHHsI OyJI0 BHBUSHHS YaCTOTH Ta OCOOJIMBOCTEH
XPOMOCOMHHX 3MiH y TAIli€HTIB i3 MiJO3pOI0 Ha
XMJI abo Bxe MiATBEpIKEHUM JiaTHO30M 3a pe-
3yJIbTaTaMH HaYKOBOT'O MEIMKO-TEHETUYHOTO IICH-
py «Jleo[EH». Memoou. 1o metonis, BUKOpHC-
TaHWUX y Iiii poOOTi, HaNexaTh KapiOTHUITyBaHHS,
FISH (fluorescence in situ hybridization) ta 3T-
[IJIP (3BopoTHa TpaHCKpHNTa3Ha MoJiMepa3Ha
JAHITIOTOBA peakiis). JlocmimKeHHs POBOIMIIOCS 3
ciuas 2022 poky 1o xoBTeHb 2024 poky. Pe3yib-
mamu. FISH, kapiotunyBanns ta 3T-IIJIP Buko-
HyBalld Ha KiituHax nepudepiiinoi kposi (I1K) Ta
kictkoBoro Mo3ky (KM) 39 mnamientiB. Awnamis
FISH i3 BukopucTtanHsM JBOKOJipHUX 30HAIB LSI
BCR/ABL1 Cytocell 3ailicneno Ha 35 3paskax. Y
kimitrHax KM 11 i3 39 oci6 MeTosoM KapioTHIry-
BaHHsI BHSBJICHO a00 CIIPOCTOBAHO HASBHICTH XPO-
MOCOMHUX TiepeOynoB, xapaktepaux i XMJL. Ha
12 3paszkax kmitnH KM mposeneno 3T-IIJIP. Bu-
cnogxku. OTpuMaHi pe3yNbTaTH JEMOHCTPYIOThH
JOLIIBHICTD 3aCTOCYBaHHS MOJIEKYJISIPHO-
IUTOTCHETUYHUX METOIB Yy KIIHIYHIN MpakTUil
JUISL TIOKpateHHs aiarHoctuku XMJI ta ontumiza-
mii crparerii sikyBaHHsA. HaBemeHo TOpIBHSHHS
pe3ynbTaTiB gociipkedb XMJI pisHUMU MeTOoaMu
Ta MOKA3aHO BAXJIMBICTH iX KOMIIEKCHOTO 3aCTO-
CYBaHHA.

Knmiouosi crnosa: XpoHiuHa MieNIOiqHa JIeHKe-
Mis, kapiotunysanus, FISH, 3T-T1JIP.

XMJI — 1ie knmoHaneHe MienonpomidepaTuBHe
3aXBOPIOBAHHS, IO BPaXKa€ T€MOINOETUYHI CTOBOY-

poBi kritnau. XMJI € ogHUM i3 HAaRNOIIHUPEHIIHX
OHKOT€MaTOJIOTIYHHX MPOIECiB 1 MOXKE PO3BHBATH-
csl y IIMPOKOMY BIKOBOMY Jlialia3oHi, mpoTe Haifua-
CTimIe 3ycTpivaeTbes y mojeit Bikom Big 30 mo 50
pokiB. 3axBoproBaHicTh Ha XMJI cTaHoBuTH 1-2
Bunanky Ha 100 000 nacenenns ta cknagae 7-20 %
yCiX TiATBEpIKEHUX BUMAAKIB Jeiikemint [1, 2].
Jnst XMJI xapakrepHa HaOyTa reHeTUYHA aHOMAJTist
— crienudiuna «dinanenpdiriceka xpomocomay (Ph-
XpoMocoMa), IO BUHUKAE BHACTIAOK PEIHIIPOKHOT
tpancnokamii  1(9;22)(q34;911.2) y croBOypoBiii
KPOBOTBOPHIH KIIiTHHI. Y pe3ynbTari BigOyBa€eThCs
3Tt reHa ABL1 (Abelson gene), po3ramoBaHoro
Ha jJoBromy Iiedi 9-i xpomocomu, 3 reiom BCR
(breakpoint cluster region gene), po3TalioBaHUM Ha
JOBroMy mieyi 22-i XxpoMocoMH, L0 NPU3BOAUTH
1o yrBopenHs 3nutoro rena BCR/ABL1 [3].

