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LuToreHeTHYHI AOCHIIKEHHS KIITHH KICTKOBOTO MO3KY Ta/abo0 mepudepruyHOi
KpoBi mpoBerieHo y 11 xBopux (xBopi BikoM Bix 18 mo 47 pokiB, cepex HUX 6 YONIOBIKiB
i 5 XIHOK) Ha pi3HHX eTamax nepebiry roctpux jneiikemiit (IJI): mpu BcraHOBNEHHI Amia-
THO3Y, MiJ 49ac pemicii xBopoOu i y pasi peunanBy. BHKOpHCTOBYBaIM METOA KIACHYHOT
nutorenetnku (GTG) ta duyopecnentHy in situ ridopuanzanito (FISH). Llutorenernuni no-
CITiKEeHHA OyJI0 BUKOHAHO 3TiTHO 31 CTAaHIAPTHUMH METOAWKAMH, a KapiOTUIIH — OTIMCAHO
BignoBigHO Ho International System for Human Cytogenetic Nomenclature (ISCN, 2016).
Busisneno crpykrypHi (del(1)(q24), i(7)(q10), t(8;21)(q22;q22), del(9)(q21-q22), t(9;22)
(q34;q11), t(15;17)(q22;q11-21), der(17)t(17;?)(p11;?), MapkepHi XpOMOCOMH) Ta KLIBKiCHI
(Tpucomii, MOHOCOMiT) XpoMocoMHi aHoMaii. Jleski reneTnyHi nepedynoBu (Pys3iitHi reHu
BCR/ABL ta PML/RARA) BUABIEHO 3a JOIOMOTOI0 MOJEKYIIPHO-TCHETHYHUX METOIIB
(FISH). Cnextp xpoMocoMHuX abepamniii y xBopux Ha [J] Mae BaxIuBe OiarHOCTHYHE Ta
MPOrHOCTHYHE 3HaueHHs. JliarHocTuka [J1 MOXIIMBa 3aBISKH HAsSBHOCTI XapaKTEPHHUX Ie-
HETHYHHX aHOMalliii-MapkepiB, 10 Ja€ 3Mory miarBepauTu Aeski tunu [J1, a came: t(8;21)
(922;q22) BUSBIAIOTH Y XBOPHUX Ha TOCTPY Mienoigay aeiikemiro M2 (I'MJI M2); t(15;17)
(9q22;q11-21) — y mami€eHTiB i3 TocTporo mpomienonurapHoro yeiikemieto (I'TI); t(9;22)
(934;q11) — y xBopux i3 roctporo JgimdpodractHoto aelikemieto (ITUI). 3 ypaxyBaHHSIM BU-
SIBJICHUX LIUTOICHETUYHUX aHOMaTii xBopux Ha IJ] kinacudikoBaHO Ha TPH IPYIH PU3HUKY:
rpymna XBOPHX 3i CIPUSTIMBIMH LIUTOTCHETHYHUMH MapKepaMu, IpyIa IPOMiXKHOTO PU3HKY
0e3 MPOTHOCTUYHO 3HAYYLIMX MapKepiB 1 rpyna XBOPHUX i3 HECTPHUATIUBUMH (hakTOpaMu
poryHo3y. Po3nonin XBopux Ha Ipyny PH3UKY BiAIOBIIHO 0 BUSBICHHUX NMPOTHOCTHYHHX
MapKepiB 1a€ 3MOTy MigiOpaTH ONTHMAIBHY TaKTUKY IXHBOTO JIIKyBaHHS, a caMe: IHTEHCHB-
HICTPH Tepamii, HeoOXiIHICTh MPOBEICHHS TPAHCIUIAHTAII] KiCTKOBOTO MO3KY BXE Yy peMicii
I, HeoOXimHicTh Mpu3HaYeHHs iHTiOITOpiB THpo3uHKiHA3M mpu [JI 3 1(9;22)(q34;q11) abo
I(epeHIiIoBaIbHOTO areHTa — MOBHOI TpaHC-peTHHOeBO1 kucnotu (ATRA) mpu I'MII 3
t(15;17)(q22;q11-21). LluToreHeTHYHI METOAN MAlOTh OyTH BKJIIOYEHI y CTaHAapTH o0CTe-
»eHHs xBopux Ha [J] i niarHoCTHKY, TPOTrHO3YBaHHS Iepediry Ta miadopy onTUMaIbHOT
TaKTUKH JiKyBaHHA. KpiM 000B’s13K0BOTO aHaizy audepeHmiaabHo-3adapOoBaHIX XPOMO-
coM, y xBopux Ha ['JI He0oOXiJHO 3aCTOCOBYBAaTH MOJIEKY/SPHO-TCHETHYHI JOCIIIKEHHS, a
came: Meron FISH, a Takoxx nonimepa3sHy naHmooroBy peakiro (ILJIP).

Kniouosi cnosa: roctpa neiikeMis, KapiOTHI, IUTOTCHETHYHI aHOMaii, JiarHo3,
MPOTHO3

Y reMarororii CocTepiraeThesl TCHICSHINIS 10 AeAalli IITHOIIOT0 BUBYCHHS O10J10Tii JIeH-
KEMIYHMX KJIITHH, 1[0 CTA€ IiICTaBOO JJIsl BUALICHHSI OKPEMHUX BapiaHTIB JIeHKeMiH, IXHBOI Ipo-
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THOCTHYHO{ OIIiIHKM Ta BHOOpY anekBaTHOi Tepamii. OmHak B YKpaiHi 10Ci BUKOPHUCTOBYIOTHCS
MPOTHOCTHYHI CHUCTEMH, SIKi HE BPaXOBYIOTh CYYaCHHX JOCSTHEHb y LIUTOTEHETHI i MOJEeKy-
JIIpHil TeHETHIll, B TOH Yac sIK BIPOBAXKEHHS JIIKYBaHHS 3JI0SKICHUX HEOIUTa3iii reMOIOeTHIHOT
Ta MiM(}OiTHOT crcTeM TpernaparaMu IMJIbOBOT M1ii, ONpaIlfOBaHHS TIOKa3aHb JJIs TPaHCILIAaHTAIlil
KICTKOBOTO MO3KY, AiarHOCTYBaHHSI MiHIMaJIbHOI 3JIMIITKOBOT XBOPOOH HEMOXUTHBI O€3 aleKkBar-
HOT OIIHKK €(DEKTUBHOCTI ITPOBEACHOrO JIKYBaHHS Ha IiJCTaBl BU3HAYCHHS I[MTOTCHETHYHUX
1 MOJIEKYJISIPHO-TEHETUYHUX O3HAK JICMKeMIUYHUX KJIITHH, & TAaKOX 3’ SICYBaHHS MPOTHOCTHYHUX
YUHHHKIB Iepebiry xBopoou. Bu3sHaueHHs XapaKTepHUX TeHETUYHUX aHOMAJTii 370OAKICHUX KJTi-
THH HalyBae aenaii OUTbIIOro KIHIYHOTO 3HAaYeHHsI 1 y XBopux Ha rocTpi Jierikemii (IJ1). Borun
nependadeHi HoBoo knacudikarieto [JI — BOO3, 2016 [5, 16].

