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Y nonepeonix yumocenemuunux docnidxuceHHAx HOBOF
Kaimunnoi ainii arodunu 4BL na uac docsenenns 205-eo0
nacaxcy 0xapaKkmepuszoeano NACIOHICMb XPOMOCOMHO20
Habopy 1 Oeski peeyaspHi cmpykmypui nepebydosu. 3
MEemoK 8UBHEHHS NPUPOOU pe2YASPHOI MOHOCOMII OKpemux
20Mon0eiuHUX nap 3acmocogano memoou array CGH i
FISH. Cmpykmypni nepebydosu 6us6ieHo 8 yCix Xpomo-
COMHUX Napax, sKi Gi03HAYUAUCL MOHOCOMIEI 3a OaHU-
MU KAQCUMHO20 yumozenemuuyno2o auanizy. Hatibinouiu-
MU 8UABUAUCL 3MIHU Y Xpomocomax 2, 4, 10, 13 i 17.
Bipoeidnor npuuunoro monocomii xpomocomHux nap 4,
10, 131 17 € macuena empama eeHemu4H020 Mamepiany.
Monocomis dpyeoi napu xpomocom 3ymo8ieHa cymmegor
mpancghopmayiero 00H020 3 20M0A02I6 NO MUNY MHOMNCUH-
Hux Oynaikayiii ma ymeopenns Odepueamy der(2)1(2;?)
(q21;?). 3aedaxu 3acmocysannio array CGH édansocs komu-
Kpemusyeamu OiASHKU CMPYKMYPHUX nepedy0os y Xpomo-
comax 2, 4, 10, 13i 17, wo do3soase nposecmu 6invit moy-
Hy idenmudikauyiro 3a donomoeorr 6azamokonipnoi FISH.
Ompumani pezynomamu niomeepoxcyroms 2inomesy w000
CKOOPOUHOBAHO20 BUHUKHEHHS Oeaeuyill i dynaikayit ma ix
cmaobinizyio402e0 6nau8y Ha MpaHchopmoB8ani XxpoOMocomu.

Karouoei caosa: ainis cmogbyposux kaimum in vitro, cmpyk-
mypui abepauii xpomocom, 6aranc JAHK, FISH, array
CGH.

Beryn. OnHiero 3 OCHOBHUX MpoOJieM poOOTH 3
KJIITUHHUMMU JIiHISIMU € 3MiHa BUXiTHOI'O KapioTUITy
B IIpolieci ajanTallii 40 YMOB KYJbTUBYBAHHS in
Vitro, JIXKepeoM sIKOi € TeHeTUYHA HeCTaOIIbHICTb,
11O TPOSIBISIETbCS BUHUKHEHHSIM XPOMOCOMHUX
abepalliif, mecTabili3alli€el0 MiTOTUYHOIO arapary
Ta 3MiHOIO TIOiAHOCTI KiIiTUH [1—4]. Ile BUMa-
ra€ MOCTIMHOIO MOHITOPUHTY KJIITUHHMX JiHIi Ha
MpeaMeT BUHUKHEHHS TeHETUYHMX Ta eIlireHeTHY-
HUX 3MiH, SIKi ONITUMAaJIbHO BUSIBJISIIOTLCSI TIPU KOM-
IJIEKCHOMY 3aCTOCYBaHHi LIMTOI€HETUYHUX (aude-
peHuiiine 3abapsiuenHs, FISH) ta monexynsipHo-
reHetnuHux (array CGH, TIJIP) metoniB. IToc-
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TilHI KJIITUMHHI JIiHiT 3a3BUYail MalOTh JOCUTH Be-
JIUKi, a yacTo W B3araji BTpaueHi macaxi [5],
TOX [JJI AOCHIIKEHHS B JMHaMIlll Ha eTarax
CTAaHOBJICHHS 1 cTaOuLIi3alii KapioTUIly KJIITUH in
Vitro HaMU OTPUMAaHO HOBY KJIITMHHY JiHito 4BL
i3 mepuepiiiHOI KPOBi 310pOBOT0O JA0POCIOro A0-
HOpa, 110 He IijjiaBajacsl BipyCHi 4M TeHHil
TpaHcdopMalii. Criouatky KIiTUHHY JiHito 4BL
BUPOILYBaJIM Y BUIISIAI KOMIAKTHUX KJIOHIB Ha
(imepi B cepenoBulLi, KOHIULIIOHOBAHOMY €MOpPio-
HaJIbLHUMM T€pMiHATMBHUMMM KJIiTUHAMU i 30ara-
YeHOMY IIMTOKiHaMM [6]. 3a 4ac KyJbTUBYBaHHS
y noHan 220 macaxkax (Oisibliie 8 poKiB) He croc-
Tepirajayd BUAMMUX O3HaK CTapiHHS Ta KpU3W KJli-
TUHHOI KYyJIBTYpH, 110 AA€ IiACTaBU BBaXKaTW JI0C-
JIIKYyBaHy JIiHIIO MOTEHLIAHO iMOPTali30BaHOIO.
Mopdonorito Ta pocToBi 0COOJMBOCTI KJIITUHHOI
JiHii 4BL onmmcano B po6orti [7].

VY nonepeaHiX HUTOTEHETUYHUX JTOCTIIKEHHSIX
KJIITUHHOI JiHi1 4BL Ha paHHiX, cepeHix i Mmi3HiX na-
caxax [8, 9] criocTepiraau o3Haku TpaHchoOpMalIii
KapioTuIly, 3yMOBJIEHI afalTalli€lo 10 YMOB KYJib-
TUBYBaHHs. Mix 160-M i 205-M mracaskamu BinOy-
JINCSI BUpa3Hi 3MiHM IUIOIMHOCTI KapioTUITy: 3pocia
yacTKa TOMIUIOITHUX KmThH (3 2,8 mo 36 %),
MPAaKTUYHO 3HUKIM OinstraruioinHi kiituau (22,1 %
Ha 160-my macaxi), 3MEHILMBCS BiICOTOK MeTa-
(hazHUX TIACTMHOK (M.M.) 3 MepeayacHUM PO3Ii-
neHHsaM xpoMatnn (3 5 mo 1,5 %) [10].

ITpu 3acrocyBanHi GTG TexHiku audepeHIii-
HOro 3abapBiieHHsSI XxpomocoM Ha 205-My macaxi
MiATBEP/KEHO HAsIBHICTb €AMHOIO HE3MiHEHOTO To-
moJiora i3 mapu xpomocom 1, 2, 4, 10, 11, 13, 15,
17, 21, a TakoX peryjsipHi CTpYKTYpHi IiepeOyaoBu:
t(1;11)(q12;p15) — 63 % m.a., t(5;15)(q10;p10) —
23 % wm.m., t(12;15)(p10;q10) — 10 % wm.m. Ta
t(16;21)(q12.1;p11.1) — 5 % wm.m. PerynspHo BusIB-
JISUTM CiM MapKepHUX XPOMOCOM, $IKi MOIJIM Mic-
TUTU TEHETUYHUI MaTtepiaja XpoMOCOM, 110 Oyau
BU3HAYEHI SIK «BIACYTHI» BHACIiIOK MOHOCOMili Y1
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Hy’icomiit [10]. BinnmosigHo, MeTo0 pobOTH OYyI10
JIOCTiIXKEHHSI 0COOMBOCTEN KapioTUMy KJIiTUH Jii-
Hii 4BL 3a gomomoroio array CGH i3 mornmo6e-
HUM aHaji3oM XpOMOCOM, 3a SIKUMU BUSIBISLIN
peryJsipHy MOHOCOMilO Mpu AUdepeHiitHOMY 3a-
OapBJICHHI.