BusiBnennss reHetmuHux MapkepiB XMJI
MPOBOJATH JICKIIbKOMa METOJIaMH, BHOIp SKHUX
OOIPYHTOBYEThCS METOIO Ta TEPMIHAMHU IIPOBEICH-
Hs gociipkeHb, CTaHAapTOM JiarHOCTUKH OIKCa-
HOI XpOMOCOMHOI aHOMaJIii € IIUTOTeHETHYHE JI0C-
JDKEHHST KIIITHH KiCTKOBOrO MO3Ky [4]. Moneky-
nspHo-1uToreHeTnyHuii Merox FISH wmae Bumry
YYTJIWBICTh Ta JIO3BOJISIE BHUSIBUTH MPUOIM3HO 5 Y%
BUINAJKIB 13 3aMacKOBaHMMHU TPAHCJIOKAISIMH YU
iHcepuisivMu. Ha MonekynsipHO-TEHETHYHOMY piBHI
tpanckpunt BCR/ABL1 Haiivactimie JOCITiIKYIOTh
metoaoM [TJIP, mo no3Bossie omiHIOBaTH e(heKTHB-
HICTh Teparmii [5].

OCHOBHMM HAampsiMOM LBOTO JOCIiPKEHHS
OyJ0  BHM3HAYCHHS  YaCTKM  MAI[iEHTIB 13
1(9;22)(934;9q11.2) meromom FISH misi BcTaHoB-
neHHs niarHo3y XMJI Ta BiicTe)xXeHHs BiIIOBii Ha
JIKYyBaHHS.

Marepiaim i MeToan
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JocnimxeHHs mpoBoawiiocs Ha 0a3i murore-
HETHUYHOTO BiJUILTY HayKOBOTO MEIHKO-
reHeTnyHoro ueHTpy «Jleol'EH». Marepianom s
anamizy Oymm cyOctparni kiituHu [IK ab6o KM,
OTPHUMaHI MiJ Yac AiarHOCTHYHOI CTepHAIBHOI MyH-
Kuii a0 BEeHEMyHKLIi y Malli€HTIB, Y SKUX Ha Mifc-
TaBi KJIHIKO-TEMATOJIOTIYHMX OOCTEXCHb Oylia
mimo3pa Ha XMJI abo Bike MiATBEPHKESHUH TiarHo3.

MeTou TOCIIPKeHHS: KapiOTUITyBaHHS KJTi-
i KM Ta IIK (cranmapTHe OUTOTEHETHYHE JOC-
nimkenns), FISH (¢dnyopecuientna ribpuausaitis in
situ). 3T-ITJIP (3BopoTHA TpaHCKPHIITa3HA MOJIiME-
pa3Ha JaHLIOroBa PeaKilis).

[ligroToBky mpemapariB 1o ridpuanzamii
MTPOBOJIMJIM 32 OMHCAHOK METOAMKOI [6]. AHami3
FISH BukoHyBasm 3a JOMOMOTOK MiKpOCKOTMA
Motic  Microscopes Tta  mporpamu  Lucia
Cytogenetics Karyo FISH i3 BukopuctaHHsIM 30H-
nis LST BCR/ABL1 Dual color Cytocell. J{st BusiB-
neaHss XMJI 3piticHioBamm migpaxyHok 300-400
iHTepQa3Hux sizep A KOKHOTO maiieHTa. Y pe-
3ynbTari Tiopuamsanii mitku ¢parment HHK i3
4epBOHUM (IIyOPOXPOMOM NPHEIHYBABCS A0 I'eHa
ABL1 y minsani q34 9-i xpomocomu, a pparMeHT
JIHK i3 3enenum ¢ayopoxpomom — 10 reHa BCR'y
mokyci l1.2 22-i xpomocomu. Takum 49uHOM, Y
HOpPMaJIbHUX KIITHHAX CIIOCTEpiralvi ABa YEepBOHI
CUTHaJIM Ha 000X Komisx 9-i XxpoMocoMu Ta aBa
3eJIeHI CUTHAJIM Ha 000X Komisx 22-1 xpomocomu. Y
Mmicsx yrBopeHHs xumephux redHiB BCR/ABL1 na
22-it xpomocomi Ta ABLL/BCR Ha 9-ii xpomocomi
3'IBIISUTHICS] CUTHAJIN JKOBTOT'O KOJIbopy (puc. 1).