IToyarkoBe MUTOrCHETHYHE OOCTEIKCHHS 3TiAHO 3 PEKOMCHIAISIMH IPOBIIHUX MiXKHA-
pOIHUX OpTraHi3aimiii Ma€ 000B’I3KOBO MTPOBOIUTHUCH Yy TIEPBUHHUX XBOPHUX IJIS MiATBEPHKECHHS,
YTOYHEHHS qiarHo3y abo nudepenmiinoi giarnoctuku IJ1. Anaiz MeTadhasHuX XPOMOCOM IIPo-
BOJIATH 3 METOIO OMHCY KapioTHIy XBoporo. Komu sk MiTo3iB HeMae abo IXHS SKICTh HE3aA0BUTb-
Ha, BUKOPUCTOBYIOTh MOJICKYJIIPHO-IIUTOTCHETUYHUIT MeTo| iryopecueHTHOT in situ ribpuan3a-
uii (FISH), sikuii 1a€ MOXJIMBICTh BUSIBUTH JiarHOCTHYHI (MapKepHi) nepeOy1oBH, HAIIPHUKIIA],
t(15;17)(q22;q11-21) mix gac roctpoi mpomienonurapHoi serikemii (I'TLT); t(8;21)(q22;q22) mixg
gac roctpoi MienoigHoi aeikemii M2 (I'MJI M2); 1(9;22)(q34;q11) mix gac roctpoi simdobmact-
Hoi aeiikemii (IJIJI) Ta iami. ¥ npomy pasi, onHak, He Oyie BUSABJICHO iHITUX MepedyaoB Kapio-
tuny [3, 7, 15].

[InaHOB1 KOHTPOJBHI UTOTEHETHYHI OOCTEKEHHS MPOBOMATH IMiCIsl KYyPCiB MOMiXiMioTe-
pamii (ITXT) abo mix vac JiKyBaHHs OpernaparaMy Mijb0BOI Ail, HAPHUKIAL, TU(PEPEHIIIFOBAIIb-
HUM areHTOM — ITOBHOIO TPaHC-PETUHOEBOIO KUCI0TOr (ATRA) nipu I'TIJI unm iHTiGiTOpamMu TUPO-
suHKiHa3u ripu Ph-mo3utuBHux IJ1. 3a3Bud4aii KOHTPOJIBHI OOCTEKECHHSI BUKOHYIOTH SIK MiHIMyM
yepes 2 TkHi micis kypey [IXT (micis Buxomy 3 amiasii) i pa3 Ha miB poKy/piK IIiI yac JiKyBaH-
HS MIperaparaMu iaboBoi Aii [3, 7, 15].

[{uroreHeTHYHE MTOCITIKEHHSI TOKa3aHO TAKOX 3a Pi3Koi 3MiHM KJIIHIYHOT KapTUHHU XBO-
pobu (mmosiBa 03HaK TporpecyBaHHS abo peruauBy). [lix gac peumausy [JI mpoBoasTh aHai3
nudepeniiitno-3adapboBanux xpomocoM. Komwm x MiTo3iB Hemae abo IXHs sIKICTh HE3aA0BUTbHA,
BUKOpHUCTOBYIOTh FISH-mocmimkenHs. Y Takux BUNIaJKaX 4acToO BUSBISIOTH KIIOHAJIBHY €BOJIO-
IO y BUDJISA/II TOSIBH JOAATKOBUX aHOMaUTiii 00 HOBHMX CyOKJIOHIB KiituH [3, 7, 15].

Orninka MiHIMaIBHOT 3amuIKoBoi xBopoOu mpu IJ] mepenbadae mpoBeneHHS KOMITICK-
CHOT'O [[UTOTEHETUYHOTO Ta MOJIEKYJISIPHO-TEHETHYHOTO AOCIiIKeHHsI. 3aCTOCYBaHHS LIUTOTEHE-
THYHUX METOJIB 3 METOI0 MOHITOPHUHTY MiHIMaJbHOI 3aJIMIITKOBOI XBOPOOH 0OMEXKEHE iXHBOIO
HEBHCOKOIO 4YyTIMBICTIO. Metox mudepeHiiiitno-3agapOoBaHUX XPOMOCOM XapaKTePU3YEThCS
HEBEJIMKOIO KUIBKICTIO MeTada3sHUX IUIACTHHOK, SIKI MiagaroThes aHamizoBi (20—50 kiiTuH), Ta
BHCOKOIO IMOBIPHICTIO TOTO, IO CEPe HUX He Oyae JeHKeMIYHHMX. 3a MOBHOI UTOICHETHYHOT
pemicii (HassBHOCTI HOPMaJbHOTO KapiOTUIy B yCiX MpOaHaIi30BaHHX MeTadaszax) HeoOXiITHO
MIATBEPIUTH BiACYTHICTh aOCPaHTHOIO KIOHY KIIITHH 33 JAOIOMOIOI MOJICKY/ISPHO-T€HCTHY-
aux MetoxaiB (FISH) i monmimepasHoi naniroroBoi peaxitii (ITJIP) i3 BiamoBigaumMu 30H1amMu abo
npaiimepamu. ToMy IIy’ke Ba)KIMBOIO € MOYATKOBA OIiHKA XPOMOCOMHHX aHOMAJii, OCKIIbKH
METOJM MOJIEKYJSIPHOT TEHETHKH JAar0Th JY)Ke TOUYHY, ajie BHOIPKOBY IETEKIII0 OKPEMHUX 3MiH.
3 BukopuctanasMm FISH moxkna mpoananizyBaru 200-500 kiiTuH, ajie HOTO YyTIUBICTh 3alie-
JKUTh BiJ KUIBKOCTI XHOHO-TIO3UTHBHUX CUTHANIB. HaifuacTinie /i1 MOHITOPHHTY MiHIMaabHOL
3JIAIITKOBOT XBOpOOU BUKOPHUCTOBYIOTH MeTox [1JIP y 3B’ 513Ky 3 10T0 BUCOKOIO Yy TIIMBICTIO (O7HA
kiaitaHa Ha 10°-10° npoananizoBanux) [3, 7, 15]. OcobnuBa yBara B JiTepaTypi, sKa CTOCYEThCS
MIHIMaJIbHOT 3aIHIIKOBOT XBOopoOu mpu I'JI, mpHUAiIS€ThCSI BUBYCHHIO Ta BIOCKOHAICHHIO Cydac-
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HUX METOJIIB J1arHOCTUKU MiHIMaJIbHOT 3aJIMIIIKOBOT XBOPOOU — CKaHYBaHHIO HOBOTO MOKOJIIHHS
Ta BUCOKOUYTIHUBIH MPOTOUHI# mutomeTpii [9, 17].