Marepiamm i meromu. KiituHHa ninis 4BL ot-
pumana 'y 2006 p. i3 mepudepiitHoi KpoBi aHOHIM-
HOTO 370pPOBOT0 JOPOCJIOro JOHOpa MPU AOTPU-
MaHHi BUMOT KoMmicii 3 6ioeTuku. KiliTuHU KyJIbTU-
ByBaJIK y ToxXuBHOMY cepenoBuiii JIMEM 3 no-
ma"HaM 10 % eMOpioHaTbHOI CHMPOBATKU TEISITH
[11]. Ha 165-my Tracaxi KJIITUHH TIPOTSITOM J00M
MmiagaBajv [il cTpecy uyepe3 KyJbTUBYBaHHSI B
cepeIoBUILL 3 BUCOKOIO iOHHO cuiiolo. [TpoTsarom
BCHOT'O yacy crioctepexxeHHs (moHas 220 macaxiB)
qiHisg 4BL 36epirana npodigepaTUBHUI TTOTEHITi-
ajl Ta TpUTaMaHHi il ABa MOPQPOJOriUHUX TUMHU
KJIiTUH — hiOpobsacTonoAiOHi Ta erniTe1ionoaioHi.

[IutoreHeTnuHuit aHai3 npoBoauau Ha 205-
My macaxi. 3 wi€lo MeTowo QiKcalilo KIiTUH
3nilicHIOBaM yepe3 24 roj Miciasl TMOCiBy KJIITUH.
Konxinun («Merk», HiMmeyunHa) B KOHILIEHTpallii
0,5 MKr/my BBOAMJIM Ha 2 TOJ, TiCJSI YOO CyC-
MmeH3ito KiiTnH o0pobmsym 0,06 M po3umHOM
KCI 3 exkcno3uliero 55 XB Ta METaHOJ-OLTOBUM
¢ikcatopoM y crHiBBigHOIlIeHHi 3:1, BUroTOBjE-
HUM ex fempore. Ilicas Tpbox 3MiH (hikcaTopa
CYCIIEeH3i0 KJIITUH pO3KamnyBajJu Ha BOJIOTI Tpe-
METHIi CKeJblsl 0e3 BUITaJIfoBaHHS (ikcaTtopa, a B
YacTUHI TpenapaTriB — 3 BUMaJIOBaHHSIM ikca-
TOpa JJisi OTPUMAHHSI Kpalloro po3KMIy XpOMO-
com [12, 13].

ITpenapatu MertacdazHUX XPOMOCOM aHasi3y-
BaJiu 3 BUKOpUcCTaHHSIM audepeHiiiiHoro GTG-
3a0apBiieHHsT 3a MeTonoM [14] y BnacHiii moau-
dikarii Ta texHiku FISH «Cytocell OctoChrom»
(Kninika penpoayktuBHoi MenuuuHu <«Hamis»,
KwuiB). XpoMocoMu aHamizyBajiM 3a JOMOMOTIOIO
CBiTJIOBOTO Mikpockora «Olympus», o0jagHaHO-
ro CHCTEMOIO aBTOMaTM30BaHOro aHafizy Cyto-
Vision 4.01, npu 36iapmieHHi y 1000 pasiB Ha
piBHi BusHaueHHs1 400—550 OeHaiB Ha raruioin-
HuUil Habip. AHanizyBanu 100 meracdasHux rmiac-
TUHOK, B SIKUX SIKiCTb audepeHliiiHoro 3abap-
BJIGHHSI J03BOJIsIIAa iA€HTU(DIKYBaTU XPOMOCOMU
Ta I1XHi CTpPYKTYpHi TmiepeOynoBu. JIisi ineHTU-
¢dikallii XpoMOCOMHMX aHOMaJlii 3acTOCOBYBa-
JIM MiXHapOAHY UMTOTEHETUYHY HOMEHKJIATypy
ISCN-2013 [15].
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HiarHOCTUKY MIiKPOCTPYKTYPHUX XPOMOCOM-
HUX aHOMaJili Ha OCHOBIi omliHku OanaHcy JIHK
MPOBOAWIN METOIOM TMOPiBHSJILHOI TEHOMHOI Ti0-
puauzatii (array CGH) 3 Bukopucranusm CytoSure
Aneuploidy array 15k (Oxford Gene Technology,
Product code 020024, Kiinika penpomxyKTUBHOI
menuuuHu «Hanisi», Kuis). JIHK Buginsiu 3 kiii-
T7H 205-T0 Tacaxy, 110 He ITiIIaBaJIMCh [Iii CTpecy,
3a gornomoroo QIAamp DNA Blood Mini Kit
(Qiagen, xar Ne 51106) ta ountamm QIAquick PCR
Purification Kit (Qiagen, xkatr Ne 28104). Otpu-
MaHUi Oi0JIOTiYHMI MaTepian y KiJbKOCTi 1 MKT
MpoaHajli30oBaHWI BiAMOBITHO 10 pPeKOMeEHIalliii
OxfordGeneTechnology Ha npunani Innopsys Inno-
scan 710, obnmamHaHOMY IpOrpaMHMM 3a0e3IeueH-
HsaMm OGT CytoSure Interpret Software 3.3.2.

PesynabTaTén AOCHiKEHHS Ta iX 0OTrOBOpEHHS.
Acouiayis monocomii 3 npucymmicmioo cmabiabHUX
XpOMOCOMHUX abepayii y KaimuuHii ainii 4BL 3a
danumu yumoeeHemuyHux 0ocaioxcens. B KynbTypi
4BL Ha 205-my macaxi mocsirHyto skocTi GTG-
3a0apBJIeHHS, JOCTAaTHBOI 151 ArcepeHLialii Xxpo-
MocoM 3a napamu. [lpm mornmbiieHomy aHamisi
100 M.m. i3 GisgAUIIOiTHUM KapioTurnom (39—44
xpoMocoM) v 82 % BUSBICHO XpOMOCOMHI Tiepe-
OynoBu. Haityacrilie XxpoMOCOMHI aHOMaJtii 3Ha-
XOOWIN B KIITWHAX i3 KUIBKICTIO 43 XpoMOCOMU
B HaOopi. CoibHUM ST BCiX MpoaHali30BaHUX
KJTIITUH BUSIBUIMCSI MOHOCOMiSI 32 XpOMOCOMOIO
X, BiJICYTHICTb OJHOro abo JBOX TOMOJIOTIB 3
xpomocoMHux nap 10 i 13, HasBHICTb €IMHOIO
HE3MiHEHOro roMoJjiora XpoMocoMHux nap 1, 2, 4,
11, 15, 17 1 21, HasgBHICTb TUTIOBUX TPaHCJOKAIIili
Ta CeMU MapKEepPHUX XPOMOCOM.

