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Pedepar. IlopiBHsIBHA XapaKTepHCTHKA KIUIBKICHHX Ta CTPYKTYPHHX aHOMAJid XpoMocoM Ha 4ac
BCTAHOBJEHHA [JiarHo3y Ta penMIMBax rocTpux mienoinuux Jeiikemiii. Aunapeesa C.B., Kopeus K.B.,
Cxopoxon I.M., I'aproBebka L.P., Meabnuk Y.1. I'ocmpi mienoioni neiixemii (I'MJI) — cemepozenna epyna Hogo-
VMBOpeHb KPOBOMEOPHOI MKAHUHY, 0I5l GU3HAYEHHST NIOMUNIE SIKUX NPOBOOSMb YUMOMOPPON02iuHi U Yumoximiuni
00CHIOMNCEHHS,  IMYHODEHOMUNYBAHHS, YUMOLEHEMUYHI mMa MOAEKYNIAPHO-2eHemuyni mecmysanus. YHucnenni
2EHeMUYHI QOCNIONCEHHS BUHAYUIU Kpumepii OlaeHOCMUKYU ma npocHo3y nepebdicy 3axXe0plo6anHs, sKi idiepaiomo
BUPIWATIBHY PONb 6 AI2OpUMMAX cmpamu@ikayii KIIHIYHUX 2pYR pU3UuKy, wo, y C80K uepey, CHpuse eubopy
onmumanvhoi makmuxu aikyeanns. OOHaK eghexmusHicms Ximiomepanii Modice 8mpavamu C0€ 3HAYCHHS Y 36 SI3KY 3
gi0cymHuicmio 8i0nogidi Ha mepaniio i po3sumrkom peyuougis. Memow pobomu Oy10 GCMAHOBNEHHS ULIAXIE
dopmysanns pesucmenmuocmi 00 mepanii WIAXOM 3iCMAGNIeHHs 0coOIUBOCHell KINbKICHUX MA CMPYKMYPHUX
AHOMATTI XPOMOCOM HA YAC 6CManogenHs diazno3y ma peyuousax I'MJI. Kapiomunysanus npogedeHo Ha KIimuHax
Kicmko6o2o mo3Ky 14 nayienmie na uac écmanognenns diacno3sy I MJI, cnisgionowenns 3a cmammio 1,0:1,0, cepeoniti
8ik cmanosue 44,0+3,6 poxy;, ma 9 nayicumis y peyuousi 3axeoprosanHa: cniegionowenns 3a cmammio 1,0:0,8,
cepeoniu gix 31,0+5,9 poky. Ananiz pe3ynbmamis 6x104as 3icmasieHHsa 0cooaueocmell opmyeanus Kapiomunis 3a
CMpPYKMYpor KIOHI8, OYIHIOBAHHA KIOHI8 8IOHOCHO NI0iOHOCMI, 30A1AHCOBAHUX | HE30ANAHCOBAHUX CMPYKMYPHUX
nepedyo0os i uacmomu 3AanyYEHHs XPOMOCOM 00 MAaKux nepedyoos. Y nooanvuiomy 3pobunu peKoHCcmpyKyiio
Gopmyeanns emanie egonOYii KIOHATLHUX AHOMALIU XPOMOCOM I NOPIGHSLU YACMOMU SPYR YUMOSEHEMUUHO20
npoeno3y. Y pezyrvmami npogedenux 00Caiolcenb SUHAUEHA 2emMepPO2eHHICMb KINbKICHUX (MOHOCOMIT, mpucomii) i
CMPYKMYPHUX 30A1aHCO8AHUX (MPAHCIOKayll, iHeepcil, incepyil) ma He30aNaHCO8AHUX AHOMAIU XPOMOcoM (Oeneyil,
i30Xpomocomu, 000aMKOBUU Mamepial HeBCMAHOBNEHO20 HNOXOOJICEHHs, MAPKEPHi XPOMOCOMU) AK HA HaAc
ecmanogienns oiaznosy, max i peyuoueax I'MJI. Mosaiuni kapiomunu maiisice 6 mpu pazu wacmiuie peecmpysanu npu
peyuousax, Hixc Ha uac ecmauoeienns Odiacnosy (100% npomu 35,7%). Ha uwac ecmanosnenus 0iazHo3y
3apeecmpogano nioguweruli 6i0comok 2inepounioionux kiouis (28,6%) 3a paxynox mpucomiu xpomocom 2, 82, 13,
19, 20 ma cxnaonux xapiomunis (21,4%); 0o cmpykxmypnux nepedoyodos uacmiuie sanyuanacs xpomocoma 17 (20,8%),
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OOMIHY8ANA 2PYNA NPOMINCHO20 YUMO2eHemuuHo2o0 npocHo3y (57,1%). V peyuoueax oo cmpyxkmypuux nepedyoos
yacmiuwte 3anyyanucs xpomocomu 8 i 9 (no 17,6%) ma Oominysana epyna HeCnpusimiugo2o Yumo2eHemuyHo2o
npoeno3sy (55,6%,).

