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Ilposedeno ananiz KinbKicHux ma cmpyKmypHUx aHoMa-
Al XpOMOCOM 8 KAIMUHAX Kicmkooeo Mo3ky 11 nayien-
mie 3 6MOPUHHUMU HOBOYMBOPEHHAMU KPOBOMBOPHOI ma
Aimpoionoi mxanun. AHOMANbHI Kapiomunu éCMAaHO8AeHO
y 6cix eunadkax, eonuit0 KAOHAAbHUX QHOMAAIl
xpomocom — y 27,3 %. Hezeaxncarouu ma pizni nepeuHHi
HO301021YHI 2pynU HOB0YMBOPEHb KPOBOMEOPHOI ma AiM-
@oionoi mrkanun ma pizHi pexcumu mepanii, 041 6cix
eunadkie 0yna XapakmepHa HAAGHICMb KIAbKICHOI |
CMPYKMYPHOI XPOMOCOMHOI HecmabinbHOCmi, SKI npusee-
au 0o ckaaonux (72,7 %), Hesbarancoeanux Kapiomunie
(81,8 %), ceped saxux eusaeasiu komnosumui (54,5 %) i
monocomanvhi (36,4 %). Cymapho Kinvkicms cmpyKmyp-
HUX mMa KIAbKICHUX aHOMAAIL XPOMOCOM KOAUBAAACH 6i0
1 do 13 6 odnomy kapiomuni. Yacmiwe 00 KinbKicHUX
ma cmpykmypHux nepefyodoe saryuanuce xpomocomu 11
ma 22. Ceped munie cmpykmypHux nepeoyodog euseaeHo
30anancosaHi i He30anaHcoBaHi mMpaHcaokayii, deaeuii,
iHeepciro, i30xpomocomy, dodamkosuil mamepianr Hegi0o-
MO0 NOX00JCeHHsl, NOXIOHI XpoMOCOM, Wo copmysarucs
BHACNIO0OK HeBCMAaH08AeHUX nepebdydos ceped AKUX Ne-
pesaxcanru deneyii (20,0 %) i mpancaokayii (14,3 %). V
37,1 % euseaeni mapkepui Xpomocomu, SKi peecmpyea-
Auch Ha mai MoHocomiii ma Oeneuiti y 28,3 iy 57 % —
Kinbyesi xpomocomu. Y 080X eunaokax, nicas iMyHOCYy-
npecusHoi abo mapeemroi mepanii, 3a nOGIOHICMIO CMPYK-
mypu KiAbKiCHUX ma cmpYKmypHUX aHOMAniil 3anpono-
HOBAHO emanu CMAaHOBAeHHsI YCKAAOHeHb KAOHANbHUX AHO-
Manitl XpomMocom: HA Nepuiomy emani 6UHUKAE 30A1aHCO-
8aAHA MPAHCAOKAUIS, HA OpyeoMy — 000aembcs KiAbKicHA
aHomaniss (Mpucomiss Xpomocomu), Ha MpemvomMy — He-
30aranHco8ana cmpyKkmypHa nepedyodoea. B koxcHomy Ka-
piomuni 0yau npucymui KinekKicHi abo/ma cmpyKmypHi
aHomanii xpomocom, sKi 6iOHocuauco 00 epynu Hecnpu-
AMAUB020 UYUMOLEHEMUUHO020 NPOSHO3).

Karouoei caosa: emopunni eocmpi neiikemii, KinbkicHi ma
CMPYKMYPHI AHOMANIT XPOMOCOM.

Beryn. CyyacHi NpOTOKOJIM JIiKyBaHHSI HOBO-
YTBOPEeHb KPOBOTBOPHOI Ta JiM(OigHOI TKaHWH
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CIIPUSIOTH 30iJIbIIEHHIO BUXXMBAHOCTI MaLli€HTIB.
OnmHak, B CBOIO 4Yepry, 30iIbIIYETHCS YaCTOTa
yCKJIa@HEHb Tepamii, sIKi 4JacTillie MPOsIBISIIOTHCS
SIK BTOPMHHI TOCTpi MienoinHi neiikemii (BTI'MJI).
Ilepenik aHOMaNbHUX KapiOTUITIB TPU MOHIOHUX
YCKJIQJIHEHHSIX PO3TJISIIA€EThCS B HOBil Kiaacui-
Kauii BcecBiTHhoi Opranizamnii OxopoHu 3mopo-
B’ (BOO3 2022) (Capelli et al, 2022; Khoury et
al, 2022). Yacrime y BTI'MJI TpanchopMyOTh-
¢ MienogucruiactuyHi cunapomu (M C): npu-
omsHo 5,0—15,0 % martieHTiB 3 TPy HU3BKOTO
cryneHs pusuky i 40,0—50,0 % 3 rpynu BUCOKOIO
cryneHss pusuky (NCCN, 2023). B ocHOBHOMY,
o mauieHTiB 3 BTIMJI xapakTepHuii Hecrpu-
STJAMBUIA MPOTHO3 Tepebiry 3axBoproBaHHs (Ming-
zhu et al, 2023). Oco0aMBOCTI KapiOTUIIB, IO
dopmytotbess npu  BTIMJI MoxHa MOAIAUTH
Ha JBi TPpynmu B 3aJIEXKHOCTI Bil 3aCTOCOBAHMX
LHUTOTOKCHMYHUX TiperapaTiB (Leone et al, 2021).
B nepuwriii rpymi, micasg Teparii 3 ajaKiaylOUMMU
areHTamMM, LMTOTEHETUYHI AOCIIIKEHHS MoKa3a-
JIM HasIBHICTb KJIOHAJbHUX aHOMAJIili XpOMOCOM Y
61,0 %, npu LILOMY PEECTPYIOThCH KUIBKICHI Ta
CTPYKTYpPHi aHOMaJlii XpoMOCOM, MapKepHi Xpo-
MOCOMHU, MOHOCOMii XpOoMOCOM 5 Ta 7, KOM-
IUIEKCHI KapioTunu (Tpu i Oilblie aHoOMaii
XpPOMOCOM), €BOJIIOLSI KJIOHAJIBHUX aHOMaiil
xpomocoM (Preiss et al, 2010; Kayser et al, 2011;
Aldoss et AL, 2019). ¥ npyriit rpymi B pesy/ibra-
Ti Tepamii iHrioiTopamu JHK Tomoizomepasu 11,
0e3 mpeneiikemMiyHOi da3u, 4YacTo (iKCYIOThCS
30alaHCOBaHi TpaHcioKallii 3 3ajydyeHHsIM 11923
(ren KMT2A) (Visani et al, 2000). Oxkpim ToroO,
IO KiJTBKICHUX Ta CTPYKTYPHUX aHOMATill MOXYThb
3aJy4aTUCh xpomocomu 7—9, 11—13, 15, 21 ta 22,
B pe3yJibTaTi YOro BUSIBJISUIM TilO- Ta TinmepauIlio-
inHi kapiotunm (Chen et al, 2007; Leone et al,
2021; Abdulwahab et al, 2021).
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Y Bumankax BTI'MIJI micnst miemomnpodtidepa-
TUBHUX HOBOYTBOPEHb B KIITMHAX KiCTKOBOIO
Mo3Ky (KM) ¢ikcyoTbecsi MOHOCOMAaJbHI, KOMII-
JIEKCHI KapioTUIHM, ONHY YU JBi aHOMAJii i3 3a-
aydyeHHsam +8, —7/7q—, i(17q), —5/5q—, 12p,
inv(3), 11g23, 17p— (Dunbar et al, 2020). Ilo-
PiBHSIHHSI KapiOTWUITiB HAa 4Yac BCTAHOBJIECHHS [Ii-
arHogdy i npu BTI'MJI, BusBwio, mo npu BTI'MIJI
YacTillle peeCTPYIOTbLCS KOMITO3UTHI, CKJIaJHi Ka-
piOTUITM, TIMEePAUTLIONIIS, MAapKepHi Ta KiJbLIEBi
XPOMOCOMM, CKJIaJHi KiJIbKiCHI Ta CTPYKTYpHi
nepedynoBu (Mingzhu et al, 2023).