CriexTp IUTOTEHETHYHUX 1 MOJEKYIIPHO-TEHETHYHNX MepeOyloB y XBOPHUX Ha PIi3HUX
etarnax nepe6iry IJI Mae BaxJMBe IiarHOCTHYHE Ta MPOTHOCTUYHE 3HAUEHHS JUI BUOOPY ONTH-
MaJIbHOT TaKTHUKHW JIIKYBaHHS Hali€HTiB. LlUTOreHeTHYHI MEeTOAM MOCHIDKEHHS HEOOXimHI st
BCTaHOBJICHHSI, ITiITBEP/PKEHHS 200 CIPOCTYBAaHHS J1arHO3Y, a TAKOX JIJIsl IPOBeIeHHsT Tu(epeH-
LiHOT JIarHOCTHKHU MiATUIY XBOPOOW Ta mporHo3yBanHs nepediry IJ1. Ile MOXITUBO 3aBIsKH
HasIBHOCTI XapaKTepHUX FEeHETUYHUX aHOMallii-MapKepiB, JesIKi 3 HUX MOXYTh OyTH OTHOYACHO
i 1iarHOCTMYHKMMH, i MPOTHOCTHYHUMH MapKepaMH. 1X MOJKHA BUSBHTH SIK METOIOM KapiOTHITy-
BaHHs, Tak i FISH-anamnizom [3, 6, 8].

[Ticnst nmpoBeneHoro JikyBanHs [J1 32 JONOMOTO0 IUTOTEHETUYHOTO JIOCIIIKEHHS MOXK-
Ha TOYHIIlle OIIHUTH BIUTMB IpeNapariB Ha JielikeMiuHui KIOH. [losiBa KIIITHH i3 HOpMaJIbHUM
KapiOTUIIOM CBIIYMTH MPO HOTO eJiMiHallilo, IIOBHA HOpMalli3allis KapioTHITy — PO HasBHICTb
nuroreHeTHYHOI pemicii. Tomy 0co0IMBOrO 3HaUYEHHS IIUTOTEHETUYHI METOIM HaOyBarOTh 32 BHU-
KOPHCTaHHS Cy4acHUX MperapaTiB HiboBOT Jii. BUsBIeHHs HOBHUX 3MiH Y HassBHOMY KJIOHI KITi-
THUH a00 HOBUX KIIOHIB € MapkepoM mporpecii [J] i curnamnisye npo HeoOXinHicTh Moaudikarii
pexxumMy JikyBaHHs. [IoBTOpHA TOsIBA KIIITHH 13 aHOMAIIBHUM KapiOTUIIOM ICIS JOCSTHEHHS 11~
TOTEHETHYHOI peMicii € ofHiero 3 o3HaK peunauBy [J1. Tomy aye Bax/MBe NPOBEACHHS IIUTOTe-
HETUYHOTO JIOCII/HKEHHS I11]] Yac BCTAHOBJICHHS J1arHO3y Mepesl oYaTKoM JIIKyBaHHS, OCKUIbKH
Mi3HiIIe He Oyae BiIoMO, YH aHOMaJIi1 BUSBIICHI IIEPBUHHO, YA BOHHW BUHHKJIU ITi Yac €BOJOIIIT
xBOpoOU abo 1HIYKOBaHI JTIKyBaHHSM. 3a JIOTIOMOTOIO ITUTOTCHETUIHNX METO/IIB TaKOXK MOXKHA
oninuTh edexTuBHicTh Tpancmanramii KM y xBopux Ha [JI 3a criBBiJHOIIEHHSM KJIITHH J0-
HOpa 1 penunieHTa (SIKIO BOHH BiJPI3HIIOTHCS 3a CTaTTIO) [3, 6, 8].

Meroto pobGoT Oyi0 3’SICyBaTh CIEKTP IMTOTEHETHYHHX 1 MOJEKYISPHO-TeHETHUYHUX
aHOMaJTii JISHKeMIUYHUX KIIITHH Ha pi3HUX eranax nepediry [JI Ta BU3Ha4YNTH IXHE JiarHOCTUYHI
MIPOrHOCTUYHE 3HAUYEHHS.

Marepiaau Ta MmeToaH

[{uToreHeTHyHI AOCHTIHKEHHS JISHKEMIYHUX KJIITHH Ha pisHUX eramax mepebiry [JI mpo-
BezieHo y 11 xBopux BikoM Bij 18 nmo 47 pokiB (6 4omnoBikiB i 5 xkiHOK). Cepen 00CTeKEHUX
xBopux y 2 oci6 miarHocroBano I'MJL, y 7 — I'JIJI Ta y 2 — Oininidiny IJ1. Jliarno3 y xBopux
BCTaHOBJICHO Ha OCHOBI KJIIHIKO-I€MaTOJIOT1YHUX, [IUTOJOTIYHUX Ta IMyHO(EHOTHUIIOBHUX JOCITi-
JokeHb. XBopux Ha 'MJI posaineno Ha BapianTu 3a @panko-amepukancbko-OpuTaHcbkoro (FAB)
knacudikaniero: M2 (1 xBopuit), M3 (1 xBopuii). Y cBoto uepry, npu [JIJI Bugineno B-xnitnHHy
(5 xBopux) 1 T-kiriTHHHY (2 XBOpHX) JIelKeMito (Tadum. 1).

3pa3Ku JIeHKeMIYHUX KIIITHH BiJl XBOPUX OTPUMYBAJIM LIIUISIXOM aciipaniiHoi 0iomncii KicT-
koBoro mo3ky (KM). SIkiro x onepxaru kiiTian KM He BaBanocs, To aHaTi3yBald JCHKeMIdHi
kiituHu nepudeprynoi kposi (I1K), orpumani nij yac BeHemyHkuii. BukoprcToByBaiu 3araiib-
HONpUIHATHI MeTox 24- Ta 48-roquHHOro KynsruByBaHHs kiiTHH KM Ta/ado I1K in vitro. O6-
POOKY KIIITHH TIPOBOAMJIM 33 3arajibHOIMPUUHATOI METOJHKOIO, SIKa BKIIIOUAJIA 0 KOJXIIUHY,
rirnoToHi3alio, ¢ikcalilo i IPUroTyBaHHS Npenapari. AHai3 Merada3sHuX XPOMOCOM IPOBO-
JAITH 13 3acTocyBanHsIM G-metonuku audepeHitiiinoro 3adapenenns dapooro Paiita [1, 13]. 3a-
OapBJiieHi npenapaTy aHanizyBanu Ha 30utbmieHHi X 1000 mig cBiioBuM mikpockornoM Olympus
BX41 (Olympus, SnoHisi) 3 BAKOPUCTaHHSIM CHCTEMH Ul XpoMocoMmHoro aHaiizy CytoVision
(Applied Imaging, Benukoopuranis). [TpoBogunu anamni3 He Menme 20 MeTada3HUX [UTACTHHOK.
[Tix yac anainizy it onucy KapioTHIly JOTpUMYBAIUCS KpUTEpiiB International System for Human
Cytogenetic Nomenclature — ISCN, 2016 [11]. 3a BincyTHOCTI IpUIaTHUX 10 aHai3y meradas-
HUX IUTACTHHOK J0JAaTKOBO 3aCTOCOBYBAJIM MOJIEKY/sIpHO-unToreHeTnunnii Mmeron FISH i3 Bin-
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moBigHUME 30HaaMu. [TiArOTOBKY Ipenaparis i mporeypy riopuansarii 3aificHoBamm 3a Pinkel
et al. [14] 3 ypaxyBaHHsIM peKOMEHIAIiil BUpOOHUKA 30Ha. AHai3yBainu He MeHIe 200 KIiTHH.