Came yyacTb y TpaHCJIOKallisIX BUSIBUJIACh BipoO-
TiIHOIO TPUYMHOI PEECTpallii €AUHOI XPOMOCO-
MU 3 romoJioriyHoi mapu 1, 11, 15 i 21 npu nipo-
BEJIEHHi CTaHJapPTHOIO IIUTOTEHETUYHOTO JO0CIi/l-
JKeHHs1. «BTpaueHuii» reHeTUUHUI MaTepiaa yBiii-
1LIOB 10 CKJIady JepuBarTiB, sIKi YTBOPUJIMCS BHAC-
JIITOK TpaHCJOKallill i peryjsipHO peeCTpyBaUCs
Ha npenapartax xpomocoM: der(1)t(1;11)(ql2;p13),
der(5)t(5;15)(q10;p10),der(12)t(12;15)(p10;q10),
der(16)t(16;21)(q12.1;p11.1) (pmc.1 i 2). Bapto 3a-
3HAUUTH, 110 TpaHcaokarii t(5;15)(ql0;pl10) i
t(12;15)(p10;q10) HiKOIM HE BUSIBIISLIUCS OMHOYACHO.

o crocyeTbcst MPUPOIM MOHOCOMIi JApyroi
XpPOMOCOMHOI napu (puc. 1), YMOBHO «BTpayeHUit»
a0 CTPYKTYPHO 3MiHEHMIA TOMOJIOT BUSIBJISIBCSI Ha

npernaparax xpomocoM sik del(2)(q21) abo aepu-
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Puc. 1. GTG-anani3 xiitun Jainii 4BL, 205-i1 macax. Kapiotun 42,X, MoHocomisi xpomocom 2, 4, 11, 15, 17,

21,X; nynicomist xpomocom 8 i 13; del(1)(q21.1); der(1)t(1;11)(q12;p15); der(10)t(10;16?)(q22;q24-p10;?); der(12)
t(12;15)(p10;q10); der(16)t(16;21)(q12.1;p11.1); micTe MapkepHUX XpoMocoM. CTpiiKaMK TTO3HaUeHi XpPOMOCOMMH,

SIKi 3a3HaJIM IIepeOynoB

BaT der(2)t(2;?)(q21;?), 110 yTBOpUBCS BHACIIIIOK
TpaHCJIOKallil i3 HEBIIOMOIO XpOMOCOMOIO (puc. 2).
ITonibHMM YMHOM MoOIJIa BUHUKHYTU MOHOCOMIsI
yeTBepTol napu (puc. 1): ogHy i3 MapKepHUX XpOMO-
COM, IOIIPpY BUPA3Hi CTPYKTYPHi 3MiHU, BU3HAYM-
1 gk del(4)(q24) ado der(4)t(4;?)(q24;?) (puc. 2).
BincyrtHicte xpomocomu 10-i mapu MOIJI0 cOpu-
yuHuTth yrBopeHHs del(10)(q26.11) abo ckmamHol
TpaHCJOKalil MiX JeKiJIbKkoMa XpOMOCOMaMHu —
der(10)t(10;16;?)(q22;924—q10;?) (puc. 1 i 2). He-
3BaXkalouM Ha HasBHICTb 000X romosoriB 19-i ma-
M, YacTO PEECTPYBAIM MapKepHY XpOMOCOMY, HiMO-
BipHO der(19) (puc. 2).

OTxe, Y4OTUPH i3 CEMU MapKEPHUX XPOMOCOM,
SIKi PeryisipHO BUSIBISUIM B OLISAUIUIOIIHUX KJIi-
TUHAaX, BiporigHo mpeacrtasieHi: del(2)(q21) abo
der(2)t(2;?7)(q21;?); del(4)(q24) a6o der(4)t(4;?)
(924;?); der(5)t(5;?)(ql1.1;?) a6o i(5p), der(19)
(puc. 2). B iHIIMX MapKepHUX XPOMOCOMaX MOXe

JIoKaniizyBaTucsl marepiaa xpomocoMm 10, 13, 17, a
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TaKOX XPOMOCOM, S$IKi BiA3HAYWUJIUCH PEryasip-
HOI0O MOHOCOMI€I0 3a JaHUMU KJACUYHMUX IUTO-
TEHeTUYHMX JocTigxKeHb (puc. 11 2).

OcrtaTtouHa igeHTU(iKallisi MapKepHUX XPOMO-
COM, $IKi BUHMKJIM BHACJiIOK CKJIQJHUX MiXXpO-
MOCOMHUX TepeOynoB, TOTpedye 3acCTOCYBaHHS
baraTokoJjiipHoro abo BubipkoBoro FISH anamisy.
I1o6 BuroroBuTH iH(OPMATUBHI riOpuaAM3aLiiiHi
npoou JIHK, cnig BosoaiTu iHdopMalliero mpo
«rapsiyi TOYKW» CTPYKTYPHMX MepedynoB i o0csr
3MIiHEHOTO T€HETUYHOIro MaTtepiany. 3acTocoBaHa
B JJAHOMY JOCJi/I)KeHHI MOJIEKYJISIpHO-LIUTOTeHEe-
tnuHa TexHika FISH «Cytocell OctoChrom» crne-
LiaJbHO po3pobjeHa s Bepuikalili TpaHCIIO-
KaliiHUX TMepedynoB, a TMOpiBHSJIbHA Te€HOMHA
riopuauzauis (array CGH) BxXe noBejsa BHUCOKY
pPO3IiJIbHY 3AaTHICTh AJsl olliHku OanaHcy JTHK
TOMOJIOTIYHUX XPOMOCOM Ta BCTAHOBJIGHHS AiJIsi-
HOK CTPYKTypHMX TtepebynoB [16—18]. Array CGH
Ha CyyacHOMY eTaIli 3aCTOCOBYETHCSl SIK JIOTOB-
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Puc. 2. GTG-anani3 kiitun ainii 4BL, 205-it macax. Kapiotum 44,X, moHocoMis xpomocom 11, 13, 16, 17, 21,X;
der(1)t(1;11)(q12;p15); del(2)(q21); del(4)(q24); der(5)t(5;?)(p10;?); der(5)t(5;15)(q10;p10); der(10)t(10;16?)(q22;q24-
pl10;?); der(15)t(15;21)(p10;q10); der(19)?; nBi mapkepHi xpomocoMmu. CTpilikaMy MO3HAYEHi XPOMOCO-MM, SIKi

3a3HaI TIepeOyI0B

HEHHSI 10 CTAHAAPTHOI'O LIMTOTEHETUYHOTO TOCHi/I-
JKEHHSI, TpOTe B JESIKUX BUIIaIKaX JO3BOJISIE BU-
SBJISITU XPOMOCOMHI aHOMautil, $IKi He BHAJIOCs
ineHTU(diKyBaTH Mpu KapiotunyBaHHi [19]. ITonpu
1e, MOPiBHsUIbHA T€HOMHA TiOpuamM3aliisi He MO-
K€ 3aMiHUTHU CTaHAAPTHOIO LIUTOTEHETUYHOTO J10-
CJIIIKEHHSI, OCKIJIbKM HE Bi3yalli3ye XpOMOCOMHI
nepedynoBy, a TOMY € MaJIOiH(OPMATUBHOIO Y BU-
nagkax 30aJaHCOBAaHMX TpaHCJIOKAaIliii, iHCepLii,
iHBepCiii, HU3bKOPiBHEBOTO MO3aillM3My Ta Map-
KepHux xpomocom [16, 17, 20]. Bukopucranus
apceHasy METO/iB B JaHOMY JOCJiIXKeHHI BiIKpU-
JIO TIepCneKTUBY BepUudikallii MpUpoar BUSIBICHUX
MOHOCOMili Ta BipOTiJHO acouilloBaHUX i3 HUMU
JIepuBaTiB XpOMOCOM y KJiTMHax jJoguHu 4BL B
YMOBaX TPUBAJIOTO KYyJbTUBYBaHHS.

Ananiz 6anancy IHK xpomocomnux nap, ki xa-
DPAKmMepu3yiomocsi MOHOCOMIEN 3a OQHUMU Yumoee-
HemuuHux docaioxcensb. Y po0OoTi [21] oxapakTte-
PU30BaHO AMHAMIKY YJIbTpacTpyKTypHUX abepalliit
KapioTHUITy CTOBOYPOBUX KJITWH JoauHM JiHil 4BL,
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BUsBIeHUX 3a goromoroio array CGH Ha Tppox
macaxax — 120, 160, 205-my. llikaBum Ta He-
OYIKyBaHUM BUSIBWIOCH, 110 OLIBIIICTh aOepalliii
(myrutikamii xpomocom 2, 10, 16, 19 i nmenewii
xpomocoMm 4, 10, 12, 13, 17 ta X) cnocrepiraan
Ha BCiX gociimkeHnxX Iracaxax. lle mo3Boamio
CTBEPIXYBaTH, 1110 KJIiTUHHA JiiHis 4BL npoiiiuia
eran crtaHoBJeHHs A0 120-ro macaxy i Bil TOro
MOMEHTY MnepedyBa€e Ha CTajii ctadiiizallii.