BropunHi roctpi nimdpoonactHi etikemii (BTIJLI)
BUSIBJISIIOTBCS PIKO, 1O CIIPUYMHSIE TPYIHOILI Y
BcTaHOBJeHHI uu € BTIJIJI okpemoro marosori-
€10, sKa BHUHUKAE BHACIIIOK T€HOTOKCUYHOTIO
MOIIKOMKEHHS, UM B Pe3yJIbTaTi TEHHUX, XPOMO-
COMHUX aHOMaJlil, gKi (QOPMYyIOTb pPE3UCTEHT-
HicTb Ao ximiorepanii (XT). IIpoTe He3anexXHO Bif,
MIPUYNHHO-HACIIIKOBOIO 3B’SI3KY 3 IOIEepeIHIMU
MeTogamu JikyBaHHs, BTIJIJI xapakTepusyeTbcst
HECIIpUSATIMBUM TPOTHO30M Iepebiry 3axBopro-
BaHH# (Giri et al, 2015).

Crnipo6u mpoaHaJizyBaTi 3aKOHOMipHOCTI (hop-
MYBaHHSI aHOMAaJbHUX KapiOTHUITIB TIpU BTOPUH-
HUX rocTtpux aeiikemisix (BTIJI) npusenu g0
PO3YMiHHS XAaOTMYHOCTI 3aJdy4ye€HHS M0 KiJIbKiC-
HUX Ta CTPYKTYPHUX IepeOya0B IIMPOKOro CIIeK-
TPy XPOMOCOM, SIKi TIPU3BOASATH OO0 (POPMYBaHHS
CKJIAIHUX KOMIUIEKCHUX aHEYIUIOIMHUX KapioTH-
MiB i3 3aly4eHHSIM MPAKTUYHO BCiX Map XpOMOCOM
(Mingzhu et al, 2023; Song et al, 2023). OnHaxk,
BCTAHOBUTM 3arajibHi pUCH, SKi XapaKTepU3YIOTh
KUIbKICHI Ta CTPYKTYPHi aHOMaJjii XpOMOCOM aB-
TOpaM He BIAJIoCs.

BincyTHicTh 3aKOHOMipHOCTEl (hOPMyBaHHSI aHO-
MaJbHMX KapiotumiB mipu BTIJI Moxe OyTtu To-
B’s13aHa, SK 3 ITIEPBUHHUMHU aHOMAaJisSIMU, TaK
i 3 pizHummu pexumamu XT Ta iX TpuUBAJiCTIO.
IToryk MATOreHETUYHUX CKJIaJOBUX aHOMAJbHUX
KapioturiB nipu BTIJI cnpusITUMYTh PO3YMiHHIO
MOXKJIMBUX CITUIBHUX OCOOJMBOCTE (DOpPMyBaHHS
JIaHWX HOBOYTBOpPEHb. TOMY METOI0 HAIIOro J0C-
JIKeHHS OyJIo CITiBCTaBJI€HHS KiJIbKICHUX Ta
CTPYKTYPHMX aHOMaJliii xpomocoMm mpu BTIJI 3
ypaxyBaHHSIM MOIEPEIHIX PEXXKUMIB Teparii.

Marepiaau Ta meToau. LIuToreHeTUYHI AOCTiA-
KeHHsI MPOBOAMIM Ha cycreHsii kiitun KM 11
MalLi€HTiB, 3pa3kKu HaAXOAWIM B J1abopaTopiio
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BrpoaoBxk 2015—2022 pp. CniBBimHOIIEHHS XKi-
HOK i yoJoBikiB 1,0 : 0,2, cepeaHiili Bik CTaHOBUB
56,1 + 9,1 pokiB (Bim 46 mo 78 pokiB). Bwmict
JICMKOLUTIB KoimBaBcsa Bim 1,2 mo 55 x 10°/m,
eputpouuriB — Bim 1,72 mo 4,1 x 102/m, remo-
mIo6iH — Bim 67 mo 121 r/m, TpoMOOLUTIB — Bix
1 mo 298 x 10°/n, OGaacTHUX KJITUH B MepU-
(epuuniit kpoBi — Bim 1 mo 88 %. [iarHos
BCTAHOBTIOBAIM Y BiJili iMyHOLIMTOXiMii Ta OHKO-
reMaroJiorii IHCTUTYTY eKCIepuMeHTAJIbHOI MMaTo-
Jiorii, oHKoJjorii i pamiob6iosyorii im. P.€. KaBe-
ubkoro HAH VYkpaiHu Ta mpuBaTHUX MEAWYHMX
Jaboparopisix YKpaiHu.

Kapiotunu kiitnH KM ouiHoBanu 3 ypaxy-
BaHHSIM TIEPBUHHOTO HOBOYTBOPEHHSI Ta Oyiau
3rPYIOBaHiI HACTYITHUM YMHOM:

1) MAC, mo TpaHCchHOPMYyBaIUCh B TOCTPY
MI€EJIOINHY JIeliKeMilo 3 MiHiMaJIbHUM JIudepeH-
uitoaHHgaM (M1-I'MJI), roctpy MOHOOJACTHY
neiikemito (M5-I'MJI) Ta Troctpy MienoigHy
sneiikemito (I'MJI) (Ne 1—4) micnst 3acTocyBaHHS
LIMKJIOCTIOPUHY.