Pe3yabraTu i ixHe 00roBOpeHHs
urorenernyHi gocnimkenHs (anani3 kapioruny Ta FISH) 3nmoskicHUX KIIITHH BUKOHaHO
y 11 manieHTiB Ha pi3HUX eranax nepediry [JI: mix yac BcTaHOBJIEGHHS AiarHO3Y, Iij 4ac pemicii
XBOpOOM Ta y pa3i peuuauBy. Pe3ynbraru IHTOreHeTHYHOTO aHali3y MpeAcTaBieHi B Taou. 1.

Ta6mums 1
Pesynpraty IUTOTCHETUYHUX JOCHIHKECHD JISHKEMIYHUX KIITHH Y XBopuX Ha [J1
Ne Bapianr |Etam nepebiry| Bik, . JocmimxeHHs
wn T I poKiB Kapiorun FISH
1 4. I'MJI M2 BcranoBiennst 45 46,XY[20] He npoBoaunu
JIiarHo3y
Penmaus 1 47 46,XY[20] He npooaunu
2 4. I'MJI M3 BcranoBienns 18 46,XY[20] PML/RARA
(TTUI)  pmiarHO3y (+) (97%)
Permnus [ 19 46,XY[20] PML/RARA
(+) (92,5%)
3 X B-IJUI BcranoBnenns 33 46,XX,1(9;22)(q34;q11)[20] BCR/ABL (+)
niarHosy (33,3%)
Permaus 1 34 46,XX,t(9;22)(q34;q11)[7]/46,XX[14] He npoBoaunu
4 XK. B-ITII Bcranosnenns 45 46,XX,i(7)(q10)[14]/46,XX[6] He nposoaunu
JliarHo3y
Peunaus 1 47 54~55XX,+2,+6,+8,+10,+11,+12, He npoBoaunu
+17,+18,+21[8]/46,XX[14]
5 XK B-I'JIJI  Peruawms I 30 46,XX[20] He npooaunu
Pewmicis 30 46,XX[20] He npoBoamm
Peumaus 11 31 46,XX][20] He npoBoaunu
6 4. B-TJUI  Peumpus I 24 46,XY[20] He npooauu
Pewmicis 24 46,XY[20] He nposoaunu
Peunpnus 11 27 46,XY[20] He npooaunu

7 X. B-TJUI Peuumus I 20 60~61,XX,+X,+1,+3,+4,+6,+8,+9,+10,+11, BCR/ABL (-),
+14,+15,+17,+18,+21,+mar[3]/46,XX[18] c-MYC (3
xoii) (82%)
Pewmicis 20 46,XX[20] He npooaunu
Peumaus 11 22 60~61,XX,+X,+1,+3,+14,+6,+8,+9,+10,+11, He npoBommmu
+14,+15,+17,+18,+21,+mar[3]/46,XX[17]

8§ XK. T-TJUI Peuwmpnus I 36 48,XX,+8,1(9;22)(q34;q11), He npooaunu
+der(22)t(9;22)[9]/46,XX[11]
Pewmicis 11 37 46,XX][20] He npoBoannm
Peruaus 11 37 46~52,XX,del(1)(q24),+1,+3,+6,18, He npoBoaunu
t(9;22)(q34;q11),+der(22)t(9;22)x1~2,
+mar([cp15]/46,XX][5]
Pewmicia 111 37 BincyTHi MeTadaszHi IiacTHHKA BCR/ABL (-)
Peunpus 111 38 BincyrHi MeradasHi miacTHHKA BCR/ABL (+)
(15%)

Penynus IV 38 46~48,XX,del(1)(q24),+1,+8,t(9;22)(q34;q11), He npoBoxmin
+der(22)t(9;22),+mar[cp7]/46,XX[23]

9 4. T-TJUI  Pewmicis 22 46,XY[20] He npoBoaunu

Permnus 1 25 46~47,XY,der(17)t(17;?)(p11;7?), He nposoaunu
-18,+1~2mar|[cp14]/46,XY[6]

10 4. binini-  BceranoBnenns 21 46,XY,1(9;22)(q34;q11),+21[20] He npoBoannu

iHa [J1  miarHo3y

Permaus 1 21 79~92,XXYY[cp5]/46,XY[18] He nposoaunu

11 4. Binini- BcranoBmenns 21 46,XY,1(8;21)(q22;q22), He nposoaunu
wHa I'JI  miarnosy del(9)(q21-22)[5]/46,XY[15]

Peunaus | 23 46,XY,1(8;21)(q22;q22),del(9)(q21-22)[4]/ He npoBoaniu
46,XY,-C,tmar[2]/46,XY[12]
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VY 2 namientiB i3 'MJI (Bapiantu M2 (Ne 1) Ta M3 (Ne 2) 3a FAB-knacudikariero) nep-
BUHHI IUTOTEHETHYHI JOCIIPKESHHSI MPOBEACHO i/l Yac BCTAHOBJICHHSI J[iarHO3y Ta BUSIBICHO
HOpPMaJIbHUH KapioTHIl 0e3 IMTOreHeTHYHO BUAMMHX 3MiH. OnmHak y xBoporo 3 I'TIJT (BapiaHT
M3) nocmimxkenns: FISH moka3zano HasBHiCTS XuMepHOro rena PML/RARA y 97 % npoanainizo-
BaHMX KIITHH, IO CBIIYMJIO MO HasBHICTH TpaHchokatii t(15;17)(q22;q11-21), sixa € piarHoc-
TUYHOIO (MapkepHOI0) nepebynosoto npu [T i cnocrepiraetbes y 91-95 % xBopux [3]. Ha-
CTYIHI IIUTOreHETHUYHI JOCHI/PKEHHS Y IUX XBOPHUX MPOBEACHO IIiJ] Yac PElUINBY XBOPOOU Ta
BiJJ3HaY€HO HAsSBHICTh aHAJIOTTYHOTO Pe3yNIbTaTy: P aHalli3i KapioTUILy BUSBICHO HOPMAaJIbHUI
Habip xpoMocoM, onHak y xBoporo 3 ['TIJI nocnimkenns FISH mokaszaio HasBHICTE XUMEPHOTO
rena PML/RARA y 92,5 % npoaHasi3oBaHUX KJIITHH.