Abstract. Comparative characteristics of quantitative and structural chromosome abnormalities at the time of
diagnosis and in relapses of acute myeloid leukemias. Andreieva S.V., Korets K.V., Skorokhod I.M.,
Hartovska LR., Melnyk U.L. Acute myeloid leukemias (AML) are a heterogeneous group of neoplasms of hematopoietic
tissue, to determine the subtypes of which cytomorphological and cytochemical methods, immunophenotyping,
cytogenetic and molecular genetic studies are carried out. Numerous genetic studies have identified criteria for diagnosis
and prognosis of the course of the disease, which play a decisive role in the algorithms for stratifying clinical risk groups,
which in turn contributes to the choice of optimal treatment tactics. However, the effectiveness of chemotherapy may lose
its importance due to the lack of response to therapy and the development of relapses. The aim of the work was to establish
ways to form resistance to therapy by comparing the features of quantitative and structural chromosome abnormalities
at the time of diagnosis and in relapse of AML. Karyotyping was performed on bone marrow cells of 14 patients at the
time of diagnosis of AML, sex ratio 1.0:1.0, mean age 44.0+3.6 years and 9 patients in relapsed disease: sex ratio 1.0:0.8,
mean age 31.0+5.9 years. The analysis of the results included a comparison of the features of karyotype formation by
clone structure, assessment of clones in relation to ploidy, balanced and unbalanced structural rearrangements and the
frequency of chromosome involvement in such rearrangements. Subsequently, the formation of the stages of clonal
chromosome abnormalities evolution was reconstructed and the frequencies of the cytogenetic prognosis groups were
compared. As a result of the studies, the heterogeneity of quantitative (monosomies, trisomies) and structural balanced
(translocations, inversions, insertions) and unbalanced chromosome abnormalities (deletions, isochromosomes,
additional material of unknown origin, marker chromosomes) were determined, both in diagnosis and in relapse of AML.
Mosaic karyotypes were almost three times more likely to occur in relapses than at the time of diagnosis (100% vs.
35.7%). At the time of diagnosis, an increased percentage of hyperdiploid clones (28.6%) was registered due to trisomies
of chromosomes 2, 8%2, 13, 19, 20 and complex karyotypes (21.4%); chromosome 17 (20.8%) was more often involved
in structural rearrangements, the group of intermediate cytogenetic prognosis dominated (57.1%). In relapses,
chromosomes 8 and 9 were more often involved in structural rearrangements (17.6% each) and the group of unfavorable
cytogenetic prognosis dominated (55.6%).

Toctpi mienoinni neiikemii (I'MJI) — reteporenHi
HOBOYTBOPEHHSI KPOBOTBOPHOi TKaHWHM, B OCHOBI
PO3BUTKY SIKUX € 3JIOSIKiCHa TpaHC(opMaIllisi CTOB-
OypoBOi KpOBOTBOPHOI KJIITHHH: MYJIbTH-, 0i- abo
YVHITOTEHTHUX MIEJIOIIHUX  KJIITHH-TIONEPEIHHUKIB.
BimmoBimHo mo HoBoi kmacudikamnii BOO3 I'MJI
(2022), Ha meproMmy piBHI PO3TIANAIOTH 3aXBOPIO-
BaHHA, sIKi KiacH(iKOBaHI MEpeBaXHO Ha OCHOBI
TCHETHYHHUX, TCHOMHUX 1 MOJIEKYJSIPHUX XapakTe-
puctuk [1]. BusHaueHHs KIOHANBHUX KiJIbKICHUX Ta
CTPYKTYpHHUX XPOMOCOMHHX aHOMaliii Ha 4ac
BCTaHOBJICHHA JiarHo3y ' MJI € BayKJIMBUM KpHTEpieM
JUIL JTIaTHOCTHKY 3aXBOPIOBaHHS, Kiacudikamii Ta
TIPOTHOCTUYHOI CTpaThdiKalli, amke IMTOTeHETHIHI
JOCII/DKEHHSI  BUKOPUCTOBYIOTHCSI ~ OUTbIIE  TPHOX
JECSATUIITh Ui BHUBYEHHS T'€HETHYHOI OCHOBU BH-
aukaeHHs ['MJI [2]. BusHaueHO MIMPOKWA CIIEKTP
XpPOMOCOMHHX aHOMalild, [0 BH3HAYAIOTHCH K
JiarHOCTHYHI Ta IPOrHOCTUYHI Mapkepu ipu TMJI [1,
3]. 3icTaBneHHS IUTOTEHETHYHHX Ta MOIEKYISPHO-
TEHETUYHUX  XapakTepUCTHK 3  OCOOJMBOCTSAMHU
KJIIHIYHOTO Tepediry 3axBOpPIOBaHHS BiATBOPEHI B
rpynax TEHETHYHOTO MpOrHO3y mepebiry 3a-
XBOPIOBaHHA. BUALIAIOTH TpH IpynH IUTOr€HETHY-
HOTO TIporHO3y: chpusTiauBuii — t(8;21)(q22;922.1),
inv(16)(p13.1g22)/t(16;16)(p13.1;q22)  (He3anexHO
BiJl TOJaTKOBUX aHOMAJii XpOMOCOM); IPOMIXKHUH —
t(9;11)(p21.3;923.3), a Takoxx aHOMAJIii, SIKi HE Bij-
HECEHi 10 TPyl CHPHUITINBOTO a00 HECTIPUATINBOTO

25/Tom XXX/2

IIPOTHO3Y; HECTIPUATIUBUIN —

t(6;9)(p23;q34.1), t(v;11923.3), 1(9;22)(q34.1;q11.2),
inv(3)(q21.3926.2)/t(3;3)(q21.3;926.2), -5/del(5q); -7,
-17/anomanii(17p), KOMIUICKCHUH Ta MOHOCOMAalh-
HUHA KapioTHNH (BKIIOYAIOYM BHIAJKH HAasiBHOCTI
JPYTOrO KIIOHY 31 CHPHATIMBUM HpPOTHO30M) [4].
ToOTO LMTOreHeTH4HI NOCHIIPKEHHS Ha 4ac BCTa-
HOBJIeCHHs1 niarHo3y ['MJI BimirpaiooTe BHpIlIANBHY
pOJb B arOpUTMax crpatudikamii rpyn KIiHIYHOTO
PHU3HKY, IO, Y CBOIO 4Yepry, CIpusie BUOOpY ONTHU-
MallbHOI TakTHKW JikyBaHHs. Ctparudikamis ma-
LIEHTIB 32 TpyNaMy PU3HUKY 1 PO3BUTOK MPOTOKOIIB
inTeHcuBHOI ximioreparrii (XT) mokpammmm pe3ynb-
TaTUBHICTh JIiIKyBaHHS mamieHTiB 3 ['MJI sk mms
BiKOBOi rpyn# 15-29 pokiB, Tak i U1 XBOPUX CTapIe
40 pokis [5].