2) B- ta T-KJIiTMHHI HETOMXKiHCHKi JiMpoMU
(B-HIJI ta T-HIJI), g9xi B cxemax JiKyBaHHS
OTPUMYBAJIM AHTPALUMKIIIHA Ta aJIKiIylodi Tpe-
napatu, a 4yepe3 1,0—1,5 poku po3BUHYIMUCS
roctpa JimgoodnactHa seitkemis ([JIJT) ta TMJI,
BigmosinHo (Ne 3, 6);

3) comimHi MyxJIMHM, SIKi JTIKyBaJIMCS i3 3aCTO-
cyBaHHIM noniXT Ta TpomMeHeBoOi Teparlii, 110
TpanchopmyBaaucs B MJIC (Ne 7) i M5-TMIJI
(Ne 8);

4) Mo ogHOMY BHUIAIKy TpaHcdopMallil roct-
poi Mi€IoimHOI JIeiiKeMil 3 IMdepeHLiIOBaHHSIM
(M2-TMJI) Ha M5-TMJI micng JikyBaHHS 3a
nporokojioM «7 + 3» (umrozap 200—400 mr/m?,
inapyoinua 12 mr/m?, mitokcanTpoH 10 mr/m?)
(Ne 9); xponiuHoi MienoinHol Jeiikemii (XMJI)
B B-xumitunny I'JIJI (Bka-I'JIJI) Ha Tii Taprert-
HOI Teparii iHribitTopom bcr-abl-TMpo3MHKiHA3K
(Ne 10) Ta mna3zmouuTtapHoi (MHOXWHHOI) Mie-
gomu (MM) B MJIC (micast ayToTpaHCIJIaHTallil
(TCK) (Ne 11).

To6To, mpu BTOPUHHUX HOBOYTBOPEHHSAX 9
BUMAJKIB CTOCYBUIMCS TpaHC(opMallii B Mexax
HOBOYTBOPEHb KPOBOTBOPHOI Ta JIiM(OITHOI TKa-
HuH (Ne 1—6, 9, 10 ta 11) i 1Ba — popMyBaHHS
BropuHHoro MJIC ta M5-TMJI micnst jikyBaH-
HsT coligHux ImyxiauH (Ne 7 Ta 8, BiZmoBiIHO).
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KapiotumnyBanHs mpoBoauin Ha MeTadazHUX
xpoMocoMax 3abapsiaeHux Ha G-cmyxku (GTG-
MeTon). B KOXHOMY BWITAIKy aHali3yBaJld Bil
10 mo 20 wmertadasHux IuiacTUHOK. Ilpemapatu
TOTYBJIM 3a 3araJiIbHOMPUIHSITOI METOAMKOIO
(Swansbury, 2003), micist 24-romMHHOTIO KYJIbTU-
BYBaHHS y TOXUBHOMY cepenoBuilli RPMI 1640
(«Gibco», Benuka Bbpuranis) 3 20,0 % BMicToM
eMOpiOHAJIbHOI TEJISTY0l CUpOBaTKU («Aigmay,
CIIA) Ta redraminpHom 10 mr/mn («Capricorny,
HimeuunHa). 3apeecTpoBaHi XpOMOCOMHI aHOMa-
JIii OonMucCyBaJM BiANOBIAHO OO MixKHApOAHOI HO-
MeHKJIaTypu xpomocoM oauHu ISCN 2020
(McGowan-Jordan, 2020).

Kapiotunu xinitun KM 3a cTpyKTypolo KJIOHIB
Oynu 3rpyrnoBaHi HACTYITHUM YMHOM: aHOMalb-
Hui1 (A), aHOMaJIbHUI i OisITeTparuioinHuii (A/4n)
Ta €BOJIOLIS KJIOHAJIBHUX aHOMaJlii XpoMoOCOM
(E). MoHocoManbHUM BBaxkajyd KapioTHUII 3a Ha-
SIBHOCTi IIIOHAWMEHIIIE MOHOCOMill JIBOX XPOMO-
coM, abo MOHOCOMil OAHI€El XpOMOCOMU Ta JIO-
JAaTKOBUX CTPYKTYpHUX TepedynoB (Bohtler et al,
2017). CkiamHUM KapiOTMIIOM BBaxKaju BMIIall-
KM 3 TpbOMa i OilblIIE aHOMATISIMU XPOMOCOM
(Nguyen-Khac et al, 2022). JlochigkeHHsS MeTo-
noMm iFISH mnpoBomunu Ha sapax iHTepdaszHUX

KJIITUH TICAs KOPOTKOTPpUBAIOTrO (24-roguMHHO-
ro) KyJbTUBYBaHHS 3 BUKOPHUCTaHHSM Habopy
XL TP53/17cen («Metasystem», HimeuuuHa).

AHaJli3 KapioTUMiB MNPOBOIUIN 3 BUKOPHUC-
TaHHIM MikpockomiB Olympus BX40 («Olym-
pus», fAnonisg) ta Nikon Eclipse Ci («Nikon»,
Himeuuuna). 300paxeHHsT aHai3yBajlu 3a JOMO-
moroto nporpamu Lucia Bepcisa 3.1 («Lucia», Ye-
XisT). AHaji3 pe3yabTaTiB AOCTIMKEHHS BUKOHY-
BayIn y TiporpaMi «Excel».

PesyabTatH Ta iXx 00roBopeHHs. AHaJli3 OTPU-
MaHUX pe3yJabTaTiB MU TOMIMWIM Ha AeKiJibKa
erariB. CIoyaTKy OLIHIOBaJIM KapioTWUIIM 3a CTPYK-
TypOIO KJIOHIB. Y TJICYMKY He OyJO 3apeecTpo-
BaHO KOJHOI'O BUIIAAKY 3 HOPMaJIbHUM KapiOTH-
MOM Ta MepeBaXaJaud CaMOCTiliHI aHOMaJIbHI KJIO-
HU: 6 KapiotumiB (54,5 %), €BOJIOLSI KJIOHA/Ib-
HUX aHOMaJtiii xpomocoM — 3 kapioturu (27,3 %).
JlomaTkoBUil OingTETpanIOifHUN KJIOH BCTAHOB-
JeHo y 3 kapiotumax (27,3 %). KinbkicHi Ta
CTPYKTYPHi aHOMaJlil XpOMOCOM MpeACTaBleHi B
TaOJIALLI.