[liaroToBKy KJIITHH 10 KapiOTHITyBaHHS Ta
MPUTOTYBAHHS MpeMapaTiB 31iHCHIOBAIN 32 3aralib-

HOMpUHHATHMU MeTonukamu [7-9]. ['oToBi mpena-
patu aHamizyBanmu npu 30imemenHi X 1000 3a momo-
MOTOI0 CBiTIOBOTO Mikpockoma Olympus BX41
(Olympus, Smonis) Ta  mporpamu  Lucia
Cytogenetics Kario (Uexist). AHamizyBany MiHIMyM
20 meradasHUX IUTACTMHOK, PO3AiIIbHA 3AaTHICTH
cranoBmwia 200-500 cerMeHTIiB Ha ramioigHUN Ha-
oip.

HotpumyBanucr International System for
Human Cytogenetic Nomenclature — ISCN 2020
(MixHapogHa cHCTEeMa HOMEHKIATYpH XPOMOCOM
monuan) [10].

Metomuky 3T-IIJIP B peanpHOMY Haci BUKO-
HaHO 3TIHO 3 IHCTPYKLi€ HAOOpY [UIs BUSBICHHS
BCR210-RT48/geneMAPTM BCR-ABL11 p210
(Mbcr) ISMMR [11].

Pe3yabTaTu Ta 00roBOpeHHs

Busaenenns XMJI memooom FISH. Ilpots-
roM ceprus 2022 p. — xoBtHA 2024 p. meton FISH
3actocoBaHo A0 35 mamieHTiB. Cepen Hux Oymno 20
4oJIOBiKiB Ta 15 iHOK BikoM Bin 19 mo 77 pokis.
Bincorok mamienTiB "osoBiuoi crari 3 XMJI Oys
OinpIIMM, HIX JKiHOYOi y cmiBBigHOmeEHHI 1,3:1.
[lepen moyaTKOM AOCIiIKEHHSI BUAJICHO TPH TPY-
MU TIAIIEHTIB, a caMe TMEePBHUHHO iarHOCTOBaHI 3
nigo3poro Ha XMJI (12 ocib), xBopi 3 migTBEpAXKE-
HUM JiarHo3oM (9 oci0) Ta Ti, sIKi BXKe OTPUMYBaIN
mikyBaHHS (14 oci6). KoxxHOMY 3pa3ky mpHCBOEHO
Homep Bix 1 1o 35 (BCR/ABL1-1...BCR/ABL1-35).
Po3moin 3a ctaTTio i BIKOM NPEACTaBICHO y Tal-
ja 1.

Puc. 1. Intepdasni sapa knitun KM, Ha sikux Bukonano FISH 3 Bukopucranusm mitkn LSI BCR/ABL1 DC DF
(A — aapo 3 HOpMAJIBHUM HaOOPOM CHIHAINIB, € 1o jBa curHanu rena BCR Ta rena ABLL; b — sypo 3 TpaHcnokauiero

1(9;22)(934;911.2)).
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Tab6muus 1. Po3mozin mamieHTiB 3a CTATTIO Ta BIKOM

Koriniammii JlikyBanHs Cratp Bix Pazom
JiarHo3 <30 3039 40-49 50-59 60-69 >70
I'pyna
IlepBunHa giarnoctuka XMJI
XMUT He npoBogunacs YOJIOBIK 0 1 2 1 1 1 6
niarsoctuka XMJI JKIHKa 2 2 1 1 0 0 6
I'pyna Il
IanienTu 3 miaTBepaKeHUM giaraozom XMJI
XMUT He otpumysamm YOJIOBIK 0 1 1 1 1 1 5
JKyBaHHS KiHKa 0 2 0 0 1 1 4
I'pyna 11T
IanienTn 3 XMJIL, 110 oTpuMyBaJIu JiKyBaHHA
XMUT OtpumyBain YOJIOBIK 1 0 2 2 3 1 9
JIKYBaHHS KIHKa 0 1 1 2 1 0 5