HesBakaroun Ha BM3HAUCHHSA TPy LUTOTECHE-
THUYHOTO MporHo3y nepediry ['MJL, epekrusnicts XT
MOXE€ BTpayaTd CBO€ 3HAUYCHHA Yy 3B’S3KY 3 Bil-
CYTHICTIO BIJMOBiNi Ha JIiKyBaHHS i PO3BUTKOM pe-
MUAUBIB. Y MeXaHi3MaX PO3BUTKY PEIHUIUBIB 3HAYHY
POJb BiAIrparoTh EMireHeTH4Hi Ta TeHETHYHI 3MiHH,
SKi BIUIMBAIOTHh Ha BapiaOebHICTh 1 MpomidepaTuBHy
AKTUBHICTh aHOMAJbHUX KINTHH. OqHAK HAa CHOrOIHI
He iCHye MOBHOI KapTWHH (HOpMYBaHHS MEXaHi3MiB
pedpaxrepHocTi 10 XT, 110, Y CBOIO Uepry, 3HIKYE
e eKTHBHICTH JIIKyBaHHS MAIi€HTIB [6].

MerTa A0CiIKeHHS — BCTAHOBJICHHS IUISXIB (op-
MYBaHHS PE3UCTEHTHOCTI 10 Tepamii HUIIXOM
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3icTaBiieHHsI OCOOJIMBOCTEH KINBKICHMX Ta CTPYK-
TypHUX aHOMAaJii XpPOMOCOM Ha Yac BCTAHOBJICHHS
niarHo3y Ta peruaubax ' MJL.
MATEPIAJIM TA METOIU JOCJIIKEHb
uroreneTnyHi MOCHTiMKEHHS (KapiOTHITYBaHHS)
OyJI0 TPOBEACHO Ha CYCHEH3Il KIITHH KiCTKOBOT'O
Mo3ky (KM) 23 mariieHTiB, 3 HUX Ha Yac BCTaHOB-
JIeHHs miarHo3y — 14 martienTiB ta y peruausi ['MJI —
9 marfieHTiB. AHaJII3 PO3AUIWIN Ha JIEKUJIbKA CTAIliB:
Ha MEepIIOMY — 3iCTaBIISUIM 0COOIUBOCTI HOpMyBaHHS
KapiOTHUIIIB 32 CTPYKTYpPOKO KJIOHIB, Ha JIPYyromMy —
OIIHIOBAJIM KApiOTHIM BiJHOCHO TUIOIAHOCTI, THIIIB
30aylaHCOBaHMX 1 He30anaHCOBAaHHX CTPYKTYPHHX
repe0yIoB Ta YacTOTH 3allydeHHS XPOMOCOM JIO
Takux TepeOyaoB. Y MOAaIbIIOMy 3pOoOHIN pe-
KOHCTPYKIiI0 (OpMyBaHHs €TaIliB €BOJIOLII KIIO-
HaJIbHUX aHOMAaJlii XpOMOCOM 1 HacaMKiHElb
MOPIBHAJIM YaCTOTH TPYH IMTOTEHETHYHOTO TIPO-
rHo3y. Ha wac BcranoBnenHs mgiarHosy I'MJI 3a
MOpGOJIOTiYHUMH O3HaKamMu 14 mamieHTiB  Oymu
pO3MOJiIEHI TakuM YWHOM: TOCTpa Mi€NoigHa
nmefikemiss 0e3 o3Hak mudepentiroBanas (MO) i1
rocTpa MienoinHa JieliKkeMis 3 MiHIMATbHUM JIH-
(depenuitoBanassM (M1) — Mo oOmHOMY TMaIli€HTY,
rocrpa MiejoinmHa Jielkemis 3 o3HaKaMu IudepeH-
uiroBaHHsg (M2) i TocTpa mpoMienonuTapHa JeHKeMist
(M3) — mo 3 mamieHTH, rocTpa Mi€JIOMOHOLUTApHA
neiikemiss (M4) — 4 narieHTH, TocTpa MOHOOJIACT-
Ha/MOHOIMTapHa Jelikemis (M5S) — 2 namieHTH:
chiBBigHOmeHHS 3a crartio 1,0:1,0, cepemHiii Bik
ctanoBuB 44,0+£3,6 poky. Y TremaroyoriyHiii xa-
PaKTEpUCTHUIll OOCTSIKCHUX CEpPEeHHIN BMICT JICHKO-
uutis craHoBus (19,8+4,6)x10°/n, epuTpOLUTIB —
(2,4+1,7)x10"%/n, remorno0iny — 70,4+8,9 r/i1, TpoM-
GomuTiB — (39,6+6,7)x10°/1, GIACTHHX KIITHH Yy
nepudepuuHii kpoBi — 46,1%+7,1%. Y peumausi
3aXBOPIOBaHHS JOCHiIKyBajdW Kapiotunu 9 ma-
mieHTiB (MO- — 1 mamient, M2- — 3, M4- ta M5- 110 2,
rocTpa MOHOOJIACTHA JIGHKEMisl, sika XapaKTepHa JUJIs
MOJIOAYX MAILI€HTIB 31 IenaToCIUIEHOMETaIen 1
nimboneHomnariero (M5a) — 1 mamieHT): criBBiIHO-
meHHs 3a crartio 1,0:0,8, cepemniit Bik 31,0+£5,9 po-
ky (p<0,014). JliarHo3 BCTaHOBJIOBaIM y BiIiII
IMYHOITUTOXIMII Ta OHKOTEMAaToJIoTii [HCTUTYTYy eKkc-
MIepUMEHTANBHOI  I1aTOJIOTii, OHKOJOTIi 1 pamio-
Oiomorii im. P.€. KaBeupkoro HAH Vkpainu Ta
MIPUBATHUX MEIUYHUX JabopaTopisx YKpaiHu.
[lizcTaBoro mist MATBEP/PKEHHS PELUIUBY TPH
I'MJI cnyryBamu HasBHicTH Oinmbme 5,0% OmacTHHX
kmitiH y KM Ta KoHCTaTalis MiHIMAJIBHOTO 3ajdIl-
KoBoro 3axoproanHs (M33)>0,0001-0,0002% (me-
TOJIOM IMYHO(CHOTHITYBaHHS) Ta/a00 HAsSBHICTH EKC-
TpaMeIyJISIPHOTO YPaKEHHSI aHOMAIBHUMH KITITHHAMH.
Manientn 3 'MJI npoxoaunu JiKyBaHHS 3a IIPOTO-
KoJoM «7+3» ta npotupeuuausny XT: FLAG-IDA [7].
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JocnimkeHHs MPOBOOUIN 3 AOTPUMAHHSIM MO-
pAIbHO-€TUYHAX HOPM OIO€THKM BIAMIOBIAHO 10
npasun ICH/GCP, T'enpciHchkoi mexmapartii mpas
monuan (1964 p.), Konsenuii Pagu €Bponu 3 mpas
nroauHHy 1 6iomeanuuan (1997 p.), a TaKoXK YUHHOTO
3aKOHOJIAaBCTBA YKpaiHW (BHCHOBOK KOMITETY 3
MmennuHoi eTuku [lep>kaBHoi ycTanoBu «HamioHanb-
HUI HAYKOBWI IICHTP pajialliiHOl MEJIUIIMHY, TeMa-
tomnorii Ta onkonorii HAMH VYxkpaianm» (M. KuiB),
mpotokon Ne 13 Bim 19.11. 2024 p.). OgauM 3 KpH-
TepiiB Oyna HasBHICTH MUCHMOBOI MOiH(GOPMOBaHOT
3TOJIM TAIlI€EHTAa Ha y9acTh Y JOCIHIKECHHI.