Ilepma rpyna: xapiotun Ne 1 — ckiagHuii, B
SJKOMY OYyJIO Bi[ICTIIKOBAHO €TaIy €BOJIIOLIT Mep-
BuHHOI aHoMaiii t(1;3)(p36;q21), B pe3yabTaTi
SIKOI YTBOPIOEThCSI xumepHuii reH RPN1/PRDM16

Pe3yabTaT KapioTUmyBaHHS KJITMH KiCTKOBOrO MO3KY MpPH BTOPMHHUX TOCTPHUX JieHKeMisx

Bik [TinTun HOBOYTBOPEHHS Kapiotun

78 | MAC — M1-T'MJI 46,XX,t(1;3)(p36;q21)[7]/47,idem,+14[9]/47 ,idem,+14,add(11)(p15)[3]

56 | MAC — M5 I'MJI 44,XX,-4,-7,-10,del(11)(q13g21),+marl,+mar2[cp17]/82<4n> XXXX]3]

47 | MAC — I'MJI 47 XX, +11[17]

77 | MAC — I'MJI 45~48,XX,del(1)(q24),+del(1)(q12),-5,der(7)t(7;?)(q32;q?),+21,+22,
+marl,+mar2,+mar3,+mard[cpl8]/88<4n> XXXX]|2]

46 | B-HIJT — TJJI 46,XX,t(4;11)(q21;q23)[20]

65 | T-HI'JT - I'MJI 45~47,XX,i(22)(q10),+marl,+mar2[cp10]

64 | pak sieunukis — MJIC 46,XX,del(5)(q31q33),del(6)(q16),add(17)(p13)[20].nuc ish(TP53x1)[100]

51 | pak mpsimoi kuiiku — MS5-TMJT | 42~44,X,-X,t(9;6)(p23;q13),-14,-15,-16,-21,+marl,+mar2,+r(?)[cp20]

57 | M2 — M5-TMJ1 44~47 XX,der(3)t(3;?)(p10;?),der(3)t(3;?)(q10;?),-5,-6,der(7)?inv(7)
(922933),del(8)(p23),t(9;11)(p22;q23),del(14)(q22),-18,-22,+1(?),
+marl,+mar2[cpl17]/88~95,idem,+1r(?)x4,+1(?)x4[cp3]

62 | XMJI — Bxa-TJIJT 46,XY,t(9;22)(q34;q11)[20] — 46,XY,t(9;22)(q34;q11)[17]/48,XY,t(9;22)
(q34;q11),+13,+der(22)t(9;22)[3]

51 | MM - MAC 47,XY,+mar|7]/46,XY,-7,+mar[cp6]/46,XY][9]
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abo RPNI/MELI i cnocrepiraeTbcsl HagMipHa
ekcnpecist reHa PRDM16 (1p36) a6o rena MEL]
(1p36) (Atlas, 2022). Ha HnactymHOoMy etari
BCTAHOBJIEHO TIOSIBYy TpUCOMil Xpomocomu 14.
Ilomanpiie  yCKIamHEHHS  CYIpPOBOIXKYBAJIOCH
MOSIBOIO I0IATKOBOIO T€HETMYHOIO Marepiany He-
BCTAHOBJICHOI'O IIOXOMKEHHSI Ha KOPOTKOMY ILIeUi
xpoMmocomu 11 (add(11)(pl5)), mo po3rasimaeTb-
cq K TeHeTWYHa O3Haka BIUTMBY X1 Ta peecTpy-
erbca nipu BTITMJI i MIIC (Atlas, 2022). CymapHO
1Ie CBiTUUTH TMPO XPOMOCOMHY HECTaOIJIbHICTh
(HX). 3anexHo Big Tuny aHomaniiit HX knacudi-
Ky1oTb Ha KiibkicHy (kHX), sika xapakrepusy-
€TbCS TPUCOMISIMM, MOHOCOMisIMU a00 TMOJIIIIO-
imiero, i crpykrypHy (cHX), npencraBieHy CTpyK-
TypHUMM TepeOynoBaMu (30alaHcOBaHi i He30a-
JIAHCOBAHi TpaHCJOKallil, Aejellii, KiJIblieBi Xpo-
MOCOMHM Ta AUIEHTpUYHI xpomocomm) (Lisboa et
al, 2021).

Kapiotnmmr Ne 2 — ckinagHuii MOHOCOMAaJIbHUIA
KOMIO3UTHUH (44 XpoMOCcOMHU) 3 JBOMa MapKep-
HUMM XPOMOCOMAaMM NpPU OAHOYACHIM MOHOCOMii
xpoMocoM 4, 7, 10 Ta geneToBaHOro (parMeHTy
JIIOBrOro Iuieya xpomocoMu 11 MiX cMyXKaM#
11q13 i 11g21. Ile cnoHyKajJo HAac MPUITYCTUTH,
1o y (OopMyBaHHI ILIMX MapKEPHUX XPOMOCOM
Opaiu y4yacTb BTpauy€HHUIl TEHETUYHMI MaTepiall.
BBaxaeTbcs, 10 MapKepHi XPOMOCOMU € I0O-
JAaTKOBUMU Ta (DOPMYIOTHCS BHACIIOK 3HAYHMX
CTPYKTYPHMX XPOMOCOMHHUX IIepeOya0B, MOKIM-
BO B PE3yJIbTaTi XpOMOTPUIICUCY Ta PEECTPYIOTh-
cay 50,2 % sunankis 'MJI (Bohtler et al, 2017).

Kapiotun No 3 € rimepaumioigHuM, 3a paxy-
HOK TpucoMii xpomocoMu 11, gka BuHUKae de
novo (MIC, I'MJI, I'JIJI abo 3MilIaHOKJIITUHHI
JIefiKeMil), a TakoX B pe3yabTaTi TpaHchopmallii
MAC y BrI'MJI, 3 MyabTWIiHIHHOIO AMCILIA3IEIO
(Hemsing et al, 2019).

Kapiotumm Noe 4 — cKjIagHMi KOMITO3WUTHUIA
TiMO-TiMepAUTUIOITHUI 3a PaxXyHOK TPUCOMIll Xpo-
MocoM 21, 22, MOHOCOMil XpOMOCOMHU 5, CTPYyK-
TYpHUX I1epeOyaoB i3 3allydeHHSIM AOBIUX IUIeUeil
XpoMocoM 1 Ta 7 i YOTUPHOX MAPKEPHUX XPOMO-
coMm. BHacnimok neneuii del(1)(ql2) BinOyBaeThcs
BTpaTa IeHiB-cympecopiB myxauH (Atlas,2022).

Tobto, y TphOX BHMAAKaX [0 KiJIbKICHUX i
CTPYKTYPHMX TepeOyaoB 3ajlyyajacb XpoMOCOMa
11 (Ne 1, 2, 3); B TppOX BUMNAAKax — aHOMaJii
xpomocomu 1 (Ne 1, 4 x 2); B OABOX BMIIagKax
OIHOYACHO BUSBIIEHO aHOMaJlii XpoMocoMu 7 Ta
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MapkepHi xpomocomu (Ne 2, 4). HX BcraHoBeHa
y Tphox Bumagkax (Ne 1, 2, 4). PisHOMaHITTS
KUIbKICHMX Ta CTPYKTYPHMX aHOMaJiii XpoMOCOM
B rpyni 3 mepBUHHUM HOBOyTBopeHHsIM MJIC i
momioHa cxema Tepallii MOXe CBIIUMTU IIpO He-
OJHAKOBi KiJIbKiCHI ab0 CTPYKTYypHi mepedynoBu
nepen novyatkoM JikyBaHHs MJIC. Bci kapiotu-
MY MajJd XPpOMOCOMHIi mepeOynoBM, sIKi BimHOCHU-
JIMCh 10 TPyNU HECHPUSITIUBOIO LUTOIEHETUY-
HOTO TIPOTHO3Y Mepediry 3axBoproBaHHS (Atlas,
2022; NCCN, 2023).

