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Cnoci6 oTpumaHHa npomeTadasHMXx Ta PaHHEMITOTUYHMX XPOMOCOM i3 KynbTypu niMdouuTis
Bkntovae 3abip nepudpepiHOi KpOBi, KynbTUBYBaHHS, rinoToHidauito posunHom KClI, dikcauito
CYMILILWIO eTaHoMy/MeTaHONy Ta NbOASHOI OLTOBOI KUCMOTM, LEHTPUAYryBaHHs, pO3KanyBaHHS
ocagy KNiTUH Ha 3BOMOXEHi OXOonoaXeHi crtekna, dapbyBaHHs AMdEepeHUinHMM MeTogoM Ta
LUMTOreHETMYHMIA aHani3 3a AOoMoOMOrok CBITNIOBOro Mikpockona. Npu ubomy nicna 3abopy Kposi Ta
KyNbTMBYBaHHS OOAAOTb eTudiym Opomig, Konuemia, BiaueHTpMdyroByloTb, A4OAAKTb FMMNOTOHIYHUIA
PO34uH, hikcaTop, LEHTPUDYryIOTb Ta NPOBOASATbL LUUTOrEHETUYHUIA aHarnis.
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KopucHa mopenb HanexuTb A0 ranysi MeauuuHu, 30Kpema - MeOudHOI reHeTuKu, a came —
LMTOreHeTMKN, i MOXe BYTW BUKOpUCTaHa ANs AeTeKuii XPOMOCOMHUX aHOMarin y NI0OUHN.

Bigomi cnocobu geTekuii XxpOMOCOMHMX aHOManin I'PyHTYOTLCA Ha 72-TOAVHHOMY KyNbTUBYBaHHI
nimcouuTia nepmdepinHoi KpoBi, ikcauii KynbTyp, OTpUMaHHI npenapartie mMeTadasHuX NnAacTuH
XPOMOCOM Ta UMTOreHEeTMYHOMY aHanisi B CBiTIIoBoMy Mikpockoni [1-7].

Hanbnwkyum aHanorom € MeTod OTPMMaHHsl npenapaTtiB npomMeTadasHux Ta pPaHHEMITOTUYHUX
XPOMOCOM NS UMTOreHEeTUYHOro aHanisy, fKMn nondrae y [oOaTKOBOMY [Ao4aBaHHI B Mpoueci
KynbTUBYBaAHHA MeTOTpeKcaTy Ta 5-0pomMae3oKCuypuanHy/TUMIOWHY, akTUHOMILMHY [ Ta gogaTkoBoi
3amiHu cepegosuLia [2].

Heponikom aHanoriB € 3acToCcyBaHHs B NMPOLUECi KyNbTUBYBaHHA 0OOATKOBMX XiMIYHWUX YMHHUKIB
(meToTpekcaTy, 5-6pomaesokcnypuanHy, akTUHOMILMHY) Ta [04aTKOBOI 3aMiHW KynbTypanbHOro
cepenoBulla, a OTKe, OOAATKOBMX MaTepianbHUX 3aTpaT, Ta MPOLAOBXEHHS 4acy KynbTUBYBaHHS
nimdgouuTis.

3apavelo kopucHOI mogeni € po3pobka Takoro cnocoby AiarHOCTUKM XPOMOCOMHUX aHoMarniwn,
AKMIA OM 32 paxyHOK AOCTYMHUX Ta HEQOPOrMX METOZIB JO3BOMSAB MOKPALUUTU LIMTOTEHETUYHWIA aHani3
XPOMOCOMHMX NOpYyLUeHb Yy NioauHK. [ocTtaBneHa 3agada BUPILLYETLCA TUM, WO Y 3anpornoHOBaHOMY
cnocobi 6e3 popaTkoBMX 3aTpaT Ha peakTBu Ta 0e3 BWOOBXEHHS Yacy KynbTUBYBaHHS
NMOKpaLLyeTbCs SKICTb [iarHOCTUKM 33 paxyHOK OTPUMaHHsA npenapaTiB npometadasHux Ta
paHHeMeTada3HMX XpomocoM. Cnocib 3abesnevye ToUHy igeHTUdIKaLIlO XPOMOCOMHOI aHomanii npwu
3MEHLLEHHi Yacy fiarHocTuku Ta 3geluesneHHi Ha 30 % BapTOCTi NpoBeAEeHHS aHani3y.