3a gpanumu array CGH Ha 4yac mocsirHEeHHS
kiitnHamMu 4BL 205-ro macaxy >KOAHUX 3MiH He
3a3HaJIM XpOMOCOMHI mapu 3, 5, 6, 7, 11, 14, 15,
18, 20, 21 i 22, gaxi 30eperav AUIUIOIMHUN Ha-
0ip yHikanbHUX reHiB (puc. 3). Jleski 3 mux Xpo-
MocoM, a came 11, 15 ta 21, geMOHCTpyBa MO-
HOCOMII0 MpU LMTOIrEHETUYHOMY JOCJIIIKEeHHI,
npote pesdyiabratu array CGH mosBonunm apry-
MEHTOBAHO CTBEP/KYBaTU: HEBU3HAUYEHUI TIpU
KJJaCUMYHOMY KapioTUITyBaHHiI Marepiajl TOMOJIO-
TiYHOI XpOMOCOMHU Xo4Ya i 30epexeHuil, aje 3a3-

HaB CTPYKTYPHMX MepedyaoB i ONMMHUBCS Yy CKJa-
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Puc. 3. Iniorpama nipocpaiiny array CGH kuiitun ninii 4BL Ha 205-my nacaxi. I'padiuHo 3a3HauYeHi OIITHKY AeJIeLii

i DyTuTiKanin

Jli XpOMOCOM-JIEPUBATIB Yepe3 y4acTb TaHUX XPO-
MOCOM Y TpaHcJioKauisgx. OmHo4YacHoO i3 IigTBep-
JKEHHSIM TUTUIOITHOTO cTaTycy xpoMocoM 5, 11 Ta
15 noBefeHO 30ajlaHCOBAHUIA XapakTep peryJisipHuX
CTPYKTYPHHUX IepeOynoB, 1110 YTBOPUJIMCS 3a IX-
Hbo1o yuacri: der(1)t(1;11)(q12;p15) i der(5)t(5;15)
(q10;p10). Ilpn ubomy 30aJaHCOBAHICTb TpaHC-
sokauii t(5;15)(ql0;p10) mocsiranach 1MosiBowo pe-
TYJISIPHOT MapKepHOI XPOMOCOMM i3 BMICTOM Ma-
Tepiajly KOPOTKHUX Iiedyeid xpomocomMu 5 — der(5)
t(5;?7)(ql1.1;?) a6o i(5p) (puc. 2).

Jis pelutu XpoMocoM KapioTuny KiaiTuH 4BL
Ha 205-My macaxi xapakTepHa Oijbll ab0 MEHII
BUpaxeHa HesbajsaHcoBaHicTh BmicTy JIHK (puc.
3). BubipkoBy BTpaTy 3HaYHOI KiJIbKOCTi F€eHeTUY-
HOT'0 Martepiajy CIocTepiraan y xpomocomax 12 i
13, Heznaunoi — 8, 9 i X. IlepeBaxkHy BTpary re-
HETMYHOTO Martepiajay MpM OIHOYACHUX He3Hau-
Hux ayrtikauisx JHK BusiBunau y xpomocomax 4
i 17. Bubipkosi 3Hauyni aymiikauii JJHK BuszHa-
YeHO Y XpoMocoMax 2, 16, 19, He3HaUHI — y Xpo-
mocowmi 1. B 10-i1 xpoMocoMHiii rapi crioctepiraiu
BEJIMKI JIeielito i ayrulikauito, MpakTUYHO OJHa-
KOBi 3a po3MipoM. 3a TTUTOMOIO YaCTKOIO 3MiHe-

HOI'0 T€HEeTMYHOTO MaTepialy, 10 BiAMOBiga€e 00-
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CSITY BTpaTy I'eTePO3UTOTHOCTI TOMOJIOTIUHUMU XPO-
MOCOMAaMHU, TMOPSIAOK BUSIBUBCSI HACTYIHUIA: XpO-
mocoma 4 (50,5 % xonctutyrtuBHOi JIHK), 10
(44,4 %), 19 (37,5 %), 13 (34,5 %), 16 (32,3 %),
17 (25,8 %), 12 (25,5 %), 2 (15,7 %). Haitmenmu
BupazHux BTparT HHK 3a3nanu xpomocomu 1
(1,6 %), 8 (2,1 %), 9 (1,5 %) ta X (2,8 %). Cepen
MOpPiBHSIHO HE3HAYHMX 3MiH y XpoMocoMi X BU-
SIBWJIM YaCTKOBY HYJIICOMilO 3a TpbOMa BiIHOCHO
Manumu aiisiikamu (1,5—2,9 Mb), npote i3 nos-
Ho10 BTpaTolo 49 reHiB, cepell IKUX YOTUPU BU3HA-
yeHi OMIM (XG, ARSE, SHOX, CSF2RA).

VY 1abn. 1 oxapakrepuzoBaHo Oananc JJHK Tta
CYITyTHI CTPYKTYPHi 3MiHM y Xxpomocomax 4, 13,
17-1 nmap, 3a IKUMU PETYJISIPHO PEECTPYBAIU MO-
HOCOMIiI0 Ha TipernapaTtax MeTtadazHUX XPOMOCOM
(puc. 11 2). 3acrocyBanHs array CGH no3Boauiio
MiITBEpAUTU BEJIMKi BTpaTU I'€HETUYHOIO Marepia-
JIy, IO BipOTiZHO CHOPUYMHUIO OJHOKOIIIMAHICTD
eKcIIpecii TeHiB B AiasHKax po3mipoMm 50,5; 34,5;
25,8 % Bim koHCTHTYTHBHOI KigbKkocTti JIHK vy 3ra-
JaHUX XpoMmocomax. ¥ XxpomocoMi 4 OgHOYaCHO
i3 menewieo po3mipom 86,4 Mb BUSIBIIEHO ITOPiB-
HSHO He3HauHy ayruiikaiito (9,97 Mb), 3a paxyHOK
yoro 157 reHiB mpUCYTHi Y TPbOX KOITisIX (BU3HAYE-
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Hi OMIM: ADDI, MSX1, WHSCI1, DOK7, WFS1,
DRD5, HTT, EVC, PDE6B, SH3BP2, FGFR3,
EVC2, RNF212, SLC249, IDUA). Y xpomocowmi
17 ogHouacHo i3 aenelieo po3mipom 18 Mb Bu-
SIBJIEHO TIOPIiBHSIHO HE3HA4YHY ayrutikatito (2,49 Mb),
B sIKii1 39 TeHiB MPUCYTHI y TPbOX KOIisIX (BU3HAYEHI
OMIM: CANTI, SOCS3, CBX2, TMC6, TMCS).
Ortxe 3actocyBanHs array CGH migTBepauio 3Hau-
HY BTpaTy T€HEeTUYHOIo Marepiaay XpoMocoMamu
4, 13117 kapiotuny kiituH 4BL Ha 205-my nmacaxi,
10 MOIJIO CIIPUYMHUTHU Bi3yalli3allilo peryJsipHoi
MOHOCOMii 3a3HaUE€HUX XPOMOCOMHUX Map MPU CTaH-
IapTHOMY IIUTOTeHETUYHOMY aHami3i. OCKiJTbKu
Brpara JJHK Oyna yacTkoBOw0, BUHMKAJIO MUTaH-
HSI: 4YM MoIJIa BOHA MPU3BECTU 10 BUHMKHEHHS
MOHOCOMII i B SIKWI1 criocio?