VY 34 (97 %) 3pa3kax yHachifoK riopuansarii
MITKH 3 MarepiasioMm BusiBieHo TumoBui ams FISH
JOCTIDKEHHS pe3yJibTaT, TOOTO € iHTepdasHi Apa,
y sIKuX HasBHi 10 nBa xuMepHi rean: BCR/ABL1 Ha
der(22) ta ABLLYBCR na der(9) uu intepdasui
SAapa, y SAKAX He BUSBHIOCS MOP(OJIOTIYHUX 3MiH
XpOMOCOM. ATHIIOBY KapTWHY TiOpuam3anii 3Haii-
JIeHO B OHOMY 3pa3Ky (3 %), y SIKoMy HasiBHi /Ba
curHanmu reHa ABL1 (uepBoHOro KONBOpY), /Ba
curHanu reHa BCR (3eneHoro konbopy) Ta OAMH
smimanuii curian BCR/ABLL (xoBTOTO KOJIBOPY)
(puc. 2). OrpuManuii HaOip CUTHANIIB BKa3ye Ha
MOXJHBICTh yTBOpeHHs rena BCR/ABLL, nuisixom
KOMIUIEKCHOI TpaHCcIoKarlii i3 3aimy4eHHsaMm 9, 22 ta
JI0JIATKOBOI XPOMOCOMH HEBCTAHOBIICHOTO TI0XO-
JOKEHHSL.

VY 8 mauientiB (23 %) B 6inbiuocTi iHTEpda3-
HuX saep € 1 curHan Big rena ABLL, 1 curnan Bijg
reuka BCR ta 2 3wmimani curmaimm BCR/ABLI,
ABL1/BCR. Pe3ynabraT MiITBEPUKYE HAsBHICTD
rena BCR/ABL1 Tta TumoBoi TpaHciokarii
1(9;22)(g34;911.2). Cepen 14 marfienTis, mo mpo-
XOAWJIHM JIiKyBaHHS, y 57 % crnocrepiranacs moBHa
IUTOreHETUYHA BiJIMOBiAb, TOMI K Y 43 % — yact-
KOBa 200 TIOBHICTIO BiJICYTHSI.

Humozenemuuna oiaznocmuxa XMJI. 3 ci-
yHs 2023 p. 1o xoBTeHb 2024 p. KapioTHITyBaHHS 3

MeToro BusasieHH: 1(9;22)(q34;q11.2) nposeneHo y
11 mamienTiB (7 90JOBIKiB, 4 KiHKH) (Ta0I. 2).

Y 613 11 (55 %) BunajakiB BUSBICHO THIIOBY
Tpancnokauimo t(9;22)(q34;q11.2), mo miaTBepIKye
niarao3 XMJL. B ogHoro mamienTa (9 %) 3HalineHo
JI0JJATKOBI XpOMOCOMHI abeparlii, 30KkpeMa TprcoMii
no 8- Ta 12-i xpomocomax i nBi komii Ph-
XpoMocoMu. Y pemTy 4 mamieHTiB KapioTHIl BiIo-
Bijlae HOpMi (puc. 3).

Puc. 2. Intepdasue sapo xiitun I1K, orpumane
meromoM FISH, pesysprar: nuc ish(ABL11x3) (BCRx3)
(ABL11conBCRx1)[336] (nuc ish — intepdasue sapo, y
KBaJIpaTHUX JY)KKaX BKa3zaHa KUIbKICTh MpOAHaTi30Ba-
HUX s71ep).