VY rpyni xBopux Ha I'JIJI (5 nmamienTis 3 B-kiTHHHOO Ta 2 HamieHTy 3 T-KIITHHHOO) ITH-
TOTEHETHUYHI JOCIHIPKSHHS TIPOBEIeHO Ha pi3Hux eranax nepediry [JIJI: mix 4ac BcTaHOBIEGHHS
JliarHo3y, MiJ Yac penuanuBy Ta B epion pemicii. [1iq 4yac BcTaHOBIECHHS AiarHO3y y 2 IEpBUHHUX
nauieHTiB 3 B-xiiturHoto [JIJ] BusiBneHO 1o onHil nepeOynoBi B kapioTumi. Y onHiei XxBopoi
(Ne 3) e Oyna ¢inagensdiiickka xpomocoma (Ph), BusiBIeHa y BCIX MPOAaHATI30BAHUX KITITH-
Hax 1 yTBOpeHa BHacJiiok Tpancnokaii 1(9;22)(q34;q11), HasBHictb ¢y3iiiHoro rena BCR/ABL
niareepmxeHo pociipkenHsM FISH. Ph-xpomocoma piarnoctiuHa (MapkepHa) mepedyioBa npu
XpoHiuHiil MienoinHii neiikemii (XMJI), npote cnioctepiraerbes iy 15-30 % xBopux na I[J1JI
[2, 3]. HactymHe nuTOreHeTHYHE JOCHI/PKEHHS y i€l MalllEeHTKU TPOBEICHO i/l Yac PelunBy
XBOpOOHM Ta Bif3Ha4eHO HasBHICTH Ph-xpomocomu y 33 % mpoaHari3oBaHUX KIITHH, TOOTO KO-
HAJIBHOT €BOJTIOLIIT Y I1i€l XBOPOI He Bim3HaueHo. B iHmol xBopoi (Ne 4) BUSIBICHO 130XpOMOCOMY
7 —1(7)(q10) y 70 % mpoananizoBanux kmituH. [1ig yac penuauBy JeikeMii y 3ragaHoi MamieHT-
KU BUSIBJICHO KJIOHAJIbHY €BOJIOLIIO Y BUIVIS/I MOSBH HOBOTO CyOKJIOHY KIIITHH 13 TiNepaMILIOi-
HUM HabopoM xpoMocoM (54—55 xpomocom), Tpucomieto 2, 6, 8, 10, 11, 12, 17, 18 ta 21 y 36 %
MpOoaHai30BaHUX KIIITHH.

[Tix gac nepiroro peuuauBy xBopoOu y 3 marienTis 3 B-knitunHoro [J1J1, ski 1o perpnu-
By nepeOyBasii B TOBIOTPHUBAIiil TIOBHIH pemicii, BusiBneno: y 2 Bunaakax (Ne 5 ta Ne 6) — Hop-
MaJIbHUN KapioTHI 0€3 IUTOTeHETHYHO BUAMMUX 3MiH, B 1 Bunanky (Ne 7) — MacuBHy Tinepau-
wioigiro y 14 % npoananizoBanux kimitud (60—61 xpomocom, Tpucomii X, 1, 3,4, 6, 8,9, 10, 11,
14, 15, 17, 18, 21 ta nomaTkoBa MapkepHa XpoMocoMa (+mar) HeBCTAaHOBIEHOTO TTOXO/KEHHS).
HacTynHi muToreHeTHYHI JOCTIKEHHS Y X XBOPHUX MPOBEICHO i 9ac peMicii XBopoou i y
BCIX BHUSIBJICHO HOPMAaJIbHHI KapioTHUI 0€3 IMUTOreHEeTHUHHX mnepedynoB y 100 % mpoanaiizo-
BaHUX KIiTUH. Ilig 9ac npyroro penuauBy y BHINE3TaJaHUX MAaIli€HTIB BiJ3HAYEHO HASIBHICTH
AHAJIOTIYHOTO PE3YJIBTATY, SIK TIPH MEPLUIOMY O0CTEKEeHHI: y 2 BUMaAKaX BHSBICHO HOPMaJIbHHNA
Kapiotur, y 1 BUNaJKy — MaCUBHY TiNepAUILIOiNI0 B 15 % npoaHani3oBaHUX KITITHH.

VY oxwiei marientku 3 T-xmituaHO0 [TIT (Ne 8) Oyito mpoBeeHO 6 MUTOrCHETHYHHX 00-
cTexeHb. [IepBUHHE [IUTOTEHETHYHE TOCIIHDKEHHSI BUKOHAHO MiJl Yac MepIIOoro pennanBy Micis
KOPOTKOTPHUBAJIOI peMicii, sike moka3ano HasBHICTh Y KapioTHITi XBOPOT 1BOX Koriit Ph-xpomocomu
Ta TpucoMii 8 (+8) y 45 % mnpoananizoBaHux KimiTHH. [li yac qpyroro peruauBy y i€l XBO-
POl BUSIBJIEHO KJIOHAIBHY CBOJIOIIIO y BUIIISAII MOSBH, KpiM 1BOX Komiii Ph ta +8, momarkoBux
CTPYKTYPHHUX 1 KUJIBKICHUX XPOMOCOMHHX aHOMalii y 75 % mpoaHanizoBaHUX KIITHH, a came:
Tpucomiit 1, 3, 6, mogaTkoBoi MapkepHOi XpOMOCOMH (+mar) HeBCTAHOBJIEHOTO ITOXOKEHHS,
TepMiHAIBHOI faernerii mororo mieda 1 xpomocomu (del(1)(q24)) Ta e omHi€el 10aaTKOBOT KOl
Ph. ITig 9ac TpeThOro peryIuBy y 38’ s13Ky 3 BiICYTHICTIO MeTa(a3HUX IIACTHHOK y JAOCIITHOMY
Marepiaii npoBeaeHo e gociaimkenns FISH, ske mokaszano HasBHICT 15 % Ph-mo3sutuBHUX
kiituH. [1ig yac 4eTBepTOro peruuBy y XBOPOI MiJ] 4ac aHali3y KapioTHITy BHUSIBJICHO JBI KOii
Ph-xpomocomu, tpucomii 1 Ta 8, menemito del(1)(q24) Ta MapkepHy XpOMOCOMY HEBCTaHOBIIC-
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HOTO TOXOKeHHA y 23 % mpoanaiizoBanux kiitud. llle nBa nutoreneTnyHi 06CTE)KEHHS Y mi€i
XBOPOi OyJ10 MPOBENIEHO Y TIEPioa peMicii Ta BHSIBIIEHO HOPMAJIbHUN HAOIp XpOMOCOM, a BiJICYyT-
HICTh XUMepHOro rena BCR/ABL niarBepmkeno gociimkentsm FISH.

IIle y omroro xBoporo Ha T-kmituaHy [JIJI (Ne 9) mepBrHHE ITUTOr€HETUYIHE JI0CITiIKESH-
HS TIPOBEACHO TijJ 9ac pemicii XBopoOH, sike MOKa3aJio HassBHICTh HOPMaJIbHOTO KapioTHIy 0e3
XPOMOCOMHHX 3MiH. HacTynHe HUTOreHeTHYHEe JOCIIKEHHS Y 1IbOr0 XBOPOTO IMPOBEIEHO i
Yac MepIIoro PenuanBy Ta BUSBICHO Taki mepedynosu kapiorumy: der(17)t(17;?)(p11;?), moHo-
comito 18 xpomocomu (-18) Ta 1-2 momaTkoBi MapKepHi XpOMOCOMH HEBCTAHOBJIEHOTO IOXO-
JoxeHHs y 70 % mpoaHasi3oBaHUX KIIITHH.