Pesynbrati array CGH miaTBepauiau HasiBHICTh
JIPYroro roMoJjiora 4eTBepToi XpOMOCOMHOI Mapu, ajie
BiH 3a3HaB 3HAUHUX CTPYKTYPHUX 3MiH i3 BTPaTOIO
nminstaky 4q24—q35.2 mosroro rreva (86,4 Mb) ta
TTOPiBHSAHO HE3HAYHOI MYTITKAIil TiIsTHKY 4p16.3—
p16.1 xopoTkoro 1ureua (9,96 Mb). HagsHicTb ne-

I.P. Axonsan, B.O. Kywnipyx, JI.0. Muxumenxo ma in.

qenii del(4)(q24) noBeneHO MNpu 3aCTOCYBaHHI
MOJIeKYJISIpHO-1IuToreHeTuUHO1 TexHiku FISH Cy-
tocell OctoChrom, a pa3oMm 1ie JO3BOJMIO YTOUHM -
TU IPUPOJLY HEBEJIMKOI MEeTalleHTPUYHOI XPOMOCO-
mu «tury F 6e3 rerepoxpoMaTuHy», sika, BlacHe, i
BUSIBWJIACH HACJIAKOM Jenelii XxpomocoMu 4 (puc.
2 Ta 4).

Ha namy aymMKy, 30iIblIE€HHS TiJITHKU KOPOT-
KOro Tieya xpoMocomu 4 (myrurikanis 4pl6.3—
pl16.1) € GiTBII TI3HBOIO TOMIEI0, aHIK AeNellis, i
CIYXUTh JJIs1 cTabiji3allii HOBO1 MapKepHOI Xpo-
mocomu del(4)(q24). e y3romkyerbcs 3 cydac-
HUMU YSIBJIGHHSIMU TIPO TMO€EAHAHE BUHUKHEHHS
Jeeniit i pyrikaitiii mpu popmyBaHHi CTabUIBHUX
CTPYKTYPHUX aHOMaJliii xpomocoM. Bumnamaok aco-
Hiauii iHTepCTUlliabHOI iIHBEPTOBAHOI MyTUTiKallil
3 TEPMiHAJIbHOIO JIeJIelliE}0 KOPOTKOTO Tuieva Xpo-
mocomu 8 Brepiue onucaHuii Weleber et al. [22]
y 1976 p. 3ampomoHOBaHO TPU OCHOBHUX Me-
XaHi3MM YTBOPEHHSI iHBEPTOBaHUX IyTUTiKaliil 3
TepMiHAJIbHUMM AeneligsmMu. Ha nymky Gorinati

et al. [23], npuunHOIO € peKOMOiHallisT BCepean-

Tabauys 1. XapakTepucTHKAa CTPYKTYPHHMX 3MiH Y XpoMocoMax KJiiTuH JiHii 4BL 3 peryispHoo MOHOCOMi€I0 KapioTuiy
Ta 3HayHolo BrpaTow JIHK Ha 205-my macaxi (3a nanumu array CGH)

Pos-
Mip,
Mb

Heneuis (ISCN Notation)

Kinb-
KiCTb
Komiit
reHiB

JlokanizoBaHi reHn

Xpomocoma 4

array 4q24q35.2
(104 635 637—190 992 677)

86,3

533 renu, OMIM: UCPI, TACR3, EDNRA,PRSS12, FGA, 1
GLRB,CYP4V2, ELMOD2, HHIP, GYPA, TLR3, Fl1l, MFSDS,

PALLD, FGB, BBS12, KLKBI, SLC25A4, HPGD, NEKI, LRAT,
AGA, PITX2, ANK2, MMAA, TLL1, FGG, HADH, TLR2, CFI,
EGF, BBS7, ETFDH, NR3C2

Xpomocoma 13

array 13q12.11g21.2
(19 663 361—58 983 135)

39,32

469 renis, OMIM: B3GALTL, ARL11, FREM2,RXFP2, RNFO6, 1
GJB6,GJB2, PHF11, SMADY, ITM2B, ATP7B, CENPJ, RFXAP,

TNFSF11, HTR2A, ALOXSAP, FGF9, PDX1, SGCG, RNASEH2B,
KL, SPG20, RBI, SUCLA2, SACS, FLT3, SLC25415, BRCA2

Xpomocoma 17

array 17q11.1g21.31
(22 431 116—40 458 230)

18,0

515 renis, OMIM: PYY, CCL3L3, SLC4A1,STAT5B, BLMH, 1
NOS2,ACACA, HNFIB, TCAP, TMEMI32E, KRTI2, KRTI4,

JUP, NAGLU, KRTI13, CCL2, CCL11, PEX12, SLC46A1, SOST,
NFI, KRTI0, KRTI6, G6PC3, GFAP, G6PC, GRN, RARA,
STAT3, HCRT,CCL3, KRT9, BRCAI, TAF15, ERBB2, ITGA2B,
FOXNI, WNK4, SLC6A4, NAGS, CRYBAI

Tlpumimka. Y xpomocomax 4 i 17 oqHoyacHO BUSIBJIEHI TTOPiBHSIHO He3HauHi ayrutikauii (9,97 i 2,49 Mb BianosigHo).
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Hi TMapalleHTPUYHOI iHBepcCii, sIka BUHUKAE TPU-
omzao y 0,1—0,5 % momynamii [24]. 3rigHo 3
JIPYTUM MEXaHi3MOM, TTiICTaBOIO TSI BUHUKHEHHS
iHBEpTOBAHMX NyTUTiKalliil i3 TepMiHAJbHUMU Je-
seuissmu € pekomOiHauist Mixk LCR (low copy re-
peats) po3mipom 10—500 kb Ta romoJoriero rmo-
ciimoBHOCTEet 95 % [25, 26]. Tperiit MexaHi3zMm
0a3yeTbcsl Ha TMPUMYILIEHHI, 1110 iHBEepTOBaHi ay-
TUTiKallii 3 TepMiHAJIbHUMMU JeJIelliIMU BUHUKAIOTh
i3 MOYATKOBUX JBOJIAHIIIOTOBUX PO3PUBIB JBOX CEC-
TPUHCBKUX XpoMmatu [27]. 3AUTTS JUNKUX KiH-
L[iB MPU3BOAUTD 10 cuMeTpuuHoro U-Ttury oo’em-
HaHHS 3 YTBOPEHHSM JAULIEHTPUUHOI XPOMOCOMMU,
a MIPEMITOTUYHUI PO3PUB TULEHTPUKA TUCTATBLHO
Bill cailTy 3JUTTS CIPUUMHSIE YTBOPEHHSI MOHO-
LIEHTPUYHOT XPOMOCOMHU 3 TEpPMiHAJbHOIO Jeje-
Li€l0 Ta iHBepTOBaHOIO Ayrulikamiero. Ha mymky
Rowe et al. [26], U-tun oOMiHy € HaiITOLIMPEHI-
LIMM JJIs 0araTboX XpOMOCOM.