b 4

Puc. 3. MeradasHi mracTHHKN Ta Kapiorpamu mnamieHTiB (A — domnosiumil kapiotun 46,XY; b — xiHOUwMiA

kapiotum 46,XX 3 1(9;22)(g34;g11.2).
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Tabmuug 2. Pesynbratu kapiotunyBanns (KM — kictkoBuit Mo3ok, [IK — nepudepilina kpoB, y kBaj-

paTHHX OyXKax — KUJIBKICTh TpOoaHalli3oBaHNX MeTadas,
Hs1 kiituH, 1 FISH niarHoctuky)

— 3pa3Ky, Ha SKAX TMPOBEACHO 1 KapiOTHUITyBaH-

Ne nociimKeHHs PesynbraT

IHTepnpeTallist pe3ysbTaty

KPB 25 (KM) . .
BCR/ABL1-21 46,XX,1(9;22)(q34;q11.2)[30]

BusiBiieHo 30 MeradasHMX IUIACTHHOK 13 TpaHCIo-
kamiero 1(9;22)(q34;911.2)

KPB 29 (ITK) 46,XY 1(9:22)(g34;q11.2)[ 23]

BusiBieHO 23 MeradasHi IIACTMHKU 13 TpaHCIO-
kamiero 1(9;22)(q34;911.2) (dpinamensdiiicekoro (Ph)
XPOMOCOMOIO)

46,XX,t(9;22)(g34;911.2)[15]/49,XX
,+8,1(9;22)(g34;q11.2),+12,+der(22)t(
9;22)
(034;011.2)[5]

KPB 31 (KM)

y 15 mnpoanamizoBanux wMeTadasHHX IUTACTHHKAX
BUSABICHO TpaHciokamito t(9;22)(q34;011.2). V 5
MeTada3HUX TUIACTHHKAX BUSBJICHO JOMATKOBI KOl
8 Ta 12 xpomocom (Tpucomii mo 8 Ta 12 xpomoco-
Max) Ta aBi komii Ph-xpomocomu

KPB 34 (KM)

BCR/ABL1-18 48 O 2

y 20 mpoaHamizoBaHHX MeTa(a3sHHX IUTACTHHKAX
BCTaHOBJICHO KIHOYMH KapioTun. KinbKiCHHX MOpY-
IIEHb Ta BEIUKHX CTPYKTYpHHUX NepeOy0B HE BUSB-
JE€HO

KPB 48 (TIK)

BCR/ABL1-24 46,XY[20]

y 20 mnpoaHami3oBaHMX MeTa(asHUX IUIACTHHKAX
BCTaHOBJIGHO YOJOBIuMi Kapiotum. KiulbKicHHX TO-
pYIIEHb Ta BEIMKHX CTPYKTYpHHX IepeOyIoB He
BUSIBIICHO

KPB 49 (ITK) 46,XX,1(9;22)(q34;q11.2)[ 20]

y 20 mnpoanamizoBaHux MeTaasHUX IUTACTHHKAX
BCTAHOBJICHO >KIHOYMI KapioTHII 3 TPaHCIOKAIIE0
1(9;22)(934,911.2)

KPB 52 (KM)

BCR/ABL1-25 A

y 20 mpoaHami3oBaHHX MeTa(a3HHX IUTACTHHKAX
BCTAHOBJICHO YOJIOBiuMi KapioTum. KimpKicHUX IT0-
PYLICHb Ta BEIUKHX CTPYKTYpHHX MepeOynoB He
BUSIBJICHO

KPB 54 (KM)

BCR/ABL1-35 46,XY,1(9;22)(g34;0911.2)[ 20]

y 20 (100 %) mpoananizoBaHux MeTahasHHX [UIACTH-
HKaX BCTaHOBJICHO YOJOBIYMI KapioTWH 3 TPaHCIO-
Karfiero Mix 9 ta 22

XpomMocomamu, Tparcmokaris (9;22)(q34;q11.2)

KPB 70 (KM)

BCR/ABL1-33 46,XY ,1(9;22)(934;q11.2)[ 25]

y 25 MeTada3HUX MTACTHHKAX BCTAHOBIEHO YOJIOBi-
YHMH KapiOTHII 3 PEIUIPOKHOI TPAHCIOKAIIE MiX 9
xpoMocoMoro Ta 22 xpomocomoro 1(9;22)(q34;911.2)