KapiotummyBanHsT TpoBOOMIM Ha Mperaparax
MeTa(azHUX XPOMOCOM KIITHH KICTKOBOTO MO3KY,
mudepenuiiino 3agapboBanux 3a GTG-meTomoMm.
[Ipemapats rTOoTyBanmm 3a 3araJlbHONPUIHSATOIO
MeToaukor [8]. 3apeecTpoBaHi XPOMOCOMHI aHO-
Maiii ONMUCYBamM BIAMOBIZHO 1O MiKHAPOIHOT
HOMEHKJIaTypH xpoMocom sroauan ISCN 2020 [9]. V
JIOCTIDKEHHI BpaxOBYBaJld TIIbKH KIIOHAJIBHI aHO-
Matii xpomMocoMm. HopmallbHUM BBa)Kalu KapiOTHIL,
Ko He MeHme HiK y 20 mpoaHamizoBaHHX 1 B
10 xapioTunoBaHux MeTada3HUX IJACTHUHKAaX He
OyJ10 BUSBIICHO aHOMANIH XPOMOCOM.

Kapiotumn xmitnan KM 3a cTpyKTypor KIIOHIB
OyJy 3rpymoBaHi TAKUM YHHOM: aHOMAaJILHUH (OIMH
KJIOH 3 KUTbKICHUMH 200 CTPYKTYPHUMH aHOMAJIisIMH
xpomocoM (A)), aHoManbHHUN Ta HOpMaIbHHIA (A/H),
aHOMAJIBHHHA Ta Oimgarerparmnoigauit (A/4n), aHo-
MallbHUM, OUIATETPAIUIOIAHUN Ta  HOPMalIbHHH
(A/4n/H), eBomontist kioHanbHUX aHomalii (E).

lNnmepaumnmoiqHuM BBaXkalll KJIOH, KUK MICTUTh
47 1 GiTBIIIE XPOMOCOM, TIITOAUITIOITHIM — 45 1 MEHIIe
xpomocoM. CKIagHUN KapioTWI BW3HA4YaBCs SIK
peecTpariist >3 KIOHAIFHIX XPOMOCOMHHX aHOMAail
OIHOYacHO B omHOMYy Kapiotwumi [10]. MoHoco-
MaJIbHUH KapiOTHIT — e KapiOTHII 3 ABOMA 200 OibIIe
ayTOCOMHUMH MOHOCOMIisSIME a00 OJHI€I0 ayTo-
COMHOI0O MOHOCOMI€I0 Ta OIHI€I0 a0 AeKiTbKOoMa
CTPYKTYPHUMHU QHOMAITISIMH XPOMOCOM, TaKUMH SIK
-5/del(5q), -7/del(7q), aHomamisiMuH i3 3aTy4YeHHSIM
KOPOTKOTO IUIe4a XpPOMOCOMH 12p Ta KOPOTKOTO
mieda xpomocomu 17p, -18/del(18q), -20/del(20q),
inv(3)/t(3;3), cknagaum kapiotunom [11, 12].

VYci kapiotunu Oynmu pO3MOAiNEHI Ha Tpymu
IMATOTEHETUIHOTO TIPOTHO3Y BIAMOBIAHO IO HOBOI
knacugikanii BOO3 (2022) [1].

KapioTunyBanHs TpoOBOAMIN 3a TOTIOMOTOIO
MmikpockoniB Olympus BX40 ta Nikon Eclipse Ci.
300paxeHHs  aHaji3yBajiu  3a  JIONIOMOTOIO
nporpamu Lucia Bepcis 3.1. EnexktponHy 0a3y
JNAaHUX CTBOPIOBAIM M OOYHCIIOBAaNKM B TpOrpami
Excel® 2016 (Microsoft). KinpkicHI TOKa3HHKH
HaBeJICHI K a0COJIOTHI yucia Ta BicoTkH (n (%)).
BigminHOCTI BBaxkanu jgoctoBipHumu 3a p<0,05
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[13], a cTaTUCTMYHO HE3HAUYLIMMH TOKA3HUKHU
BBaxxanu npu p>0,05 [14].

PE3YJIbTATH TA iX OBIOBOPEHHS

Ha crporogni BuUKOHAaHHS KapiOTHITyBaHHS BiJl-
HeCeHO 110 0a30BHX Ja0OpaTOPHUX JTOCIIIKEHb.
UYucneHHi OCHIIKEHHS. BHSBWIN IMIMPOKHHA CIIEKTP
KUTBKICHHX Ta CTPYKTYPHHUX aHOMAJIiii XpOMOCOM 1 iX
3B'5130K 3 Mopdomoriaanmu miarummamu ['MJL. Ctpyk-
TYpHI aHOMaJlii XpOMOCOM, SIKi OJHOYacHO pee-
crpytotbesi npu I'MJI, mos’sizani Mopdonorieto i
IIPOTHO30M Tiepediry 3axBoproBaHHs [1], 3adikcoBaHi
B [TOJIOBHHI KapiOTHITIB HA 4aC BCTAHOBJICHHSI IIarHO3Y

i B 555% — y pemmmuei I'MJI. Tpancmokaris
t(8;21)(q22;q22) peectpyBanacs Tinpku ipu M2-I'MJI
(Ha gac BCTaHOBIJICHHS AiarHO3y Ne 4, 5, v peruauBi
Ne 3,4); t(15;17)(q24;921) — y Bcix BHUIAIKax
M3-I'MJI (Ne 6-8), mro BigmoBimae M3-I'MIJI;
at(11;16)(q23;p13) i3 3amydeHHsIM cMmyxku 11q23
(rer KMT24) — npu M4-I'MJI (Ha yac BCTaHOBJICHHS
miaraosy Ne 10, y peumnmuBi Ne 6); iHBepcis inv
(16)(p13922) — mpu MS5-I'MJI (Ha wac BCTaHOBIICHHS
miaraosy Ne 13), y penmausi M4-I'MJI (Ne 5). V perta
KapiOTHITIB KJIOHU MaJIn Hecrienn(piyHi KUTbKicHI Ta/abo
CTPYKTYpPHI aHOMaJTi1 XxpoMocoM (Tadir. 1).