V poborti Tassano et al. [28] moBimomMiseThCS
Mpo MeplIMii BUNAaA0K YTBOpPEHOI de novo inv dup
del(4) 3 yacTkOBOW AyIUliKalliero 4p i aeseliero
4q. JdynnikoBaHuli perioH npoctsiraBcst Bim 4pl3.1
JI0 TejoMepu i MaB po3mip 29,27 Mb, B Toit yac
SIK PO3Mip TepMiHabHOI Aenaenii 4q35.1 ctraHOBUB
3,114 Mb. VYV HamioMy BUNAAKy B XpOMOCOMax
yeTBepToi TMapu KJiTUHHOI JiHii 4BL Takox
BimOyjacst TepMiHajbHA JyIUTiKallisi KOPOTKOTO
mwieya 4p16.3-pl6.1, xo4ya ¥ MEHIIIOTO PO3Mipy
(9,966 Mb), TIpoTe BTpaTa rTeHETUYHOTO MaTepiairy
BHACJiZOK TepMiHajabHOI nmeneiii 4q24-q35.2 Bu-
SIBUJTACSI 3HAYHO Oiibinoo — 86,357 Mb. Llikaso,
1110 CITiBBiIHOILIEHHS PO3MIpiB AeJellil i ayrutikanii
B 000X HOCHIIKEHHSIX CKJajo npubamn3Ho 1 go 9.
3arajom Ha JaHUWi Yyac OMUCAHO AECSATh Malli€EHTIB
3 gyrutikamiero 4pl4-pl5 i memeuiero 4q35. B ycix
BUMAIKaX aHOMAaJlil XpOMOCOMM 4 YTBOPIOBAJINCh
BHACJIIOK MEPUILIEHTPUYHOI iHBepcil, ycnagkoBa-
HOI BiJl OJJHOTO 3 0aTbKiB. YTBOpPEHHS de novo inv
dup del(4) HaLITOBXY€E Ha AYMKY, 1110 TepMiHaAJbHI
Jenelii i ayrJiikailii MoXyTh MacKyBaTU CKJIaIHi
rnepeOyIoBM Ta PEKOHCTPYIOBaHHSI reHomy [28],
1110, BJIJaCHEe, MU I CIIOoCTepiraju nNpu A0CTiIKEeHHI
Kapiotuny kiitnH 4BL Ha 205-My macaxi.

Ao A0TpUMYBaTHUCh TIiMOTE3W IIOAO OAHO-
YacHOI TOSIBU JIeJIellil i myrurikaliii mist ctaoimiza-
1Ii1 XpOMOCOMHU, peryJisipHa MOHOCOMisl a00 HyJIi-
comist 13-1 XpOMOCOMHOI Mapu y KJiTUHaX JiHii
4BL moxe OyTu HacCJiIKOM BeJMKOI Jesellil 10B-

baaanc THK y xpomocomax cmogbyposux kaimun arodunu ainii 4BL

roro miaeva 13ql12.11-q21.2 (39,32 Mb) 3a BiacyT-
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Puc. 4. IneHtudikaliisi CTpyKTypHHX TTepeOyI0B XpOMO-
coM 4-i (a) Ta 17-1 (6) map y kiituHax JiHii 4BL 3a no-
TMOMOTOI0 MOJIEKYJISIpHO-LIMTOreHeTuuHOI TexHiku FISH
Cytocell OctoChrom: a — del(4)(q24); 6 — der(17)t(17;?)
(qll.1;?)

a

HOCTi OJHOYACHMX MYIUTiKaLiid, sIKi MOIJIM Ou
CTabiIi3yBaT HOBY XPOMOCOMY $SIK CaMOCTiliHY
OIMHMIII0. €1MHA MOXJIMBICTh 30€epertv 3ajulll-
KOBUII TeHeTUYHUI MaTepian xpomocomu 13 — 1ie
YTBOPEHHSI IEPUBATY 3 iHIIIOI0 XPOMOCOMOIO, a #o-
ro HasBHicTb miaTBepakeHo array CGH (puc. 3).
IIpuynHy BiICYTHOCTI «CTaOLIi3yH04yoi» IyILIiKa-
ii y xpoMocoMi 13 MoxHa moB’s3aTu 3 0COOJIM-
BOCTSIMM T€HETUYHOIO MaTtepiaiy ii KOpOTKOro Iie-
ya. BoHo nmoGynoBaHe i3 mikpocateiaitHoi JTHK,
a MOXJIMBICTb PanTOBUX Y3TOJIK€HMX 3MiH KOHC-
TUTYTUBHOI'O IF'eTePOXPOMATHUHY Y BillOBiIbL HA Be-
JIVKY BTPaTy €yXpOMaTUHY TPEICTABISETLCS TOBOJII
HU3bKOI0 [29]. ¥ nociimxeHHi BIUIMBY 6€H30J1y Ha
XPOMOCOMM MHUILI Ta JIIOAMHU XPOMOCOMHI pO3-
PMBU CITOCTEpiTaau MepeBaXkHO B paifoHaX eyXpo-
matuHy [30]. B yncieHHMX omucax BUMNAAKIB Ae-
Jgeuii 13q, sIka MIiCTUTh BilOMHUI OHKOCYIIpECOp
Rbl, He moBigOMJISLIIOCS MPO HASIBHICTb CYMYTHIX
OyIUIiKaliii B OUISHKAX eyXpoMaTWHY IIpU 3a-
crocysanHi array CGH [31—33]. MmoBipHicTb BTpa-
T XpoMocoMU 13 30ilbLIYETHCS, SIKIIO pa3oM i3
neneuiero 13ql2.11-g21.2 BTpaya€eTrbcs LEHTPO-
mepHa anbpoigna JHK, ane 1e Baxko goBecTu
yepe3 HeuymiuBicTh array CGH no ouinku JHK
rerepoxpomMatuny [18].

Otxe, Ha MPUKJIAAi XpOMOCOMU 4 MOXKHA IpU-
OYCTUTU, 110 AYIUIKAallisi KOPOTKOTO ILieya CTa-
Oinizye HoBy xpomocomy del(4)(q24), i 3aBOsKu
LIbOMY BOHa 30epira€ roMoJjIOriuHy mnapy, TOOi SIK
y BUIIQAKY XpoMOcoMM 13 HeBpiBHOBaXkeHa, BU-
OipkoBa BTpaTa BEJIMKOI YaCTUHM JOBrOro Iujieya
(34,5 %) € BipoOrigHOIO MPUYMHOIO MOHO- a00 HY-
JicoMii Kapiotuily. 30epexeHi CTPYKTypHi ee-
MEHTHU XpoMOcOMU 13 BapTo LIyKatu y CcKiamai
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perysipHuX MapKepHUX XPOMOCOM, 1O Y3roIKy-
eTbed 3 nanumu Bui et al. [34].

ITpu kapiotunyBaHHi KiiTuH JiHii 4BL cnoc-
Tepirajam peryasipHy MoHocomito 17-1 mapu xpo-
mocoMm (puc. 1 Ta 2). 3a nanumu array CGH 3Hau-
Hi CTPYKTYpHi 3MiHU BimOyaucss B 11 JOBromy
rieyi: meJrenist Benukoi minsgaku 17ql1.1-g21.31
(18 Mb) Ta mopiBHSIHO HE3HAYHA AYyIUTiKaLlisl CyO-
TeJaoMepHoi mimgHkr 17q25.3 (2,49 Mb) (puc. 3).
Yepes3 HE3HAUHY MOJIEKYJISIPHY Macy 3aJUILIKOBUMA
MaTepiajl xpoMocoMu 17 abo BTpatuBcs, ado, 110
OijblI MMOBIPHO, OMMWHUBCS Y CKJIaJi JepuBaTiB
MapKepHUX XpoMocoM. Tak, 3acToCcyBaHHSI MOJie-
KyasipHo-iuToreHeTMuHoi TexHiku FISH Cytocell
OctoChrom 103BoJIMIIO ileHTU(}IKYBaTU MaTepia

I.P. Axonsan, B.O. Kywnipyx, JI.0. Muxumenxo ma in.

JIOBIuX Iuiedeil xpomocomu 17 y cKiami HeBeJM-
Koro cyomeralieHTpuka — aepusata der(17)t(17;?)
(ql1.1;?) (puc. 4).