Hpyra rpyna: kapiotun No 5 mpeactaBieHUi
OJIHi€I0 30ajJaHCOBAHOW TpaHcIoKauiew t(4;11)
(921;923), B pe3yabTaTi 5KOi (POPMYETHCS XUMEP-
Huii reH KMT2A/AFFI. AHomaliss BUSIBISIETbCS
gk npu [JIJI i3 panHix B-TmonmepeaHukiB, Tak i
npu I'MJI (uactimme M5-I'MJI). Hdana TpaHciio-
Kallisl Be/ie 10 BTpaTU JOMEHY MeTWiITpaHchepasu
y KMT2A micnss (opMyBaHHSI XUMEPHOIO TeHY.
MexaHi3m, KU COPUYUHSE JICHKO30TeHES, HEBI-
momuii (Atlas, 2022). T'en KMT2A € peryasaro-
pOM TeMOMoe3y i PO3BUTKY €MOPIOHIB ILISIXOM
perynsauii ekcrnpecii reHiB HOX (3okpema HOXAY)
(Lafage-Pochitaloff et al, 2017).

Kapiotunmn Ne 6 — ckjIagHMid KOMIO3UTHUIA
rino-rinepAuIUIOITHUI 3 He30a1aHCOBAHOK CTPYK-
TypHO10 TiepedynoBoto i(22)(ql0) ta nBoma map-
KepHUMU XpoMmocoMamu. I3oxpomocoma i(22)(ql0)
PEECTPYETBCS Y KIITUHAX-MOIEPEIHUKAX Mi€Io-
1IHOI JIiHIMHOCTI Ta Yy CKJIagHOMY KapioTui
(Atlas, 2022).

Jana rtpyma xapakTepusyBajiacs 30ajlaHCOBa-
HuMu (Ne 5) Ta HeszbamaHCOBAaHUMM CTPYKTYp-
HUMU TiepeOymoBaMu, SKi CIPUUYUHUIN (HOPMY-
BaHHa KHX i cHX (Ne 6). BpaxoByouu pi3Hi
npotokonu XT npu B- i T-kimitTuHHUX TiMdomax,
MPOBECTU CMIBCTABJIEHHSI KapiOTUIIIB B Il TPyITi
BTI'JI HeMoxJnBo. B KOXHOMY KapioTWMITi MpH-
CYTHI aHOMaJIil XpOMOCOM, SIKi BiTHOCWJIHUCH 10
IPYIIM HECHPUSTIMBOTO IUTOT€HETUYHOIO IIPOr-
HO3y Tepebiry 3axBopioBaHb (Atlas, 2022).

Tpera rpyna: kapiotunm Ne 7 — ckiagHMi
MCEeBAOAUIUIOIAHMI 3 iHTEPCTULIIATbHOIO aeJelli-
€10 JIOBroro rie4ya XpoMocoMu 5 (cMyxku 5q31
Ta 5q33), B pe3yabTari SKOI BimOYyBaeTbCs 3MiHa
eKkcripecii pudocoMaabHMX T€HiB, B TOMY 4YMUCIi
RPS11, RPS19i RPS24 Ta neneuito IOBIroro Iuie-
ya XpOMOCOMU 6, B pe3yibTarTi SIKOI, 3a JaHUMU
JIiTepaTtypu, BimOyBa€eThbCSl BTpaTa IreHa-Cylpecopa
nyxauH (6g21) i MoxXe 3HIMATH KOHTPOJIbL PO3-
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BUTKY TpaHC(OPMOBAHUX aAHOMAJIBHMX KJIITUH
gaK mpe-B-, Ttak i T-xmiTuH, 10 BimoOpaxkaroTh
0araToOKpOKOBUI IIpollec Jieiiko3oreHe3dy (Atlas,
2022). ITosiBa 1OJaTKOBOTO MaTepiaay HEBiIOMOIO
MMOXOMKEHHSI Ha KOPOTKOMY IIIeYi XPOMOCOMMU
17 cynpoBomxXyBaiach BTpaTol reHy 7P53, 1o
MATBepmKeHO HammMu pesynbratamu iFISH
nociimkeHHs. I'en TP53 ((paxkTop TpaHCKPUITLi
p53) pearye Ha pi3HOMAaHITHI KJIiTUHHI CTpecH, pe-
TYJI0I0UM FeHU-MillleHi, IKi BUKJIUKAIOTh 3yTTMHKY
KJIITUHHOTO LIMKJy, alloNTO3, CTApiHHY, penapa-
uito IHK a6o 3miHu metabonizmy (Aubrey et al,
2016).

Kapiotum Ne 8 € ckiramHUM KOMITO3UTHUM
MOHOCOMAaJIbHMM 3a paxyHOK MOHOCOMili cTarte-
Boi xpoMocoMu X Ta ayrocoM 14—16, 21, 36a-
JIJAaHCOBAHOI TpaHCJOKallil, JBOX MapKepHUX Ta
KiJbLeBoi xpoMocomu. KinblLeBi XpoMocoMU pe-
ectpytotbest Yy 75,0 % BunankiB I'MJI 3 kom-
TUIEKCHUM KapioTunoM. IToxomkeHHs ix goTenep
He BctaHoBieHO (Rosenbaum et al, 2017).

Huta i€l rpynu OyJIo XapakTepHUM BTpaTa
TeHeTUYHOIo MaTepiajy 3a paxyHok aenewiii (Ne 7)
ta MoHocomiii (Ne 8). B obox kapioTumnax mao
CTPYKTYPHMX TIepeOyIoB 3ajydasach XpoMocoma 6.
Kapiotum Ne 8 xapakrepu3yBaBCsl CKJIaTHUMU
CTPYKTYPHUMHM aHOMadiIMu (MapKepHi XpoMo-
comu), To0TO MaB o3Haku KHX i cHX. Anomanii
XpPOMOCOM TaKOX OMNHUCAHi SK IUTOT€HETUYHO
HecnpusTiubi (Atlas,2022; NCCN, 2023).