Tabruysa 1
Kapiorunu kiaitun KM Ha yac BctaHoBJIeHHs Aiarno3y ta penuauax 'MJI
KapioTunu
. HigTun
Ne 3/m Bik (p.) IMUI
BCTAHOBJICHHHA niar}losy
1 28 M0 46,XY[20]
2 62 M1 46,XX[20]
3 49 M2 46,XX,der(5)t(5;11)(q13;p13)del(5)(q31)[11]/40~46,idem,
-13,-16,+mar1,+mar2,+r(?)[cp9]
4 61 M2 46,XX,ins(7;2)(q35;q32q36),t(8;21)(q22;q22)[8]
5 38 M2 45,X,-Y,(8;21)(q22;q22)[20]
6 38 M3 47,XY,+8,t(15;17)(q24;q21)[20]
7 21 M3 46,XX,t(15;17)(q24;q21)[12]
8 56 M3 46,XY,t(15;17)(q24;q21)[20]
9 54 M4 46,XY[20]
10 59 M4 46,XY,del(5)(q22),t(11;16)(q23;p13),der(11)t(11;16)del(16)(p13)add(11)(g23),add(17)
(q10)[17]/88<4n>,idemx2[3]
1 53 M4 46,XX,del(20)(q11)[5]/47,XX,+13,del(20)(q11)[9]/
46,XX][6]
12 41 M4 41~45,X,-X,+2,-16,i(17)(q10),+20,-21,+mar[cp11]/4nx[3]/
46,XY[6]
13 29 M5 47,XX,inv(16)(p13¢22),+19 [20]
14 29 M5 47,XY,+8[10]/46,XY[10]
25/Tom XXX/2
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npooosxenus maobruyi I

Kapiotunu
. IMigTun
Ne 3/m Bixk (p.) ™M
BCTAHOBJICHHS AiarHo3y
Peuuausu
1 31 Mo 47,XY,del(5)(q31),del(7)(q22),+17[cp16]/48,XY,+11,+17[cp2]/4n<[2]
2 19 M2 46,XX,del(8)(q24)[4]/4n£[5]/46,XX[11]
3 28 M2 46,XY[15]/4n%[3]—
46,XY,t(8;21)(q22;q22),del(9)(q22)[14]/46,XY[6]
4 32 M2 46,XX,t(8;21)(q22;q22)[6]/4n£[2]/46,XX[6] —
46,XX,t(8;21)(q22;q22)[6]/4n+[3]/46,XX][11]
5 45 M4 46,XY,t(9;22)(q34;q11.2)[16]/46,XY,t(9;22)(q34;q11.2),
inv(16)(p13q22)[9]
6 31 M4 46,XX,t(11;16)(q23;p13.3)[18]/4n=[2]
7 34 M5 41~44,XX,t(5;12)(q33;p12),-7,-8,-12[cp13]/4n=£[2]/
46,XX][5]
8 27 M5 46,XY,del(9)(q22)[2]/85<4n>,XXYY[2]/46,XY[16]
9 31 MS5a 44,XX,-4,-8,i(17)(q10)[1]/4n+[4]/46,XX[25]

YacToTa ckIaHUX KapioTHIIIB Mail>ke TOTOXHA B
000X Tpymax: Ha 9Yac BCTAaHOBJICHHS iarHO3y —
21,4% (Ne 3, 10, 12), y penuauBi 3aXBOPIOBaHHS —
22,2% (Ne 1, 5). Y cBoro uepry, oTpuMaHi pe3yJbTaTH
TIePEBUIITYBAIM Maike BIBiUI TaHi JITepaTypHHX
mxepen (10,0-12,0) [15].

MoHocoManbHUE KapioTUN Y pe3ysibTaTi MOHO-
coMiif xpoMocoM 16 i1 21 BUsIBIIEHO Ha Yac BCTaHOB-
nenHs piarHo3y (Ne 12) B oxmnomy Bumazaky (7,1%),
o 30iraeThCst 3 pe3ysbTaTaMi iHIIUX JOCIHiIKEHb
(mexi BapirorTh Big 6,0% mo 20,0%), Ta HECyTTEBO

nepeBuiLye Takuil y peauausi ['MJI (22,2%, Ne 7, 9).
Yci MoHOCOManmbHI Kapioturn y peruamsi ['MJI
(hopMyBasIMCs 32 PaXyHOK MOHOCOMil XpoMocoMm 7,
8, 12 Ne7) Ta 4 1 8 (Ne9). Oxpim ToOro, 10
CTPYKTYpHHUX TiepeOymoB OyiIo 3aaydeHO KOPOTKE
ieye XpoMocomu 12, mo 30irajiock 3 Mepesikom
XpOMOCOM, $IKi 3ally4aroThCsl O CTPYKTYpPHHX aHO-
MaJtiif XpoMocoM Tipu (hOpMyBaHHI MOHOCOMATBHOTO
kapiotuiry (Ne 7) [12].

AmnHaniz kapiotumiB Oyno po3moyaTro 3 OLiHIO-
BaHHS KapiOTHIIIB 32 CTPYKTYPOO KIIOHIB (Tad. 2).