OTxe, BUSIBJIEHO Y3TOJIXKEHICTh MOHOCOMIil Ka-
piotuny 4, 13, 17-1 XxpoMOCOMHHUX Map MpH Kapio-
TUITyBaHHi 3i 3HauHow0 BTparow Humu JIHK 3a
pesynbratamu array CGH Ha yac mocsirHeHHS
KJiTuHHOW JiHieo 4BL 205-ro macaxy. llikagi
pe3yJbTaTh oTpuMaHo 11 2-i i 10-1 XxpoMocOMHUMX
nap, B SIKMX BiITBOPEHHSI MOHOCOMIi acolliloBaio-
cs i3 3HauyHuMM ayrtikamismu JHK 3a manumu
array CGH (ta6:. 2).

IIpu craHmapTHOMY KapioTUITyBaHHI i3 3acCTO-
cyBaHHsIM GTG-3abapBieHHs MpenapaTiB XpoOMO-
COM Yy KOXHIl ApYriii JIUIDIOIOHINA Ta OUIBIIOCTI

Tabauys 2. Cyrresnii Ha0yTok JTHK, 3a nanmvm array CGH, xpomocomamu 2-i i 10-i map B acomiamii
i3 peryJisspHOI0 MOHOCOMIi€I0 KapioTuny KiiTuH JiHii 4BL Ha 205-my nacaxi

Kinb- Kinp-
Teneuist (ISCN Notation) 1‘(‘3‘;‘; Tynnikanis (ISCN Notation) ;((‘);Tl"u
TeHiB TeHiB
Xpomocoma 2
Hemae 2 array 2p24.1 (19 256 636—19 858 012) 3
0,6 Mb, 1 ren OSRI
Hewmae 2 array 2p21 (45 963 657—46 669 292) 3
0,71 Mb, 9 reniB, OMIM: EPAS1
Hemae 2 array 2p13.3p12 (69 055 375—75 314 398) 3
6,2 Mb, 111 renis, OMIM: FIGLA, ANTXRI,
DGUOK, HTRA2, ALMSI, DCTNI, SPR,
ATP6VI1BI, DYSF, MCEE
Hewmae 2 array 2q31.1g33.1 (171 590 598—202 272 828) 3

30,7 Mb, 257 renis, OMIM: FRZB, CASPS,
PRKRA, HOXD4, HSPDI1, DIRCI, COLSA2,
MSTN, SATB2, NEURODI, PMSI, STATI,
TTN, SLC25412, HOXD13, COL3A1, AGPS,
HOXD10, CHN1, SLC40A1, CHRNAI, STAT4,
PDE11A, CASP10, DFNB59, ITGA6, CERKL,
HIBCH

Xpomocoma 10

array 10p14p12.1 (7 120 936—27 185 631) 1
20,1 Mb, 202 renu, OMIM: PDSSI, PTFIA,
MYO34, OPTN, MLLTIO, CUBN, PHYH,
CACNB2, DCLREIC, GATA3

array 1026.11926.3 (121 105 410—135 196 293) 1
14,1 Mb, 153 renn, OMIM: FGFR2, DMBTI,
OAT, ACADSB, PLEKHA, BAG3, HTRAI,
UROS

array 10g24.2926.11 (99 711 439—120 783 547) 3
21.1 Mb,261 ren, OMIM: TLX1, SUFU,

PNLIP, HPS6, CYPI7A1, CPN1, COXIS5,

TCF7L2, PAX2, HPSI, RBM20, SMC3,

ABCC2, FGFS, SHOC2, COL17A1, FBXW4,
PITX3, HABP2, EMX2, ADRBI, MXI1

array 10q22.1g22.2 (70 994 899—75 740 231) 3
4,75 Mb, 113 reniB, OMIM: SLC29A43,

CHST3, PRFI, PLAU, PSAP, VCL, CDH23,
NEUROG3, NODAL, PCBDI, MRPS16
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TeTParuIoiIHUX KJIITUH PEECTPYBAIM MOHOCOMIilO
JIPyroi XxpOMOCOMHOI TTapy 3a HasIBHOCTI Bi3yaJIbHO
He3MiHeHoro romoviora (puc. 1). 3a pesyabraramu
CTaHJAPTHOTO 1LIMTOTEHETUYHOTO aHallizy «BTpaue-
Hy» TOMOJIOTIYHY XPOMOCOMY BHU3HAUYWIU SIK JeJie-
wito gosroro miaevya — del(2)(q21) (puc. 2), npote
3a manumu array CGH B minsiHui 2q31.1-g33.1,
HaBITaKW, BimOynacs BeanKa QyTUTiKallis po3MipoM
30,6 Mb i3 pe3yJabTaTUBHOIO TPUKOIiHICTIO 257
reHiB, 3 skux 28 BusHaueHi OMIM (tabu. 2).
VY pobori Bonaglia et al. [35] onmmcaHo Bumamox
nyrutikauii 2q, ska BigOysnacs BHACHilIOK iHBep-
cii, acolliiioBaHOi i3 BUHUKHEHHSIM TepMiHaJIbHOL
Jieiellii, mpoTe HasiBHICTb Aesellii XxpoMocoMu 2 y
kimitnHax 4BL 3amepeduyeTbcst pe3ynbTaTaMu array
CGH. €1uHuM MOXJIMBUM MOSICHEHHSIM Bi3yallb-
HO1 BiJICYTHOCTi YaCTUHU JOBrOro rieya Xpomo-
comMu 2 Tipu 30epeXeHHI BiAIOBIZHOTO T€HETUY-
HOTO Marepiajly € YyTBOPEHHSI JAepuBaTy 3 iHIIOIO
xpoMocomor. OTxe, Ipyra XpOMOCOMHa Iapa Ka-
piotuny kiaiTuH 4BL BiporinHO MiCTUTBH CTpYK-
TYpHO 30epeKeHUuii TOMOJIOT Ta CTPYKTYPHO 3MiHe-
Huit nepuBat der(2)t(2;?)(q21;?). LikaBo, 1o ic-
TOTHi 3MiHU JIOBroro Iuieya XpoMOCOMM 2, SKi
Bi3yaJIbHO CTBOpPIOBAJIM KapTUHY BTpaTU MOTO re-
HETUYHOTO MaTepiany, 3rigHO 3 JaHUMHU array
CGH cynpoBoaKyBaJIMCS YTBOPEHHSIM JyTLTiKa-
il y BidyaJbHO HE3MiHEHOMY KOPOTKOMY IUIevi:
MTOPIiBHSTHO HeBenKoi (6,2 Mb) B minmsaai 2p13.3-
pl2 ta mBox mpionmx (0,6—0,7 Mb) B mizstHKax
2p21 i 2p24.1 (taba. 2 i puc. 3).

[Mlo6 imeHTU(iKyBaTH TEHETUYHUI MaTepia
JIOBTOTO TlJIe4ya XpOMOCOMM 2 y CKJIai MapKEepHUX
XPOMOCOM Ta 00’€KTMBHO OXapaKTepu3yBaTU 3Mi-
HU B ii KOPOTKOMY ILJIeYi, CJIiJi MPOBECTU MOJe-
KYJISIPHO-LIMTOTEHETUYHE JOCHiIKeHHS i3 3acTo-
cyBaHHSM OaraTokoJiipHoi FISH.