Kapiotunm Ne 9 — ckimagHMii KOMMO3UTHUIM
MOHOCOMAaJIbHUI 3 4OTMpMa He30aJaHCOBAHUMU,
JIBOMa 30aJaHCOBAaHWMM CTPYKTYPHUMU I€peoy-
JIOBaMM, KiJIbLIEBOIO Ta ABOMAa MapKEepHUMU XPO-
mocomamu. Ilpore, came t(9;11)(p21;923) i Bu-
sHaumta migtun M5-I'MJI. 3a panumum mitepa-
Typu B pe3yJbTaTi mepeOynoBU (DOPMYETHCS XU-
MmepHuii reH KMT2A/MLLT3 (Atlas, 2022). ¥V
MapaleHTPUIHY iHBEpCil0 TOBIOro Iie4ya XpoMO-
comu 7 3amyyanucs cMyxxku 722 ta 7q33. 1 9k y
kapiotunax Ne 2 i Ne 4 B yTBOpeHHi MapKepHUX
XpPOMOCOM, 33 HalllUM IPUMIYIIEHHSIM, 3a71y4aBcs
TeHeTUYHMI MaTepiaJl BTpayeHUX XPOMOCOM 35,
6, 18 i 22. B GingreTpamioifHOMY KJIOHI Kijlb-
leBa XpoOMOCOMa 3 TMEPBMHHOTO KIOHY Oyia
MpeacTaBjieHa 4YOTUpMa KOITiSIMU Ta J0AaTKOBO
YOTUpPMa KOIiSIMM iHIIOI KiJIbLIEBOI XPOMOCOMM.
TobT10, OKpiM MOABOEHHST aHOMAJIiil TTEPBUHHOTO
KJIOHY, BiIOyJaMcs iHIII MOMil, SIKi NMPU3BEIU 10
MOSIBM JOJATKOBUX 3MiH B [IPYrOMY KJIOHi, SKi
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He Oynu TIOB’SI3aHi 3 IMOABOEHHSIM T€HETUYHOTO
matepiany.

Kapiotnt Ne 10 — ckimaganii, B IKOMY CITOC-
TepIira€ThCsl €BOJIOLSI TIEPBUHHOIO KJIOHY 3i 30a-
JIAHCOBaHOIO TpaHciaokalieo t(9;22)(q34;ql1.2)
Ha yac BCTaHOBJEHHs AiarHo3y XMJI, 3 mogajnb-
IIMM YCKJIAQAHEHHSIM 3a PaxyHOK TPUCOMil Xpo-
MocoMu 13 Ta AOAATKOBOI IMOXiTHOI XPOMOCOMM
22. B pesynbrari TpaHcnokauii t(9;22)(q34;q11.2)
yTBOPIOEThCS 3nuBHUI TeH BCR/ABLI, axuii €
IHTIOITOPOM aroITO3y Ta MHPOBOKYE MOPYLIEHHS
aaresii 10 crpomajibHuX KJIiTuH KM. Pe3ucreHT-
HicTh 10 XT Moxe OyTHM pe3yJbTaTOM MyTalliit
B reHax CRLF2 (64,2 %), ABL xmnacy (18,7 %),
JAK2 (9,0 %), EPOR (5,7 %) (Harvey et al,
2020). Tpucowmist xpomocomu 13 1IOB’s13aHa 3 My-
tauisMmu RUNXI i Bucokoio excrpeciero MPHK
i CHIpuYuHSE 30UIBIICHHS pPiBHI TPAaHCKPUIITIB
FLT3 (Dicker et al, 2007). IloxinHa Xxpomocoma
der(22)t(9;22) € BTOPUHHOIO aHOMAJI€I0 TIO Bif-
HouueHHIo 1o t(9;22)(q34;q11.2) (Shi et al, 2020).

Kapiotum No 11 — KOMIIO3UTHUIT, B SIKOMY
TaKOX CIOCTEpiraju €BOJIOLII0 KJIOHAJbHUX aHO-
MaJjlii XpoMOCOM, Ji¢ TEepPBUHHUI KIJIIOH 3 Map-
KEPHOIO XPOMOCOMOIO YCKJIAMHUBCS MOSBOIO MO-
HOCOMii XxpoMocoMHu 7.

B winomy, B KOXHOMY KapioTuIi Oyau Mpu-
CYTHi aHOMaJlii XpOMOCOM, IO PO3IJISAAIOThCS B
rpyni aHOMaJiii, SKi OMucaHi B TPpyMi HECHPUSIT-
JIMBOTO LIMTOr€HETUYHOro IporHo3y (Atlas, 2022;
NCCN, 2023).

CHiBcTaBieHHSI pe3yJbTaTiB KapioTUITyBaHHS
BiIHOCHO piBHS IUIOIAHOCTI BUSIBUJIO He30ajlaH-
COBaHICTh 3a KiJIbKICTIO XpOMOCOM y 9 KapioTu-
max (81,8 %) (Ne 1, 2, 4, 6—11), cepen AKux pe-
€CTPYBaJIM MOHOCOMaJIbHI Kapioturnu (Ne 2, 4,
8, 9) (36,4 %). Onnak, y BHOipIli yacTille peec-
TpyBayu Tirep- (Ne 1, 3, 10, 11) (36,4 %) i rino-
rinepauiioinHi kapioturm (Ne 4, 6, 9) (27,3 %).
KoxeH 3 mpoaHamizoBaHMX KapiOTUITIB Xapak-
TepU3yBaBCS iHAWBIAYaIbHUMM KJIACTEPAMU Killb-
KiCHMX Ta CTPYKTYPHMX aHOMaJill XpOMOCOM, 110
TPU3BEJIO 10 YTBOPEHHS CKJIAAHUX KapPiOTUIIIB Y
72,7 % (Ne 1, 2, 4, 6—10).

Cepen CTPYKTYpHUX TepeOydoB HE BHUSIBICHO
TakuX, 1o BHeceHi go rpynu ['MIJI 3 BcTaHOBIE-
HuUMHU TeHeTnuHuMK aHoMmaiismu (Khoury et al,
2022). Yacrille BUSBISUIM He30aJIaHCOBAaHi CTPYK-
TYpHi aHOMaJIil 1O BiAHOLIEHHIO M0 30ajaHCcoBa-
Hux (14 nmportu 6 momiii, BiamosigHo). Cepen 36a-
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JIAHCOBAaHUX CTPYKTYPHUX aHOMaJiii peecTpyBa-
gy 5 tpanciokaniin (Ne 1, 5, 8, 9, 10), iHBepciio
JIOBrOTO ILJIe4a XpOMOCOMM 7 TIO CMyXKam 7q22
i 7933 (Ne 5) (25,0 Ta 5, 0 %, BinmoBinHO) (puc.
1). 3araioM He30anaHCOBaHiI aHOMaJlii XPOMOCOM
3aikcoBani y 9 kapiotumax (Ne 1, 2, 4, 6—11)
(81,8 %), cepen sIKMX nelellii XpoMOCOM — Y
20,0 % (Ne 2,4 x 2,7 x 2,9 x 2), He3bamaHCO-
BaHi TpaHCJOKalil 3 HEBCTAHOBJIEHUMU XPOMO-
coMaMu-TIapTHepaMu, B Pe3yJbTaTi SIKMX YTBO-
pUIMCh MOXigHI XxpoMocoM — y 8,6 % (Ne 4, 9 x
x 2) Ta IOJATKOBa ITOXiTHA XPOMOCOMHU B PE3YJib-
TaTi BCTaHOBJEHOI TpaHcaokauwii — y 2,9 %
(Ne 10), nomatkoBuit Matepiaa HEBiIOMOIO MOXO-
JDKeHHS 3apeecTpoBaHo y 5,7 % (Ne 1, 7), i30xpo-
Mocoma — y 2,9 % (Ne 6), MmapKepHi XpOMOCOMU
—y37,1 % (Ne2x2,4x4,6x2,8x2, 9x2,
11), 3 HUX Ha TJIi MOHOCOMIii i menewiit y 28,3 %
(No2x2,4x%x4,8x2, 9 x2)Ta KiIbleBi XpOMO-
comu —y 18,2 % (Ne 8, 9).