VY mnamienTiB i3 6inminidHOIO [JI (2 XBopux Ha B-xmitunny IJIJI 3 MienoigHuMu Mapke-
pamMu) TEPBUHHI ITUTOTCHETUYHI JOCITIKEHHS MPOBEJCHO ITiJl Yac BCTAHOBIEHHS JiarHO3y Ta
BHSIBIICHO aHOMAJIBbHHM KapioTuil. Y omHoro xBoporo (Ne 10) B ycix mpoaHasnizoBaHUX KIITHHAX
BCTaHOBJICHO HasiBHICTh Ph-xpomocomu Ta Tpucomii 21. V inmmoro xBoporo (Ne 11) y 25 % npo-
aHaTI30BaHMX KIIITHH BUSABJICHO TpaHciokamito t(8;21)(q22;q22), sika Haitgacrimte (y 40 % xBo-
pux) cnocrepiraerses mpu I'MJI 3 mo3piBanusM (Bapiant M2 3a FAB-knacudikariero) [3]. Ta-
KOX y I[bOT0 TamieHTa, Kpim t(8;21)(q22;q22), BUSBICHO IOAATKOBY IepeOyI0By — TePMiHAIbHY
nenertiro gosroro mieda 9 xpomocomu (del(9)(q21-q22)). HacTynHi HUTOreHETHYHI 10 CITiHKEH-
HS y LIMX XBOPUX MPOBEICHO IIiJ] 4ac PELMUBY XBOPOOU Ta BHUSBJICHO KJIOHAIBHY €BOJIOLIIO Y
BHIVIS/I TIOSIBU JOAATKOBUX aHOMAJiH 1 HOBUX CyOKIIOHIB KITITHH.

TakxuM ynHOM, 3arajgoM OyJI0 MPOBEAEHO 29 ITUTOreHeTHIHMX (aHaTi3 KapioTUIry) Ta 6 Mo-
JIEKYISPHO-IIUTOTeHeTHIHUX nociimkers (FISH) GmactHux kimituH 11 XBOpUX Ha Pi3HHUX eTanax
niepebiry IJI: mix yac BCTaHOBIEHHS JiarHo3y, Mij 4ac peMicii XBOpoOH Ta y pasi penuamBy. 3a-
3BUYAHN ITiJ] 9aC MUTOTeHETUIHOTO aHam3y kiIitTiH KM xBopux Ha I'JI, kpiM aHOMaJIEHOTO KJIIOHY
KIIITHH, IEPEBAKHO TAKOK BUSBIISIOTH 1 KJIOH KIIITHH 13 HOPMAILHUM KapioTHIIOM, IPUIOMY BiJl-
COTOK aHOMaJIbHHX KJIITHH 3a3BHYail KOPEJIOE 3 BiacoTkoM OmactiB y KM, 110 criocrepiraiocs i
B HamoMy nocimkenHi. [1ix gac gocnimkenss kinitud [TK Takoi kopensinii He BUSBIEHO.

3aranom, OyJi0 BUSIBJIICHO TakKi JiarHOCTUYHI (MapKepHi) aHoMaii — Tparciokarii t(15;17)
(q22;q11-21), t(8;21)(q22;922), t(9;22)(q34;q11) Ta/abo Bigmosiaui ¢ys3iitai reaun PML/RARA,
AMLI/ETO, BCR/ABL i niarBepmxeno miarun [JI BignosigHo mo kmacudikamii BOO3, 2016 [5,
16].

Xumepuuii red PML/RARa BusiBieno B ogaoro xsoporo (Ne 2) (puc. 1), omHak mig gac
aHaji3y KapioTUITy IIUTOTEHETHYHO BUAMMHUX 3MiH Y IIbOTO MAIliEHTa HEe crocTepiramu. TpaHc-
sokaist t(15;17)(q22;q11-21) ta Bigmosimuuii xumepuuii red PML/RARa crporo creungidxi
st TTUT (M3 Bapiant 'MJI 3a FAB kiacudikariero), ix BUsBisiioth y 91-95 % ycix XBopuXx.
YrBOpenus xumepHoro rena PML/RARa Ta BimnoBigHoro xumepaoro 6inmka PML/RARa Bimi-
rpae Kio4doBy posb y natorenes3i ['TIJI. YHacmigok 1bOTo 3yNMUHSAETHCS HOpMajbHE J03piBaH-
HA npomienonutiB. Y 29-37 % Bunankis, kpim t(15;17)(q22;q11-21), crioctepiraroTs 10JaTKOBI
XpOMOCOMHI aHoMaIii, a came — Tpucomiro 8, del(9q), i3onepuBar xpomocomu 17. Onucano, 1o
HasBHICTh TaKWUX JOJATKOBUX aHOMAJiH, sk TprcoMis 8 Ta i3omepuBar 17 XpoMOCOMH, HA TIPO-
THO3 Iepediry XBopoou He BIimBae, Tofi sk del(9q) — moripirye nporuos [3, 4, 18].

Tpancnokamiro t(8;21)(q22;q22) BusiBiieHo B oaHoro xBoporo (Ne 11) (puc. 2). 1o
niepeOynoBy 3HaXomATh y 7 % BumaakiB ' MJI1y 40 % marmientis 3 M2 Bapiantom ' MJIL. YHacnizok
BKa3aHOI TPaHCIIOKAIlil yTBOPIOETHCS XuMepHuid reH AML I/ETO i BianoBiqHUi XUMEPHHIA 010K
AMLI1/ETO, sikuit 010Ky€e IpoIeC TPAaHCKPHUIILIII Ta 3yIHHIE HOPMAJIbHE T03PiBaHHS KIITHH. Y
40 % Bunankis, kpim t(8;21)(q22;q22), cnocrepiraroTh JOAATKOBI aHOMAJIii, a came — BTpaTy X-
a00 Y-xpomocomu, Aenemio qoBroro mieda 9 xpomocomu del(9q), momarkoBi komii xpoMocoMm 8
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121 rain. [3, 10]. Tak, y Hamomy BumaaKy, okpim t(8;21)(q22;q22), Mu cocTepiraim JOAaTKOBY
aHOMAJTiIo — JieJiellifo JoBroro mieda 9 xpomocomu del(9)(q21-22) (puc. 2). 3a NoBiAOMICHHSIMA
JTEpaTypH, BiJCYTHICTh Y-XpOMOCOMH HE BIUIMBa€ Ha TPOTHO3 IMepediry 3aXxBOprOBaHHS. Y
rpymi XBopux 3 aeneriero del(9q) Bim3HaueHo 30UIbIIEHY Y 2 pa3u 4acToTy peruaueis [3, 10].

Puc. 1. Pesynsrar FISH-ananizy Ha intepdasaux siupax st BusisiaeHHs rena PML/RARa 13 3acTocyBaHHIM
¢ryopecuentaoi Mitku PML/RARa DC SF (Cytocell) y xBoporo Ne 2