Tabruys 2

Po3noais kapioTumniB 3a CTPYKTYPOIO KJIOHIB HA 4ac BCTaAaHOBJIeHHs Ta peuuauBax ['MJI

T'MJI
KapioTunu 3a crpykTypoio kionis BceraHnoBiieHHS AiarHO3y PeuuauBu

n (%) n (%)
H 3214 0
A 7 (42,8) 0
A/H 1(7,1) 1(11,1)
Al4n 1(7,1) 1(11,1)
A/4n/H 1(7,1) 5(55,6)
E 2 (14,3) 2(22,2)
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Ha wac Bcranoenenns niarmosy ['MJI Oymm
3apeecTpoBaHi KapiOTUNH, B SIKMX OYIIM BiJICYTHI BU-
JUMI KUTBKICHI Ta/ab0 CTPYKTYpHI aHOMAJIii XpOMOCOM
(21,4%) (Ne 1, 2, 9), anomaneHui KJI0H (A) peecTpy-
Bayu B 42,8% kapiotunis (Ne 4-8, 13). Uacrora mo3aiu-
HUX KapioTuriB ctaHoBuna 35,7% (Ne 3, 10-12, 14).

VY pemunuBax I'MJI yci kapiotunu Oynu mpen-
CTaBJICHI MO3aiYHUMH (QOpMaMH, 10 B TPU pas3H
MEPEBUILMIO TAKUH MOKa3HUK Ha 4ac BCTAHOBJICHHS
niarao3y (100% i 35,7% BinnmosinHo). Cepen Mo3aid-
HUX AOMIHYBaJM KapiOTUIH 3 aHOMAaJbHUX, Ois-
TETPAIIOiAHUX KJIOHIB Ta IIUTOTEHETHYHO HOpMaJlb-
Hux KapiotuiB (A/4n/H) (55,6%) (Ne 2, 4, 7-9).

BignoBimHo 10 Hamioi BUOIPKM Ha 4Yac BCTaHOB-
JICHHS JiarHo3y 3a(ikCOBaHO MiJBHIICHHUIA BiJICOTOK
KapioTUMIB 3 KJIOHAJHHUMH aHOMAISIMA XPOMOCOM

MOPIBHSHO 3 JTiTepaTypHUMH Jxepenamu (78,6% npotu
50,0-60,0%) [11]. OcobnuBicTIO KapioTumiB y peuu-
JIMBAaX 3aXBOPIOBaHHS OyJia BIACYTHICTh CAMOCTIHHHIX
[UTOT€HETHYHO HOPMAITBHUX KaPiOTHITIB.

Ha wac Bcranosnenns amiarnozy I'MJI wacrime
peECTpyBaIM JHUILIOIIHI KapioTWIH, sKi ¢GopMyBa-
THCs 3 KIOHIB 03 BUINMUX CTPYKTYPHUX aHOMAJIii
XpOMOCOM a00 KJIOHIB 31 30aJ1aHCOBaHUMU CTPYKTYP-
HUMH niepebymnoBamu (42,8%) (Ne 1, 2, 6, 7-9), rices-
JIOMUTIIOIMHI — Oynm BUsABIEH] y 28,6% Bumagkax Ta
¢dopmyBanucs 3a paxyHok npemeniit (Ne 3, 4, 10, 11)
(tabm. 3). [lopiBHAHHS KIIOHIB 3a piBHEM IIJIOiTHOCTI
MIPOBOJMIIA 3 ypaxyBaHHSIM HAsSBHOCTI HECIOpiTHE-
HUX KJIOHIB, SIKi BUSBJICHI IO OJJHOMY KapiOoTHUIly Ha
Yyac BCTAHOBJICHHS JliarHO3y (Ne 3).

Tabruysa 3

Po3noaij KJI0OHIB BITHOCHO NJIOIAHOCTI HA Yac BCTAHOBJICHHS AiarHo3y Ta peuuauBax ['MJI

I'MJI
PiBenb mioignocri BcTaHoBiIeHHS JiarHo3y PeunauBu
n (%) n (%)
JnnuioimHuii 6 (42,8) 3333
IlceBaoAMILIOIHUIA 2 (14,3) 3(333)
Iinepannaoianmii 4 (28,6) 1(11,1)
Tinopunuoiguuii 3(214) 2(22,2)

lNnepaumnoigHi KJIOHH HE € TUTIOBUM SIBUILIEM IPH
I'MJI, gacrora ix craHoBuTh n0 2,0% BUIAAKIB 3a
JiTEpaTypHUMH JDKepenamy. Y  Hammid — BuOipmi
TiepAuIuIoiqHi KIOHM (opMyBamucs 3a paxyHOK
TprcoMiit xpomocom 2, 8x2, 13, 19, 20. BiamosigHo 10
OIyOJIIKOBaHUX JaHMX Yy OUIBIIOCTI BHIAJAKIB [0
(hopMyBaHHS TINEPAUIUIOIMHUX KIIOHIB 3aITydaliucs
Tpucomii xpomocom 8, 21 ta 22 [16], ToOTO 32 TpU-
COMISIMH 30ir71ach TUTEKH XpoMocoMa 8. ['imoauturoimai
KJIOHU BUsBNEHI y 21,4% Bumazakax 3a paxyHOK MOHO-
comiit xpomocom 13, 16x2, 21 i crateBux XxpomocoM X,
Y (Ne 3, 5 12). Ha gac BcranoBnenHs giarao3y ['MJI
TIOAMIUIONIHI KIIOHH PEECTPYIOTHCS B HE3HAUHOMY
BIZICOTKY BHIIAJIKIB Ta IIEPEBAXHO ACOLIIOIOTHCA 3
MOHOCOMISIMH XpOMOCOM 5, 7 Ta 17; BTpaToro cTaTeBux
xpoMocoM y KioHax 3 t(8;21)(q22;q22.1) [17]. Otpu-
MaHi pe3yJbTaTH 30irJI1Ch 3 OCTAHHBOIO TE3010, 4 CaMe:
BUSIBIICHHS KapioTHITy 3i 30aJlaHCOBAaHOIO TpPaHC-
nokartiero t(8;21)(q22;q22.1) Ta MOHOCOMI€IO 3a CTa-
TEBOIO XPOMOCOMOIO Y.