Mo 30amaHcoBaHUX i HE30aJTaHCOBAHUX CTPYK-
TYpHUX TepeOynoB 3aaydyaluch XpOMOCOMHU 1,
3-9, 11, 14, 17, 22 (puc. 2). Y miacymKy, 3 ypa-
XYBaHHSIM KUIBKICHMX Ta CTPYKTYPHMX aHOMAaJIii
XPOMOCOM, YacTillle peeCTPyBaInuCh Xxpomocomu 11
(4 ctpykTypHux i 1 Tpricomis), 22 (3 CTPYKTYpHUX,
1 MmoHocoMmist, 1 Tpucomis). Y MeHII KiabKOCTi
BUSIBJICHI aHOMAJIil i3 3aJlydeHHSIM XPOMOCOM 7
(2 cTpykTypHuUX i 2 MoHocoMmii) Ta 5 (2 MOHOCO-
Mii Ta 1 CTpyKTypHa).

B wimoMy mo BuMOOpIli, pe3yabTaTd 3a IIU-
POKMM CIIEKTPOM XPOMOCOM, SIKi 3aylydajucs OO
KiUJIbKiCHMX aHOMaJliii XpOMOCOM i TUIMAMU CTPYK-
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TypHUX TIepeOyIOB YacTKOBO CITiBIAAalOTh 3 pe-

2

Puc. 1. BincoTkoBuil po3MOfia TUIIB CTPYKTYpPHUX
aHoMautiii xpoMocoMm B KiiTMHaXx KM mpu BTOpMHHUX
TOCTpUX JieiikeMisix: I — MapkepHa XpoMocoma, 2 —
KiJIbIIEBa XpoMocoma, 3 — Jeielist, 4 — TpaHCJIOKallis,
5 — moximHa XpoMocoma, 6 — IOJATKOBHWI MaTepial,
7 — i30xpoMocomMa

3yJabTaTaMu JesdKux nociigHukiB (Dunbar et al,
2020; Mingzhu et al, 2023).

OcoOIMBICTIO TOCIIIKYBAaHMX KapiOTUIIIB OyJiia
HasIBHICTb KOMITO3UTHUX KapiOTUIIIB, SIKi BUSIB-
JeHo y 6 Bumankax (54,5 %, Ne 2, 4, 6, 8,9, 11),
mo Moxe cBimuutu npo HX, gka BU3HaAYa€eThCs

I I I I I I I | I | I |
13 4 5 6 7 8 9 11 14 17 22
P 023
03 @10 m2 02 OI5 013
I I I I | I I I | | I I
mI2 €10 21 mW31-33 013 @32 034 mi3-21 W22 ®112
q |24 mi6 022-32 023 A 10
023 O11.2

O — 36anaHcoBaHa TpaHciokauis; M — neneuis; A — izoxpomocoma; O — NOTATKOBUI MaTepiar;

@ — noxigHa XpoMocoMma; { — iHBepcis

Puc. 2. Cnextp XpoMocoM, 10 3ady4yeHi 10 CTPYKTYpHUX TepeOyaoB B kKiaiTuHax KM npu BTOPUHHUX TOCTPUX

JIEMKEMIsIX
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SIK 3pOCTaioua IIBUAKICTh, 3 IKOIO KIIITMHU Ha0y-
BalOTh HOBUX XPOMOCOMHUX 3MiH. BaxiuBo, 110
HX € oaHi€lo 3 xapakTepHUX pUC HOBOYTBOPEHb.
HX Moxe crnpusiTu ceJeKTUBHII TiepeBa3i aTu-
MOBUM KJIiITMHAM, 30UIbIIYIOUM MMOBIpHICTb HO-
BUX XPOMOCOMHMX aHOMaJliii, sIKi MOXYTb 3MiHUTH
npodinb eKCIpecii TeHiB, 10 PeTyJIoITh MO
i nudepeHUiloBaHHS KIITUH Ta TPU3BOIUTL OO0
nocuieHHs nposidepanii (Cahill et al, 1999; Tar-
ga et al, 2018). HewmonaBHi goCHiIXeHHS TOKa-
3anu TInOokmii 3B’s130k HX 3 BUHUKHEHHSM,
MPOTPECYBaHHSIM Ta PELUMAMBOM 0OaraThbOX BUIIiB
HoBoyTBOpeHb (Bakhoum et al, 2018; Bach et al,
2019; Salgueiro et al, 2020).

3arnpornoHoBaHi pi3Hi MeXaHi3MU BUHUKHEHHS
CKJIQIHMX XPOMOCOMHUX TepeOyaI0B, HaMPUKIIAI,
JesiKi aBTOPU BUKOPUCTOBYIOTH TEPMiH «XpPOMO-
TPUIICUC» IS ITIO3HAYEHHS TMOMil, MpPU SIKUX
TeHeTUYHUII MaTepiaj 3a3Ha€ BeJIMYE3HOI Kilac-
TEPHOI XPOMOCOMHOI TIepeOyI0BU Ha TIEBHUX Ji-
JITHKAX OJHi€l abo IeKibKOX XPOMOCOM B OOHO-
MY KJIITUHHOMY ULMKJi, B PE3YyJbTaTi SKUX yTBO-
pIOIOThCsI MapkepHi xpomocomu (Stephens et al,
2011). 3 iHIIOI CTOPOHU HE MOBEACHO, IO XPO-
moTtpuricuc € npuunHo HX (Lisboa et al, 2021).