ITpu uMTOreHeTMYHOMY AOCTIIKEHHI MepeBaXK-
HO criocTepiraan MoHocoMmito 10-i mapu xpoMocom,
siKa B IUTLJIOITHOMY CTaHi MiCTUJIa OJUH CTPYKTYp-
HO 3MiHeHuit romosior (puc. 1 i 2). Pesyabratu
array CGH 3acBiguuim rereporeHHicTh 3MiH 0Oa-
naHcy JHK, ski BiporigHo #i CynpoBOIKYyBaIu
BUHUKHEHHSI CTPYKTYpHUX 3MiH. BinOysacst BTpara
Besukoi niissHku 10p14-pl12.1 kopoTkoro mieuda
(20,07 Mb) Ta MHOXMHHi reTeporeHHi 3MiHU JOB-
roro rJjeya, a came Beauka ayruikaiis 10q24.2-
q26.11 (21,07 Mb), mopiBHIHO He3HaYHa IYTLTi-
kauist 10g22.1-q22.2 (4,75 Mb) i 3HauHa BTparta
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10g26.11-q26.3 (14 Mb) (pmc. 3 i Tabm 2). B
JliTepaTypi OMMCaHi BMITAQAKM TMOETHAHHS TEpPMi-
HaJIBHOI Jiesenil i ayriikamiii 10-1 xpomocomu [36].
ITonibHO 10 HaBeaeHUX XapaKTePUCTUK TFEHETUY-
Horo Martepiany xpomocomu 10 y xmitnHax 4BL
OIMMCAaHO KJIIHIYHUI BUIAAOK 3 aHaJOTiYHUMU
ningaKamMu gyrorikarii (10q25.3q26.2, 13, 1 Mb) i
nenerii (10g26.2q26.3, 5 Mb), npryoMy BUKOpPUC-
taHHs FISH ananizy n103B0MI0 BCTAaHOBUTH, 1110
JIyTUTIKOBaHUM (parMeHT 3HaXOAUTLCS B iHBEp-
TOBaHil mo3uuii [37].

SAxio mimcymyBaTu pe3yabTaTUBHI 3MiHU, TPaHC-
¢dopmoBana xpomocoma 10-1 mapu ToBUHHA MaTH
Maiixke aKpOLIEHTPUUHY KOHCTUTYILiIO i3 BUAOBXKE-
HUM JOBTUM IjIedeM ITpuoam3Ho Ha 11 Mb, ipore
BpPaxOBYIOUM YMCEJIbHI «rapsiyi TOYKM» B MiCIISIX
nepedynoB, MOXHa MPUIYCTUTHU, 110 BOHA YT-
BOpMJIa TPAHCIOKALil 3 IHIIMMU XpPOMOCOMaMH i
MpUBHECIA IO CKJIamy IepuBaTiB (MapKEpHUX XpPO-
MOCOM) HAJTMIIKOBUI TEHETUYHUI MaTepiail ABOX
ninsgHoK mosroro 1oreva (10g24.2-q26.11 i 10g22.1-
q22.2). VIMOBipHiCTb IIbOTO MiITBEPIKYE PETYIISIp-
He BUSIBJIEHHS YaCTMHM JOBrOTo Iuieuya XpOMO-
comn 10 y cxkmani mepmsaty der(10) t(10;16;?)
(922;q24q10;?), sikrii yTBOPMBCSI BHACJIIOK TpaHC-
Jokariii Mixk xpomocomamu 10 i 16 Ta HeBM3HaAYe-
Hoto (puc. 11 2).

Bussneni 3a nonomororo array CGH nHe30aman-
COBaHi 3MiHM T€HETMYHOIO MaTepiajly acollilolo-
ThCSl i3 JIOCTOBIPHOIO BTPATOI TETEPO3UTOTHOCTI
OHKOTEHIB, T€HiB-MPOTEKTOPIiB MyXJIUHHOIO POC-
Ty, Fe€HiB MpoJidepaliii, anmonTo3y Ta iHIIKX GyHK-
LiiA, 110 MOIJO CTBOPUTU OCHOBY JJISI TpaHC-
(hopmaiiii reHeTMUHOI nporpamu KiiTuH 4BL i 3a-
0e3neyrTH 11 3JaTHICTb A0 TPUBAJIOIO KYJIbTUBY-
BaHHsI. CTpyKTYypHi 3MiHM XpPOMOCOM Yy KJIiITMHAaX
4BL y3romKyoThCsI 3 TIilOTE3010 IIOJ0 CKOOPIM-
HOBAHOTO BMHUMKHEHHS JeJeliil i OyIUlikauiii Tta
iX cTabii3ylouoro BIUIMBY Ha TpaHC(hOpPMOBaHi
XpPOMOCOMH, 110 JAO3BOJISIE PEKOMEHIYBaTU BUKO-
PUCTaHHS KJITMHHOI JiHii 4BL mas Takux poc-
JIIKEHb.

BucHoBkHM. Yci XpOMOCOMHiI Tlapu KJIiTUHHOL
il 4BL mognHM, 110 1eMOHCTPYBaJIM MOHOCO-
Mil0 MPU KJIACUYHOMY ILIUTOTEHETUYHOMY aHali3i,
3a3HaJIM CTPYKTYPHUX MepedynoB, sIKi iMiTyBanu
BTpaTy OJIHi€l TOMOJIOTiYHOI Xpomocomu. [lene-
uii posamipom 18—50,5 Mb JIHK BigOynucs y
xpomocomax 4, 10, 13, 17-i map, mpuyomy «BTpa-
YeHUI» TeHETUYHUI MaTepiaa 4yaCTKOBO OMMHUB-
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csl 'y CKJaZli XpOMOCOM-JIEpUBATIB, MPUPOAY SIKHUX
BuBUasn 3a goromoroto TexHik GTG, FISH i
array CGH. fxio BUHUKHEHHs Jeielii Oyio
BU3HAUAJIbHOIO TOJIi€EI0 B YTBOPEHHi MOHOCOMIli
4, 10, 13 i 17, To MOHOCOMiII XpoMOocoMH 2
BUSIBUJIACh HACJIiAKOM MHOXWHHUX IYIUJTIKAlliil 3
YTBOPEHHSIM JepuBaTy. 3aBAsIKM 3aCTOCYBAHHIO ar-
ray CGH KOHKpeTHU30BaHO MJITHKU CTPYKTYPHUX
nepedynoB y xpomocomax 2, 4, 10, 13 i 17, o
JIO3BOJISIE MPOBECTU OiIbll TOUHY ileHTUIKALliIO0
3a jornomorow 6ararokonipHoi FISH.

Konexmue asmopie sucnroénroe wiupy noosxy B.J1.
3yKiny, Kano. meo. HayK, KepieHUKY KAIHIKU penpo-
oykmuenoi meduyunu «Hadis» (m. Kuig) 3a dono-
MOy 8 NPOBeOeHHI 00CAIONCEHD.

CHROMOSOMAL DNA BALANCE
IN HUMAN STEM CELL LINE 4BL

H.R. Akopyan, V.O. Kushniruk, D.O. Mykytenko,
N.L. Huleuk, Y. Kremenskaya, L.L. Lukash

Institute of Hereditary Pathology, Lviv

Institute of Molecular Biology and Genetics, Kyiv
E-mail: kushniruk_v_o@ukr.net

Clinic of reproductive medicine «Nadiya», Kyiv
University of Rzeszyw, Poland

In the previous cytogenetic study of new human stem cell
line 4BL at the 205" passage we observed the ploidy of
chromosomal set and regular aberrations. To investigate
the nature of monosomy of certain chromosomes the array
CGH and FISH analyses have been used. The aberrations
of chromosomes have been identified in all the cases of
monosomies previously revealed by G-banding. The largest
changes of the DNA balance have been detected in the
chromosomes 2, 4, 10, 13 and 17. The probable cause of the
monosomies of chromosomes 4, 10, 13 and 17 is massive
loss of the genetic material. The monosomy of the second
chromosome pair is caused by significant transformation
one of the homologs in a type of numerous duplications
and formation of der(2)t(2;?)(q21;?). Due to application of
array CGH the regions of the structural aberrations of the
chromosomes 2, 4, 10, 13 and 17 have been concretized,
what permitted to perform their clarifying identification
by multicolored FISH method. The results obtained by
us confirm the hypothesis about coordinated appearance
of the deletions and duplications and their stabilization
impact on the transformed chromosomes.
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