25/Tom XXX/2

VY pemumuBax 3axXBOPIOBAHHS JIOMiHYBaJIM JIATI-
noinHi Ta nceBnoammIoinHi kimonu (mo 33,3% Bimmmo-
BifHO). [inepaurutoinuuii kioH Oy chopMOBaHUiA 3a
paxyHoK TpucoMmiid xpomocom 11 i 17 (Ne 1), rimo-
JTUTLTONTHI — MOHOCOMIH XpoMocoM 4, 7, 8x2 (Ne 7, 9).

AHai3 CrieKTpa CTPYKTYPHHX TiepeOyI0B Ta 3alry-
YEHHX XPOMOCOM SIK Ha 4ac BCTaHOBJICHHS AiarHo3y,
TaK i y pelirBax IMOKa3aHO Ha PUCYHKY.

BimcoTok CTpYKTYpHHUX aHOMATii XPOMOCOM SIK
30ajaHCcOBaHMX (TpaHCIOKalii, iHBepcis), Tak 1 He30a-
JIAHCOBAaHUX (JIeNellii, i30XxpoMocoMa, iHCepIIisl, JoAaT-
KOBHH MaTepial HEBCTaHOBJIEHOTO MOXOKEHHS,
MapKepHi XpOMOCOMH), peecTpyBaBcs Ha piBHi 50,0%.
Yacrime peectpyBaiu Tpanciaokauii (43,7%), y cBoro
yepry neneuii Oynu 3adikcoBani y 25,0% Bumazkis,
JIOIATKOBUE Matepiai HEBCTaHOBICHOTO MOXOHKEHHS
12,5% Ta i30XxpoMocoma, iHBepcis, iHcepiis — 1o 6,3%.
Jo ¢opMyBaHHS aHOMAIFHHX KJIOHIB OYIIM 3aiydeHi
xpomocomu 10 map, a came: 2,5, 7, 8, 11, 15-17, 20 ta
21, gacrime — e 6yna xpomocoma 17 (20,8%).
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BceranoBJsienHs aiarno3y
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CnekTp KJIOHAJIBLHUX CTPYKTYPHHX epedy10B XpOMOCOM Ha Yac BCTAHOBJIEHHSI liarHo3y Ta penuauax ['MJI

VY pemmauBax I'MJI 30amaHcoBaHi Ta He30anaH-
COBaHI CTPYKTYpHI aHOMAaNii XpOMOCOM pPEECTPY-
BaJIMCH TOpiBHY (10 6 BumnankiB). Cepen Hez0anmaH-
COBAaHMX aHOMAaJld dYacTille BHABISUIM Aeaewil
(41,7%) Ta i30xpomocomy (8,3%), a cepen 30amanco-
BaHUX — TpaHcinokamii (41,7%), a Takox TepHIeH-
TpuuHy iHBepcito (8,3%). o cTpykTypHUX mepe-
OynoB OyIo 3amydeHo 8 map xpomocom: 5,7, 8,9, 11,

12, 16 Ta 22. Yacrime A0 CTpYKTypHUX mepeOymaoB
3armydanucs xpomocomu 8 i 9 (o 17,6%).

Takox Ha 4ac BcTaHOBJICHHS AiarHo3y (Ne 3, 11)
Ta B ctani peuuausy (Ne 1, 3, 5) Oyna BusiBIeHa eBO-
JIFOLIIST KIIOHAJIBHUX aHOMauTild xpomocoM (y 14,3% Ta
22,2% BiaNOBIIHO). 3 METOK PEKOHCTPYKIIi Mexa-
HI3MIB Yy CTaHOBJICHHI IIbOTO (peHOMEHY OYJI0 Mpo-
BEICHO KOIyBaHHS aHOMAJIii:

Kapiorun BcraHoBJIeHHS AiarHo3y
3/m
3 t(A;B)del(A)= der(A)t(A;B)del(A),-C,-D,+mar1,+mar2,+r|
11 del(A)=ldel(A),+B|
Penunusu
1 del(A),del(B),+C=HC,+D|
5 [t(A;B)=>{t(A;B),inv(C)

Tak, y xapiotumi Ne3 Ha 4Yac BCTaHOBJICHHS
niarHo3y YyCKJIQAHEHHsS NEepBHHHOTO KJIOHY 3 TO-
xigHOI0 XpoMocomu 5 (der(5)) BimOyIoCch 3a paxXyHOK
MOHOCOMi# xpomocoM 13 i 16, 1BOX MapKepHHX Ta
onHiel KimbleBoi xpomocoMu; y kapiotumi Ne 11 —
YCKIIATHEHHST TIEPBUHHOI HE30aJIaHCOBAHOI CTPYK-
TypHoi anomanii del(20)(qll) cynpoBomKyBaiIoCh
MOSIBOIO TpHCcOoMii Xxpomocomu 13.

VY pemuauBax 3aXxBOpIOBaHHS B Kapiotummi Ne 1
BUSBIICHO  JIBa  HE30allaHCOBAaHUX  KJIOHU:
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47,XY,del(5)(q31),del(7)(q22),+17/48,XY,+11,+17,
K1 TIOEAHYBaJIa MiXK COOOFO TprCOMist XxpoMocomu 17,
i aHoOMatii Oyim pizHuMH. Y Kapioturi Ne 5 mo
30anaHcoBaHoi TpaHciokarii t(9;22)(q34;q11.2) y
JPYroMy KIIOHI Jofanach 30alaHcoBaHa TICpH-
neHTpuyHa iHBepcis  inv(16)(p13g22), ToOTO BCi
nepeOy1oBu Oyiu 30a1TaHCOBAHUMMU.

OxkpiM TOro, Ha Yyac BCTAHOBJIECHHS IiarHO3Y
MpUBEPTAE yBary 3aydeHHS NEKiTbKOX TMOMii y
(dhopMyBaHHI MOXiJHOT XPOMOCOMH B pe3yJbTaTi
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onHiel 30amaHcoBaHOl Ta omHiel He30alaHCOBAHOI
CTPYKTYpHHX TepeOya0B, a came:
der(5)t(5;11)(q13;p13)del(5)(q31) Ta
der(11)t(11;16)(q23;p13)del(16)(p13)add(11)(g23).
TakuM YHUHOM, €BONIOLS KIOHAIBHHMX aHOMAJIH
(hopMyBaachk 3a paxyHOK MEPBHHHUX 30aJIAHCOBAHHX
CTPYKTYpHUX TIepeOyoB (TpaHCIOKalii) Ta yCKIaj-
HIOBAJIaCs JCNCISIMUA B OJIHIM 3 MOXiJJHUX XPOMOCOM.
To06TO, MOXHa 3pOOUTH TPHIYIICHHSA MPO TE, IO,

HE3aICKHO BiJ] €Taly 3axBOPIOBAHHS, EBOJIOLIS
TeHOMY aHOMAJIbHIX TeMOTIOCTHYHHX KIIITHH 3a3BHYAi
MPU3BOANTL JIO TIOTTIHOJEHHS AucOaaHcy TeHe-
TUYHOT'O MaTepiay.