46,XX,1(9;22)(q34;q11.2)[27]/

KPB 73 (ITK) 26.XX[3]

y 30 mnpoanamizoBaHux MeTaasHUX IUIACTHHKAX
BUSIBIICHO JBa KJIOHM KIITHH. Y 27 MeTada3Hux mia-
CTHHKaX BHSBJIICHO XIHOYMH KapiOTHII 3 PELUITPOK-
HOIO TPaHCIJIOKALIEI0, KA YTBOPHWIACh MiIX 34 JIOKY-
COM JIOBroro mieda xpomocomu 9 ta 11.2 nokycom
JIOBroro Iieda xpomocomu 22. Y 3 meradasHHX
TUTACTHHKAX BUSBJICHO JKIHOYMH KapioTHII Oe3 CTPYK-
TYPHHX Ta YHACJIOBHX 3MiH

KPB 78 (KM) 46,XY[20]

y 20 mpoanamizoBaHnx MeTaasHUX IUIACTUHKAX
BCTaHOBJIGHO 4OJOBiuMii kapiorumn. KinbkicHHX TO-
PYIUICHbP Ta BEJIWKHX CTPYKTypHHX IiepeOymoB He
BHSIBJIICHO

Mownimopune nikyeanna XMJI memooom
kinekicnoi 3T-IIP. 3 39-Tu mamieHTiB, y SKUX
Oyno 3xikicHeHo miarHOCTHKY XMJI cTaHaapTHUM
nutoreHetnyHuM uu FISH mocmimkennsvu, y 12-
T npoBeaeHo KinbKicHy 3T-I1JIP ans MmoniTOpuHTY
BIUIMBY JIIKYBaHHS Ha TepeOir 3aXBOPIOBaHHS YH

60 ISSN 2415-3826 (Online), ISSN 2219-3782 (Print).

JTOJTATKOBOTO MiJITBEP/HKCHHS JliarHo3y (Tadi. 3). Y
HMI'LT «JIeoI'EH» npoBogutscs 3T-ITJIP B peans-
HOMY dYaci JJisl BUABJICHHS HAWOIIbII MMOMINPEHOTO
tpanckpunty BCR/ABLL p210 Ta piBHs #oro exc-
npecii.
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Tabmuus 3. Pesynbratu 3T-I1JIP (piBeHb BiAmoBia HOpMasti3oBaHo 3a MiXkHApoHOO mikayioro ELN [12])