Puc. 2. Tpancnokaris t(8;21)(q22;q22), neneuis del(9)(q21-22) y xBoporo Ne 11

Odinanensdiiceky xpomocomy (Ph), yrBopeHy BHachinok Tpanciokarii t(9;22)(q34;q11),
BusBieHO y 3 marieHTiB (NeNe 3, 8, 10) (puc. 3). Lls anomautis cocrepiraerscs y 15-30 % xBo-
pux Ha [JIJI Ta y 2-3 % xBopux Ha ' MJI, BoHa xapakTepHa i s 6idpenotunoux [J1. Y pesyns-
Tari 1iel abepaiii yrBoproeTbesi xumepauit red BCR/ABL, 011KOBHI POAYKT SKOTO XapaKTepH-
3y€ThCS CHIIBHOIO THPO3MHKIHA3HOIO aKTHUBHICTIO W Bifirpae KIIOYOBY PONb y MaToreHesi, K i
XMIJI, tak i Ph-nozutuaux [T1[2]. ¥V 50 % xBopux, kpim t(9;22)(q34;q11), BUSBIIAIOTE JOAATKO-
Bi mepebynoBu kapiotuny — del(22q), -7, del(7q),+8 ta inmi [2, 3, 19]. Tak, y 2 i3 3 o6¢cTe)eHUX
nauieHTiB 3 Ph-no3urtuBaumu [J1 Mu crioctepiraiy 10AaTKOBI aHOMAIl Pi3HOTO XapakTepy —
Tpucomii 8 Ta 21, nomgarkosi korii Ph. V xBopoi Ne 8 3 Ph-nio3urusHoro I'J1JI mig yac mOBTOPHOTO
LUTOTCHETUYHOTO JJOCII/PKEHHS B X0/l PELUIUBY XBOpOOH OyIo BUsiBIeHO Ph-1io3uTHBHMIT KIIOH
KIIITHH 13 MHO)KHHHUMH CTPYKTYPHUMH Ta KUTBKICHIMH ITepeOy10BaMH KapiOTHILY, III0 CBiAYUTH
PO KJIOHAJBHY €BOIIOLIO Ta IIPOrPECiio XBOpOoOu.
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Puc. 2. Tpaucnokais t(9;22)(q34;q11) y xBopoi Ne 3
3 ypaxyBaHHSM BHSIBICHHX MTOTCHETHYHHUX MapkepiB xBopux Ha [J] kimacudikoBaHo Ha
IpyIH PU3UKY BiNoBiaHO 10 pekomenaaniii European LeukemiaNet [7, 12, 15]: rpyna xBopux 3
HECTIPUATIIMBHMH [IUTOT€HETHIHUMHU MapKepaMu, TpyIa IIPOMiXXHOTO PU3NKY 0e3 IPOTHOCTUYHO
3HAYYIIMX MapKepiB i Tpyna 3i CIpUATIMBUME (haKTOpaMH IPOTrHO3Y (Tad. 2).
Tabmurs 2

Po3noxin mamientis 3 ['J] Ha rpynu pu3nKy BiIIOBiTHO
JI0 BUSIBIICHUX LINTOTCHETHYHUX MapKepiB

T'ocTpa Mi€toinHa JIeHKeMist \ Toctpa niMdobIacTHa JIEHKeMist
IIporHocTndHO HEeCTIPHATINBI abeparii:
nepebynosu 3q, 17p, -5/del(5q), -7/del(7q), t(v;11)(v;q23), t(4;11)(q21;q23), 1(9;22)(q34;q11),
t(6;9)(p23;q34), 1(9;22)(q34;q11), MOHOCOMHUIT KapioTUN, TIMOAMIUIOINHUIA Halip XpoMocoM (26-44),
KOMIUTEKCHUH KapioTu (>3 aHomalriif) KOMIUTEKCHUH KapioTur (>3 aHoMalriif)
Abepariii 3 IPOMIKHUM ITPOTHO30M:
piakicHi abo HETUIOBI aHOMAUTIT, piakicHi abo HETUIIOBI aHOMAUTIT,
HOPMaJIbHUI KapioTHUII HOPMAJIbHUH KapioTHUII
[IporHocTuyuHO cipuATINBI abeparii:
1(8;21) (922;922),t(15;17)(q22;q11-21), t(12;21)(p13;922), macuBHa
inv(16)(p13922)/t(16:16)(p13:922) rinepaumoiaisg (>50 xpoMocom)

Jlo mepmroi rpyny XBOpUX i3 HECHPUSTIMBUMH [IUTOI€HETUYHIMHU MapKepaMH BKITFOYEHO
4 sunanxu I'J1 3 1(9;22)(q34;q11) Ta/abo BiamoBimHuM xuMmepHuM reHom BCR/ABL, nepeGyno-
BamMH 17p, MHOXXMHHMMH KUIBKICHUMH 1 CTPYKTYPHUMH aHOMaissMu Kapiotumy (NeNe 3, 8, 9,
10). 3aranom, HECHPUSTIIMBUMHU MTPOTHOCTHYHUMH YMHHUKaMU BBA)KAIOTh TpaHcioKaii t(v;11)
(v;923), t(6;9)(p23;934), t(9;22)(q34;q11), morOCOMIi 5 1 7, memenii 5q i 7q, nepedymnosu 3q, 17p,
MOHOCOMHHH KapioTun (BiJCYTHICTh JBOX YHM OLIBIIOI KiNBKOCTI aBTOCOM abo0 X BiJICYTHICTbH
OJIHI€T aBTOCOMH Yy TO€/IHaHHI X04a O 3 OfIHI€I0 CTPYKTYpHOIO NepeOya0Boto) Ta inmi mpu I'MJI;
rinopumuioinito (24-44 xpomocom), Tpanciokanii t(9;22)(q34;ql1), t(4;11)(q21;q23), nepebdymo-
Bu 17p ta inmn npu [J1J]; a Takoxk HasBHICTH JBOX 1 OLibIIE KJIOHIB MATOJIOTIYHUX KIIITHH, Ka-
PIOTHIT i3 MHO)KHHHAMH XPOMOCOMHHUMH a0epauisiMu 1pu ycix tunax [JI (tabmn. 2). 3a3suuaii
MAI[IEHTH 3 TAKUMH 3MiHAMH TTOT@aHO BiJIIIOBIAIOTH HA JIIKYBaHHS a00 HE BiIIIOBIAIOTh y3araii,
TPHUBANICTH iXHBOTO XHUTTSI 3HAYHO CKOPOUYYETHCS, a AKICTh moripuyerses [3, 7, 12, 15].

Jlo npyroi rpynu XBOpHX 3 MapKepaMH IPOMIKHOTO ITPOTHO3Y BKIItOueHO 4 Bumaiku [J1
i3 piIKicHUMH ab0 HETHIOBUMHU XpomocoMHuUMH rnepebynoBamu (i(7)(q10)) Ta 3 HOpMaIbHUM
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kapioturnom (NeNe 1, 4, 5, 6). BizomocTi siTeparyp 010 MPOTHOCTUYHOTO 3HaUYEHHS HOPMaJIb-
HOTO KapioTHIy Ta pifikicHUX nepeOynoB y xBopux Ha [JI cynepeunusi. Pe3ynasrary ikyBaHHs
IIUX XBOPHUX 3HAYHO BIIPI3HIIOTHCS OIMH BiJ OMHOTO, TOMY IIsl MPOOIeMa OTPEOyeE MOAATBIIOTO
BuBueHHs. Jlo npuknany, y xsopux Ha I'MJI i3 HOpMaNbHUM KapiOTHIIOM BUSIBICHHSI MYTaIlii
reniB RUNXI, FLT3, RAS, c-KIT, TaHAeMHUX TOBTOPIB reHa MLL 3MIHIOIOTh IPOTHO3 XBOPOOH
13 MPOMIKHOTO Ha HECTPHUSTIMBHM, a HasBHICTh MyTauiii reHa CEBRA, NPM1 — Bu3Hauae 4yT-
JIUBICTH 70 XiMiOTEpaIlii Ta BiTHOCHO CIPUATIUBHUIL poruos [3, 7, 12, 15].