KiHneBuM eramom aHanisy OTpUMaHUX JaHUX OyIio
TPYIyBaHHA 32 pe3yJbTaTaMH IUTOTCHETHYHHX J0-
CIIDKEHb YCIX KapiOTHIB 3a TPylNamy IUTOreHe-
TUYHOT'O MPOTHO3Y (Tabt. 4).

Tabruysn 4

Po3nonis kapioTumis 3a rpynaMu HMTOr€eHETHYHOIO MPOTHO3Y
Ha 4ac BCTAaHOBJIEHHS JAiarno3y ta penuausax I'MJI

BceraHoBiieHHS AiarHo3y PeuuauBu
I'pyna nporuosy
n (%) n (%)
Cnpustinea 1(7,2) 1(11,1)
Ipomixkua 8 (57,1) 3333
HecnpusitiuBa 5@35,7) 5(55,5)

Tak, Oyno BHU3Ha4YCHO, 10 HAa Yac BCTAHOBJICHHS
JiarHo3y JOMiHyBajla Tpyma IPOMIDKHOTO ITHTO-
reHeTuyHoro mporuody (57,1%), a y peuuausi
3aXBOPIOBAHHS — HECHPUATIUBOTO (55,5%).

3icTaBieHHS pe3yNbTAaTiB KapiOTHUITYyBaHHA 3
BiAmoBiaar0 Ha X T mokasano Taki 0COOIUBOCTI: TpyIia
CHPUATIUBOTO IIUTOTCHETHYHOTO MPOorHo3y (Ne 13) —
pemicis; Tpymna MpoMiXKHOTO ITUTOTEHETUYHOTO TPO-
THO3Y — y TIOJIOBMHHM TIAITi€HTIB 3apeecTpoBaHa ped-
pakrepnicts 10 XT (Ne 3, 5,7, 14), aB Tppox (Ne §, 9,
11) — pewmicis; Tpyna HECHPHATIMBOIO HPOTHO3Y —
Ne 1, 2, 10 — pedpakrepnicts g0 XT. Iadopmartis
CTOCOBHO TphOX MamieHTiB (Ne 4, 6, 12) — BigcyTHS.
Mamientn 3 rpynu peruausis [MJI Oymu pedpak-
TepauME 10 TmpotupenuanBHOi XT. Otpumani pe-
3yJIbTaTH HOTPEOYIOTh MOAAJBLIOTO CIIOCTEPE)KEHHS.

BUCHOBKHU

1. Ha 4ac BCTaHOBJIEHHSA JiarHO3y Ta Y PEeLUIUBAX
TOCTpUX MIENOIAHUX JIeliKeMi BW3HaueHa Te-
TEPOTEHHICTh KUTBKICHHX (MOHOCOMIi, TpHCOMii) 1
CTPYKTYpHUX 30alaHCOBAaHMX aHOMAIl XPOMOCOM
(Tpancnokartii, iHBepcii) Ta He30anaHCOBaHUX (AENellii,
JOAAaTKOBUI MaTepiaid HEBCTAHOBIIEHOTO ITOXOKEHHS,
130XPOMOCOMH, IHCEPITisl, MApKEPHI XPOMOCOMH).

2. Ha d4ac BCTaHOBICHHS [iarHO3y IIOKa3aHO
MiJBUIIEHAN BIJICOTOK TIMEPAMIDIOITHIX KIIOHIB

25/Tom XXX/2

(28,6%) 3a paxyHOK TpucoMiii xpomocom 2, 8x2, 13,
19, 20 i cxkmaganx xapiotumris (21,4%); 10 cTpyKTyp-
HUX aHOMaJliii XpOMOCOM YacTille 3arydanacsi Xpo-
mocoma 17 (20,8%) Ta momiHyBana rpyna HmpOMixk-
HOT'O [IUTOTEHETHYHOT0 IPorHo3y (57,1%).

3. Mo3aiuni KapioTUIH peecTpyBal B TPH pPasu
YacTillle y peluAnBax, HK Ha 4ac AiarHO3y TOCTPHX
Mienoimaux nerkemii (100% 1 35,7% BiamOBIAHO).

4. Jlo CTPYKTypHUX aHOMAaJiii dYacTilme 3airy-
yaymcs xpomocomu 8 19 (o 17,6%), Ta nepeBaxaa
rpyna HeCIpHUATINBOrO Mporuosy (55,6%).

5. EBodrornis TeHOMY aHOMaJbHUX T'€MOIIOETHY-
HUX KJIITHH, HE3QJICKHO BIJ CTaJlii 3aXBOPIOBAHHS,
NPU3BOAUTH 10 MOTTMOJICHHS AucOanaHcy TeHeTHd-
HOTO MaTepialiy.

Bueckn aBTOpiB:

Annpeera C.B. — koHIenTyami3aiis, JTOCIiIKEH-
Hs1, HAITMCaHHS — pelleH3yBaHHs Ta pelaryBaHHs,

Koperns K.B. — nocmimkenns, Kypariis IaHUX,
HAIMCaHHS — PELECH3YBaHHI Ta pelaryBaHHs;

Cxkopoxon I.M. — penaryBanHs;

l'aproBcbka [.P. — kypartis nanux;

Menbauk Y.1. — Kypartist JaHuX.

®dinancyBanHs. /[ocniKeHHS HE Ma€e 30BHIIITHIX
JoKepen (hiHaHCYBaHHSI.

Konduikr iHTepeciB. ABTOpH 3asBISIOTH TIPO
BIZICYTHICTh KOH(JIIKTY iHTEpECiB
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