Cnoci® 3acToCOBYIOTb HACTYMHMM YMHOM: MPOBOASATH 3abip BEHO3HOI KPOBi B KiNbKOCTi 2 Mn B
renapuvHi3oBaHMN CTEPUIIbHUM  WNpUL, KynbTuBylTb 72 roguHn B cepegosuwi RPMI1640 3
rnioTamiHoMm, citoremarntotuHiHoOM Ta 10 % emOpioHanbHOK TensYol CUPOBATKOK, Ha 66-68-1
roauvHi KynbTuByBaHHs BBOAATE 0,5 Mn eTugiymy Gpomigy B KiHUEBI KoHUeHTpauii 10 mkr/mn, Ha 67-
69 roauHi gogatotb 0,05 mn konuemigy B KiHUeBin koHueHTpauii 0,01mkr/mn, kynbTuBytoTb 10-20
XBWIMH, BigueHTpudyroByoTb npu weugkocti 1500 06/xB. npoTsiroM 8 XBWIWH, cynepHaTaHT
3nMBaloTb, 40 ocagy godatoTb 5 mn nigirpitoro go +37,2 °C rinoToHiYHOro posuunHy 0,075M KCI,
BUTPUMYIOTE NpPWU  KiMHaTHIW Temnepatypi 25 xBwnuH, popatote 0,5 mn  dikcatopa (cymiw
eTaHony/MeTaHony Ta NbOASHOI OUTOBOI KMcnoTn y nponopuii 3:1), BigueHTpudyrosytoTs npu 1500
06/xB. npoTarom 8 XxBUNWH, 3abupatoTe CynepHaTaHT, Ocaf, CTPYLWYKTb Ta HaHocATb 2-3 Kpanni
KNITUHHOT CYyCMeH3ii Ha OXOono[XeHi npeaMeTHi CTekna, OTpuMaHi npenapatyv AudepeHLinHO
3abapBntoloTh Ta NPOBOAATL LIUTOrEHETUYHUIN aHani3 3a 4OMOMOroK CBITNIOBOro Mikpockona.

Mpuknag 1.

MauieHt B., 1981 p.H., npoxuBae y M. JlbBoBi, 3BepHyBca y 2011 poui Ao JIbBiBCbKOro
MiX0Br1acHOro MeanKo-reHeTUYHOIO LEHTPY 3 NPUBOAY NEPBUMHHOIO Hennigaa npoTaroMm 5-Tu pokis. B
KOMMIEKCi 06CTEXEHb BMKOHAHE LIMTOrEHETUYHE OOCHIIKEHHs! 3rigHO 3 CTaHAApTHUM MPOTOKOMOM,
BUKNageHUM y MeTOOUYHUX pekomMeHaauisax [2]. Ha oTpumaHux npenapatax XpoOMOCOMMW 3HaXOAMIMUCh
Ha cTagil cepedHbOi Ta Ni3HLOI MeTadasn. 3igeHTUdikoBaHO 3MiHM Y-XPOMOCOMW HEBIOOMOrO
xapaktepy. Ha nigcrtasi nigo3py XxpoMocoMHoOi natonorii 6yna npoBedeHa UUTOreHeTuMdHa
AiarHocTuka 3a A0NOMOroK NPONOHOBAHOIO CNocoby.