J1o ocTaHHBOT Iy BKIFOYEHO 3 XBOPUX i3 MPOrHOCTUYHO CHPHUSITIMBUMHU IUTOTCHETHY-

t(15;17)(q22;q11-21) Ta/abo Bimnosigui xumepHi reau AMLI/ETO, PML/RARa ipu TMJT (NeNe
2, 7, 11). 3aranom, CipUATIMBUMH NPOTHOCTHYHUMH YMHHUKAMH BBaXaroTh t(8;21)(q22;q22),
t(15;17)(q22;q11-21), inv(16)(p13q22)/t(16;16)(p13;q22) npu I'MJI; t(12;21)(p13;q22), macus-
Hy rinepaumutoigito (>50 xpomocom) mpu [JIJT (tabm. 2) [3, 7, 12, 15].

Posmoziin XBOpHUX Ha TPYNU PU3UKY BIAMOBIJHO IO BUSIBICHHUX MPOTHOCTHYHUX MapKe-
PpIB J1aB 3MOTY Mii0paTH ONTHMAbHY TAKTHKY IXHBOTO JIIKyBaHHS, a camMe: IHTEHCUBHICTh Tepa-
mii, HeOOX1AHICTh MPOBEACHHS TPAHCIUIAHTAIIT KICTKOBOTO MO3KY BXe Yy peMmicii I, ZoIinbHICTh
npu3Ha4YeHHs! iHri0iTopiB Tupo3unkiHazu npu IJ1 3 1(9;22)(q34;q11) abo audepeHmi0BaILHOTO
arelTa — MOBHOI TpaHC-peTuHOoeBO1 kucnotu (ATRA) mpu I'MJI 3 t(15;17)(q22;q11-21). 3acTo-
CyBaHHs npenapartiB 1iIboBoi Jii (ATRA if iHTriGITOpIiB THPO3WHKIHA3M) Y JIIKyBaHHI XBOPHX Ha
I'JI 3Ha4HO NOKpaLIMIIO MOro pe3ysbTar.

[{uroreHeTn4Hi Ta MOJIEKYJISIPHO-TEHETUYHI JJOCIIPKEHHS JISHKEMIYHUX KIIITHH Y XBOPUX
HEeoOXiJJTHO MPOBOANTH Ha BCixX eTamax nepebiry [JI: mig yac BCTaHOBIEGHHS JiarHo3y, ITiJ| Yac
pemicii xBopoOu Ta y pasi peuuausy. [IuToOreHeTHYHI AOCTIIKSHHS IajIi 3MOTY BHSIBHTH acoIli-
ttosani 3 ['J] anomanii-mapkepu, Hanpukian, t(15;17)(q22;q11-21) npu I'TIL, t(8;21)(q22;q22)
npu ['MJI M2, 1(9;22)(q34;q11) npu [T Ta iHmm. Jeski 3 HUX MOXKYTh OyTH OIHOYACHO 1 Jia-
THOCTUYHUMH, | MMPOTHOCTHYHUMH MapKepaMu. 3 ypaxXyBaHHSM BUSIBICHHX MapKepiB XBOPHX
KJIacu(piKOBaHO Ha TPYIH PH3MKY: IPyNa BUCOKOTO PH3MKY 3 HECIPUSTIMBAMH IUTOTCHETHY-
HUMHU MapKepaMH, Ipyla CepefHbOro PH3MKy 0e3 MPOrHOCTHYHO 3HAYYIIMX MapKepiB i rpyna
31 cnpusTMBUMH (hakTopamu nporHo3dy. Posnonin nanientis i3 [J1 Ha nporHOCTHYHI TPyIH JaB
3MOT'Y MiiOpaTH ONTUMAaJbHY TaKTHKY iXHBOTO JIIKyBaHHS. 3a JIOIOMOTOI0 IIUTOTCHETHYHHX 1
MOJIEKYJIIPHO-TEHETUYHUX METOJIIB TAKOX MOXKHA OI[IHUTH TOBHOTY peMicii Ta MiHIMaJbHy 3a-
JIMIIKOBY XBOPOOy. TakuM YMHOM, IIUTOTEHETHYHI Ta MOJEKYJISPHO-TEHETHYHI METOIU MalOTh
OyTH BKITIOYEHI Y CTaHIapTH 00CTeXXEHHsI XBOpHUX He TunbkH 3 [J1, a i 3 yciMa remMaronorivHumMu
HEOILTa3isIMH.
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CYTOGENETIC INVESTIGATIONS OF LEUKEMIC CELLS
AT DIFFERENT STAGES OF ACUTE LEUKEMIA
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Cytogenetic investigations of bone marrow (BM) and/or peripheral blood (PB) cells
from 11 patients (range: 18—47 years, 6 males and 5 females) were performed at different
stages of acute leukemia (AL): in newly diagnosed patients, in remission and at relapse. The
methods of conventional cytogenetics (GTG) and fluorescence in situ hybridization (FISH)
were used. Cytogenetic methods were performed using standard techniques and karyotypes
were described according to the International System for Human Cytogenetic Nomenclature
(ISCN, 2016). Structural (del(1)(q24), i(7)(q10), t(8;21)(q22;922), del(9)(q21-q22), t(9;22)
(q34;q11), t(15;17)(q22;q11-21), der(17)t(17;?)(p11;?), marker chromosomes) and numerical
(trisomies, monosomies) chromosomal abnormalities were found. Some genetic abnormali-
ties (BCR/ABL and PML/RARA fusion genes) were detected by molecular genetic methods
(FISH). Spectrum of cytogenetic abnormalities had an important diagnostic and prognostic
significance. Diagnosis of AL is possible due to the presence of specific genetic markers
that can confirm some types of AL, namely t(8;21)(q22;q22) detect in patients with acute
myeloid leukemia M2 (AML M2), t(15;17)(q22;q11-21) — in patients with acute promyelo-
cytic leukemia (APL), t(9;22)(q34;q11) — in patients with acute lymphoblastic leukemia
(ALL). Taking into consideration the identified cytogenetic abnormalities AL patients were
classified by risk groups: the group of patients with adverse prognosis factors, the interme-
diate-risk group without significant prognostic markers and the group of patients with favo-
rable cytogenetic markers. Distribution of patients into risk groups according to the identi-
fied prognostic markers allows to choose the most appropriate treatment approach for them,
namely the intensity of therapy, the necessity of bone marrow transplantation in the first
remission, the necessity of the prescription of tyrosine kinase inhibitors for patients with AL
with t(9;22)(q34;q11) or differentiating agent — all-trans retinoic acid (ATRA) for patients
with AML with t(15;17)(q22;q11-21). Thus, cytogenetic investigations should be included
in the standard examination of patients with AL for diagnosis, prognosis and selection the
optimal treatment strategy. Besides the analysis of differential banding pattern chromosomes
it is necessary for patients with AL to apply molecular genetic studies, namely FISH and
polymerase chain reaction (PCR).

Keywords: acute leukemia, karyotype, cytogenetic abnormalities, diagno-
sis, prognosis