PesynpraTn PiBens mocarayroi
Ne [IpoBexneHi mocimKeHHS (ximpkicHa 3T-TIJIP moka3ye KiJIbKiCTh KOTiH XuMep- BiJNOBifi Ha JIKY-
Horo rena BCR/ABL1P?10) BaHHS
1. BCR/ABL1-3 nuc ish(ABL 1x3)(BCRx3)(ABL 1conBCRx2)[223]
1 2. Kinpkicua 3T-TIJIP >85 % BTpaTa BAIOBIi
3. Kinekicua 3T-ITJIP 3,917 %
4. Kimpkicua 3T-ITJIP 15 %
1. BCR/ABL1-4 nuc ish(ABL1,BCR)x2 [320]
2 2. Kinpkicua 3T-I1JIP HE BUSBIICHO rauboKa MOJIeKy-
3. Kinbkicua 3T-ITJIP 0,004 % JISIPHA BI/IMOBiNb
4. Kimpkicua 3T-ITJIP HE BUSIBJICHO
1. BCR/ABL1-8 nuc ish(ABL1,BCR)x2[300]
3 | 2. Kimbicna 3T-TLIP 0,031 % OCHOBHA MOJICKy=
3. Kinbkicua 3T-TLIP 0,031 % fUpHa BUIHOBLID
4 1. BCR/ABL1-13 nuc ish(ABL1,BCRx2)[315] HE BHSIBICHO
2. Kinekicua 3T-TIJIP HE BHUSBIICHO BCR/ABL1 p210
5 1. BCR/ABL1-15 nuc ish(BCR,ABL 1)x2[340] HE BHSIBIICHO
2. Kinpkicua 3T-I1JIP HE BUSIBIICHO BCR/ABL p210
1. BCR/ABL1-20 nuc ish(ABL 1x3)(BCRx3)(ABL1 con
6 BCRx2)[369]/(ABL1,BCR)x2[36] BIZINOBIJb BiICYTHS
2. Kinpkicua 3T-ITJIP 1,627 %
1. KPB 25 (KM) 46,XX,1(9;22)(g34;q11.2.2)[30]
2. BCR/ABL1-21 nuc ish(ABL1,BCR)x3(ABL1 con
BCRx2)[234]/(ABL1,BCR)x2[253]
7 | 3. Kinbkicna 3T-TUIP >85 % BTPATA MOTCKYZSp-
4. Kinbkicna 3T-TLIP 0,252 % HOT BUATIOBIL
5. Kinekicua 3T-ITJIP 0,997 %
6. Kinekicua 3T-ITJIP 1,3%
1. BCR/ABL1-22 nuc ish(ABL1x3)(BCRx3)(ABL1 con
8 BCRx2)[3]/(ABL1x2)(BCRx2)[367] OCHOBHA MOJIEKY-
2. Skicua ITJIP HE BHUSBJIECHO JISIPHA BIAMOBiIb
3. Kinbkicua 3T-T1JIP 0, 015 %
9 1. BCR/ABL1-29 nuc ish(ABL 1x3)(BCRx3)(ABL1 con BCRx1)[336] paHHS MOJIEKYJISP-
2. Kinekicua 3T-ITJIP 0,833 % Ha BIAIMOBIiAbL
10 1. Kinskicua 3T-I1JIP 11%
2. KPB 70 (KM) 46,XY 1(9;22)(g34;011.2.2)[ 25] . L
3. BCR/ABL1-33 nuc ish(ABL 1x3)(BCRx3)(ABL1 con BUITIOBIAL BIACYTHA
BCRx2)[328]/(ABL1x2)(BCRx2)[72]
11 1. KPB 54 (KM) 46,XY ,1(9;22)(g34,011.2.2)[20]
2. Kinpkicua 3T-T1JIP >85 % rITIO0Ka MOJIEKY-
3. BCR/ABL1-35 nuc ish(ABL 1x2)(BCRx2)[400] JSIpHA BiAMOBI/b
12 1. KPB 29 (TIK) 46,XY ,1(9;22)(g34,011.2.2)[ 23]
2. Kinekicua 3T-ITJIP 75,057 % BiJIIIOBiIb BiJICYyTHS
3. Kinekicua 3T-ITJIP 3,606 %

5 mamieHTiB (42 %) MOCATTIN MOJIEKYJISIPHOT
BIAMOBII Ha Tepartito, 3 HuX y 2 (17 %) 3adikcona-
Ha T7IM00Ka MOJIEKYJISIpHA BiAMOBiAb; Y 2 Malli€HTIB
(17 %) cnocrepiranacsi BTpata BiAIOBIi, 10 BKa-
3y€ Ha penuauB; y 3 nauieHTiB (25 %) piBeHb TpaH-
ckpunty BCR/ABL1 moka3aB BiICyTHICTh MOJICKY-
JSIpHOT BIJTIOBIJI, 110 BKa3ye Ha MOTPeOy KOpeKIii
TepaneBTHYHOI CTpaTerii.