BucHoBku. TakyvM 4MHOM, HEe3BaXKalOuM Ha pi3-
Hi MEpBUHHI HO30JIOTIYHi TPyl HOBOYTBOPEHb
KPOBOTBOPHOI Ta JiM(OITHOI TKAHWUH Ta pi3Hi
peXuMHU Tepartii, aHoMaJlbHi KapioTUMU XapakTe-
pusyBanuch HasBHicTio KHX i cHX, a cawme:
ckimagHi (72,7 %), HeszbanmaHCOBaHiI KapioTUIHU
reMONOeTUYHUX KINTUH y 81,8 %, cepen sIKUX
BUSIBJISIIA MOHOCOMabHi (36,4 %) i KOMIIO3UT-
Hi (54,5 %). IIpu BTIJ1 He BUSABIIEHO KapiOTUIIIB
0e3 KiIbKiCHMX Ta/ab0 CTPYKTYPHUX IepeOyaoB,
€BOJTIONII0 KJIOHAJIbHUX aHOMAaJili XpOMOCOM BCTa-
HoBieHo Yy 27,3 %. Cepen TUMIB CTPYKTYpHUX
nepebynoB nepeBaxanu aeneii (20,0 %) i TpaHc-
nokauii (14,3 %), y 37,1 % 3adikcoBaHi MapKepHi
XPOMOCOMM, Cepel HMX, Ha TJi MOHOCOMil Ta
neneuin —y 28,31y 5,7 % — KilbleBi XpoMoO-
comu. CyMapHO KiIbKiCTb CTPYKTYPHMX Ta KiJlb-
KiCHMX aHOMaJili XpoMOCOM KojMBajach Bim 1
Jo 13 B omHomy Kkapiotumi. Xpomocomu 11 Ta
22 yacrillle 3ay4ajrch A0 KiJbKICHUX Ta CTPYK-
TYpHUX TepedynoB. Y ABOX BUMAIKaX, Koau Oyiau
TMPUCYTHI €Talyd YCKJIAJHEHHS KUIBKICHUX Ta
CTPYKTYPHUX IIepeOyIOB XPOMOCOM HE3aIeXKHO
Bill IMYHOCYIIPECUBHOI a00 TapreTHOI Tepalrii, 3a
MOAIOHICTIO CTPYKTYPU KiJIbKICHUX Ta CTPYKTYp-
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HUX aHOMaJiii 3amlpoIlOHOBAHO €TalM CTaHOB-
JICHHSI YCKJIaAHEHb KJIOHAJbHUX aHOMaJIiiA XpOMO-
COM: Ha mepuIoMy erami (OpPMYEThCS 30aIaHCO-
BaHa TPaHCJIOKALliA, Ha IOPYroMy — [IOJAETbCA
kHX 3a paxyHOK KiJIbKiCHOI aHOMAaJIii (TpUCOMist
XpoMocoMu), Ha TperboMy — cHX 3a paxyHok
He30aJIaHCOBaHOI CTPYKTYpHOI ItepedymoBu. Ko-
JKEH 3 MpoaHajli3oBaHMUX KapioTUIIiB XapaKTepu-
3yBaBCs 1HAMBIAyaJbHUMM KJIacTepaMy aHOMAJIiit
XpOMOCOM. Y BCiX KapioTumax OyJau NpUCYTHi
KUIbKiCHI Ta/a00 CTPYKTYpHi HepeOydoBU XPOMO-
COM, SKi BiTHOCWJINCH A0 TPYHH HECHPUSITIUBOTO
LIUTOr€HETUYHOIO IIPOrHO3Y.

Jlompumanns emuunux cmandapmie. BinnoBimHicTh
IOCIIKEeHb OiOeTUYHMM CTaHAapTaM CXBaJieHO
Kowmitetom 3 etnku 1Y <«IHcTUTyT remartojiorii
ta TpaHcdysiomorii HAMH VYkpainn» (Kuis,
VYkpaina) (mporokon Ne 2 Bim 21.05.2021). Vci
MaLllEHTU JaJIM 3TOAY Ha y4yacTb B JOCJiIKEHHI.
Kongaixm inmepecie. ABTOpU NeKIapyloTh Bil-
CYTHICTh KOH(IIIKTIB iHTEepECIB.

Dinancysanns. Podora rposonmmack y mexxax H/P
«Bu3HaueHHS 3aKOHOMIpHOCTE eKcrpecii Kili-
TUHHO-MOJIEKYJISIPHUX MapkepiB JimMdouuramu i
NyXJIMHHUMU KJITUHAMU 11 OL[iIHKU MOpPYLIEHb
MIPOTUITYXJIMHHOTO IMYHITETY Y XBOPUX Ha TOCTPY
MIEJIOIIHY JIEHKEeMito».

COMPARATIVE CHARACTERISTICS OF
ABNORMAL KARYOTYPES IN SECONDARY
ACUTE LEUKEMIAS

S.V. Andreieva, K.V. Korets,
O.M. Tsyapka, I.M. Skorokhod

SI «National Research Center for Radiation Medicine,
Hematology and Oncology of the NAMS of Ukraine»
Institute of Hematology and Transfusiology,

M. Berlinskogo street, 12, 04060, Kyiv, Ukraine

LLC «IMMD»,

Kvitky Tsisyk street, 40, 04075, Kyiv, Ukraine
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Generala Chuprynky street, 45, 79000, Lviv, Ukraine
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Quantitative and structural abnormalities of chromo-
somes in bone marrow cells of 11 patients with second-
ary neoplasms of hematopoietic and lymphoid tissues
were analyzed. Abnormal karyotypes were found in all
cases, and the evolution of clonal chromosome abnor-
malities was found in 27.3 %. Despite the different pri-
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mary nosological groups of neoplasms of hematopoietic
and lymphoid tissues and different regimens of therapy,
all cases were characterized by the presence of quantita-
tive and structural chromosomal instability, which led
to complex (72.7 %), unbalanced karyotypes (81.8 %),
among which composite (54.5 %) and monosomal
(36.4 %) were detected. In total, the number of
structural and quantitative chromosome abnormalities
ranged from 1 to 13 in one karyotype. Chromosomes
11 and 22 were more often involved in quantitative and
structural rearrangements. Among the types of structural
rearrangements, balanced and unbalanced translocations,
deletions, inversion, isochromosome, additional material
of unknown origin, derivatives of chromosomes formed
as a result of unidentified rearrangements were found,
among which deletions (20.0 %) and translocations
(14.3 %) prevailed. Marker chromosomes were detected
in 37.1 % the background of monosomies and deletions
in 28.3 % and ring chromosomes in 5.7 %. In two cases,
after immunosuppressive or targeted therapy, according
to the similarity of the structure of quantitative and
structural abnormalities, according to the similarity of
the structure of quantitative and structural anomalies,
the stages of formation of complications of clonal
chromosome anomalies are proposed: at the first stage,
a balanced translocation occurs, at the second stage, a
quantitative anomaly (chromosome trisomy) is added,
and at the third stage, an unbalanced structural rear-
rangement occurs. In each karyotype, there were quan-
titative and/or structural abnormalities of chromosomes,
which belonged to the group of unfavorable cytogenetic
prognosis.
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