3 1 MNn BEHO3HOI KPOBi NauieHTa LUNAXOM 72-rOAMHHOMO KyNbTUBYBaHHA OTPUMAHO 2 He3anexHi
KynbTypu. licns pos3kanyBaHHSA Ha NpeAMETHI cTekna Ta AvdepeHuinHoro dapOyBaHHA BMKOHaHa
LUUTOreHeTM4Ha fiarHoCTMKa B CBIiTNIOBOMY Mikpockoni npu 36inbweHHi x1000. MNpoananizoBaHo 20
MeTadasHMX NNacTUH i3 PaHHEMITOTUYHUMMK Ta npomMeTadasHMM XpoMocomamu. BcTtaHoBneHwuin
kapiotun 46,X, inv(Y)(p11.2911.222). [Ons BuUSIBNEHHS MNOXOMXKEHHA 3MiHEHOI Y-XpOMOCOMMU
aHarnoriyHe [JOCHiMKEHHs BMKOHaHe y OaTbka nauieHta, 1957 p.H. BcTaHoOBneHwun aHanoriyHumn
kapiotun 46,X, inv(Y)(p11.2911.222).

OTpvmaHi pesynbTaTy cBigyaTb Npo Te, LO:

1. 3acTocoBaHWin MeTOA A03BONSAE OTPUMATU BUCOKOSIKICHI MpenapaTu npomeTadasHux Ta paHHE
MITOTUMHUX XPOMOCOM 0e3 3acTocyBaHHS [0OATKOBMX XiMIYHMX YMHHKKIB, [0OATKOBOI 3aMiHU
cepefoBULLa Ta BUOOBXKEHHS Npoueaypu KynbTUBYBaHHS.

2. 3acTOCOBaHWIN METO 403BOSSAE NPOBECTM TOYHY iAeHTUikalilo XpoMOCOMHOI NepebyaoBu, LWo
Aae MOXMNUBICTb BCTAHOBUTM KOPEKTHWUIA fiarHo3 Ta Npu3HavMTy BignoBigHe NikyBaHHS.

Omxe, B pesynbTaTi NpOBEOEHHS UUTOreHEeTUYHOI [iarHOCTUKM Yy nauieHTiB igeHTudikoBaHa
iHBepcCis Y-XpOMOCOMMU.

Mpuknag 2.

MauieHTka @, 2011 p.H., Hapogunacst Ta MOCTINHO MPOXMBaAE y M Yxropodi 3akapnaTcbKoi
obnacri. lNpoxoguna MeanKo-reHeTUYHE KOHCYNbTyBaHHSA Y JIbBiBCbKkOMY MikobGnacHOMy Menuko-
reHeTUYHOMY LIEHTPI 3 NPUBOAY CTUIrM An3embpioreHe3y. Ha nigctasi nigo3py XxpoMOCOMHOI naTonorii
Oyna npoBegeHa LMTOreHeTUYHa AiarHOCTUKa 3rigHo 3 CTaHAAPTHMM NPOTOKOSOM (2) Ta BCTAHOBMEHO
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HasABHICTb 45 XpOMOCOM i3 BIACYTHICTIO 21-i XpOMOCOMU Ta 3MiHW OOBXMHM KOPOTKMX nneden 18-i
XPOMOCOMMU, 3iAEHTUIIKOBAHO 3MiHN XPOMOCOM HEBIZOMOrO Xapakrepy.

Ona  igeHTudikauii  XpOMOCOMHMX NepebydoB  BMKOHAHO  LIMTOrEHETUYHi  OOCHiaXKeHHS
3anpornoHOBaHUM CNOCOOOM.

3 1 mMn BeHO3HOI KpoBi nauieHTa @®. Ta ii 6aTbkiB METOAOM 72-TOOVMHHOTO KyrbTUBYBaHHS
OTPMMaHO MO 2 Hes3anexXHi KynbTypu Bif KOXHOro obctexysaHoro. [lpoaHanisoBaHo no ABea
andepeHuiiHo 3abapenennx npenapaty, no 10 MeTtacas i3 npometacdasHMMM Ta paHHeE
MITOTUYHUMM Xpomocomamu. [MpoBoannu LUTOrEeHEeTUYHUIA aHani3a B CBITNIOBOMY MiKpoOCKoni npu
36inbwenHi x1000. Y npobanga ®. BctaHoBneHun kapiotun 45,XX, -18,-21, der(18),1(18;21)(p11;p11).