PesynpTat TpOBEJCHUX JOCHIJDKEHb Jie-
MOHCTPYIOTh BHCOKY €()EKTHUBHICTH LUTOT€HETHY-
HUX, MOJEKYISAPHO-LIUTOICHETUYHUX Ta MOJIEKY-
JSIPHO-TEHETUYHUX METOJIB y miarHoctuii XMJL.
Bukopucranns meroni kapiorunyBanss, FISH ta
3T-IIJIP pmo3Boiiie HE JHMIIE TOYHO BCTAHOBUTH
JiarHo3, ajge W 3/iMCHIOBATH MOHITOPHHI BIUIUBY
Tepamii Ta BUSBIISATH NPOTPECYBAaHHs 3aXBOPIOBAH-
HSL.
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KapioTumyBanHnsi, mpoBeneHe Ha KIIITHHAX
KICTKOBOTO MO3KY Ta nepudepiifHOT KpoBi, BUSBUIO
TpaHcnokanioo t(9;22)(q34;011.2) y 55 % mnarmien-
TiB, IO MATBEPAXKYE HOTO 3HAUEHHA Y CTaHAAPT-
Hilt giarsoctuni XMJIL. JlonatkoBo y 9 % Bumnazkis
BUSIBJICHO CKJIAJHI XPOMOCOMHI MepeOya0BH, IO
MOXYTh MaTH NPOTHOCTWYHE 3HaueHH:. Lle cBin-
YUTHh PO HEOOXiMHICTH TPOBENEHHS KapioTHITY-
BaHHSI SIK MEPIIOYEPTOBOTO METOAY JiarHOCTHKH.

Amnamiz meronom FISH mokazas, mo Tpasc-
nokamis t(9;22)(q34;911.2) minTBepauiacs y 23 %
BUIIAJKIB cepell JOCiKeHUX marieHTiB. Lle mimk-
pecIioe 3HaueHHsI JaHOTO METO.y JUIS BCTAHOBJICH-
Hs giarHOo3y XMJI, ocoOmmBO y Bumamkax, KOJH
KapiOTHITyBaHHSI HE JO3BOJISIE BUSBUTH XapaKTEpHi
xpomocomHi anomanii. Kpim toro, FISH € edekru-
BHHUM Y BU3HAYCHHI JJOZATKOBUX F€HETHYHUX 3MiH,
AKi MOXYTh BIUIMBaTH Ha mepebir xBopoOw Ta ii
BIJIMIOBI/Ib HA TEparito.

MonekynsapHO-TEHETHYHUI aHali3 MEeTOJIOM
3T-IUIP no3BONMMB BU3HAYMTH pPiBEHb EKCIpecii
tpanckpunty BCR/ABLL. ¥V 42 % mnariienTiB, croc-
Tepirajgacsi MOJIEKYJIsIpHa BigmoBimb, me y 42 %
BUSIBJICHO BIJICYTHICTh a0O BTpaTy BiJIOBiMi, IO
CBIIYUTH PO HEOOXIMHICTH KOpEKIii TepaneBTHY-
HOI cTparerii.

BucHoBku

KapioTunyBaHHs BHSBHJIO TPaHCIOKAI[IO
1(9,22)(934;911.2) y 55 % nauienriB. JlonatkoBo y
9% BUMAAKiB BUSBJICHO CKIIAHI XPOMOCOMHI Iie-
pebynosu. Meronom FISH y 23 % minrBepmxeHo
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RESULTS OF MOLECULAR-CYTOGENETIC STUDIES IN CASES OF SUSPECTED CHRONIC
MYELOID LEUKEMIA

Aim. Chronic myeloid leukemia (CML) is a myeloproliferative disease and one of the most common chronic
myeloproliferative disorders. The main objective of this study was to investigate the frequency and characteristics of
chromosomal changes in patients with suspected or confirmed CML based on the results from the scientific medical -
genetic center “LeoGEN”. Methods. The methods used in this study include GTG-karyotyping, FISH (fluorescence in
situ hybridization), and RT-PCR (reverse transcription-quantitative polymerase chain reaction). The research was
conducted from January 2022 to October 2024. Results. FISH, GTG, and RT-PCR were performed on peripheral blood
(PB) and bone marrow (BM) cells of 39 patients. FISH analysis using LSl BCR/ABL1 dual-color Cytocell probes was
performed on 35 samples. In BM cells of 11 out of 39 individuals, the GTG method identified or ruled out
chromosomal changes. RT-PCR was performed on 12 BM cell samples. Conclusions. The results demonstrate the
necessity of incorporating molecular and cytogenetic methods into clinical practice to improve CML management and
optimize treatment strategies. A comparison of CML research results using different methods is presented, highlighting
the importance of their integrated application.

Keywords: chronic myeloid leukemia, karyotyping, FISH, RT-PCR.
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