OTpumaHi pesynbTaTi CBig4YaTh Npo Te, LUO:

1. 3acTocoBaHWi MeTOA [03BOMSiE OTPMMAaTM BUCOKOSIKICHI mpenapaty npomeTtadasHux Ta
PaHHEMITOTUYHUX XPOMOCOM ©e3 3acCTOCyBaHHSl AOAATKOBMX XiMIYHMX YMHHMKIB, 4OAATKOBOI 3aMiHM
cepenoBULLa Ta BUOOBXKEHHS NpoLeaypu KynbTUBYBaHHS.

2. 3aCTOCOBaHU MeTo 4O3BONSE NPOBECTUN TOYHY iAeHTUIKaLilo XPOMOCOMHOI nepebyaoBu, Lo
Aae MOXIMUBICTb BCTAHOBUTU KOPEKTHWUIA iarHo3 Ta Npu3HavMTu BignoBigHe NikyBaHHS.

Omke, B pesynbTaTi NPOBEOEHHS LMTOTEHETUYHOI [iarHOCTMKM BCTAHOBMEHO CKMagHy
XPOMOCOMHY nepebyaoBy, fka BKIIOYAE MOHOCOMIO MO KOPOTKMX nnedax 18- xpomocomu 3
YTBOPEHHSM AepuBaTy BHACMIAOK TpaHcnokauii Mk 18-10 Ta 21-10 XpOMOCOMOI0.

3anponoHoBaHu cnocié 3actocoBaHu npu 150 gocnigkeHHsix. [pu ubomy, B 7 BunNagkax
BAANnocs [AiarHOCTyBaTWM HasiBHICTb XPOMOCOMHMX nepebygoB. B Tom 4yac, sk npu BUKOPUCTaHHI
HanbnNwk4oro aHamnora, CTaHAApPTHOrO KynbTMBYBAHHS OAHO3HAYHMI AiarHo3 (6e3 npoaoBXKEHHS
KyNbTUBYBAHHA i3 3aCTOCYBaHHSM [OAATKOBMX YUMHHWKIB) HE BOANOCS BCTAHOBUTU Y >KOOHOMY
BUMAAKY.

Takum 4YMHOM, BWMKOPWUCTaHHSA 3anponoHOBAHOro cnocoby [03BONSE 36iMbWNMTN eEeKTUBHICTb
AiarHOCTUKM NPUY 3HWXKEHHI TPMBANOCTI MPoLUEecy Ta 3MEHLUEHHI MaTepianbHUX BUAATKIB.
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®OPMYJIA KOPUCHOI MOJENI

Cnoci6 oTpuMaHHs npomeTadasHMx Ta PaHHEMITOTUYHMX XPOMOCOM i3 KynbTypu MiMdOLMTIB, KN
BKItovae 3abip nepudepinHoi KpOBi, KynbTMBYBaHHA 72 roguHu npu +37,2 °C, rinoToHi3auito
po3umHomM 0,075M KCI, cbikcauito cymiwiwio etaHony/meTaHony Ta NbOOSHOI OUTOBOI KUCMOTW Y
nponopuii 3:1, ueHTpudyryBaHHa npu weuakocTi 1500 06/xB. NpOTAroM 8 XBWIMH, po3KaryBaHHS
ocagy KIiTMH Ha 3BOMOXEHI OXONOMpKeHi cTekna, ¢apOyBaHHs AMdEpPEHUinHMM MeTogoM Ta
LMTOreHeTUYHUI aHani3 3a AoNOMOro CBITNIOBOrO MIiKpOCKOMa, iKUK BigpPIiSHAETbLCA TUM, LLO Micns
3ab0py KpOBi Ta KynbTUBYBaHHsS Ha 66-68 roguHi gogarTb eTugiym Opomia B KiHUEBIN KOHUEHTpauii
10 mkr/mn, Ha 67-69 roauHi gogatoTb Konuemig B KiHUeBin KoHueHTpadii 0,01 mkr/mn Ha 10-20
XBWMWH, BiAUEHTpUdYroByoTb, [[04al0Tb [NOTOHIYHUMW pPO34MH, dikcaTop, LEHTpUdyrylTb Ta
nNpPoBOAATb LUTOreHEeTUYHUIN aHani3.
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