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IHOOPMALIAHI TEXHONOrI B OLUIHLI E®EKTUBHOCTI 3ACTOCYBAHHA
NMPEIMMNAHTALIAHOI OIATHOCTUKU B MPAKTULI OMOMIXKHUX
PEMNPOOYKTUBHUX TEXHONOTIN

C.B. [leHnceHko
Knivika npobnem nnaHysaHHs cimMT MO3  YkpaiHu

B npakTtuui MOnekynsipHO-UMTOreHeTUYHOro aHanidy XpOMOCOMHMX aHoManin Bce Ginbloro 3HavyeHHs HabyBae BUWKO-

pucTaHHs 3acobiB iH(hopMaLiiHMX TEXHOSOrIN, 30KpeMa, Ha npeiMmnnaHTauinHomy piBHi. Cy4yacHi MOXNMBOCTI npeimnaH-

TaUiNHOT AiarHOCTMKKM 3abe3neyvyoTbesl DrIOOPECLEHTHO in situ ribpuansadieto Ta NOPIBHANBHOK FrEeHOMHOLO Tibpnansa-

Lieto. IHTepnpeTauis pesynbTaTiB aHanidy HasiBHOCTI/BILCYTHOCTI (Drl0OpPECLEHTHUX CUrHaniB y sigpax 6a3yeTbcs Ha BUKO-
puctaHHi cuctemm Applied Cytovision.

Y cTaTTi NpeacTaBneHo aHania pesynbTaTtiB npeimMniaHTauinHoi AiarHOCTUKM eMOpIiOHiB, OTPMMaHUX y XoA4i UMKy Aono-

MDKHUX PEenpoayKTUBHUX TEXHOMOTIN AN poAanHM 3i 36anaHCcoBaHOK TpaHCroKaLieto, Ta ouiHka edeKkTUBHOCTI iHdopMa-
LiNHMX TEXHOSOrIN y NpakTULi MOMEKYNApHO-UMTOreHeTUYHOro aHanisy.

KniouoBi cnoBa: iHpopmMaLinHi TexHonorii B npeiMnnanTauinHin giarHoctuui, 6nactomep, FISH-meTtoga.

MHOPOPMALIMOHHBLIE TEXHOJNNOIMMN B OLLEHKE 3®®EKTUBHOCTH
NMPUMEHEHUA NPEUMMNIIAHTALUMOHHON AUATHOCTUKU B MPAKTUKE
BCMOMOIATENbHbIX PEMPOOYKTUBHbIX TEXHONOIMN

C. B. leHuceHko
KnuHuka npobnem nnaHuposaHuss cembu M3  YkpauHbi

B npakTuke MOnekynsipHO-UMTOreHeTUYECKOro aHanmsa XpOMOCOMHbIX aHoManuin Bce Gonbliee 3HaveHne npuobpeTa-
eT Ucnonb3oBaHne cpeactB UHPOPMALMOHHBLIX TEXHOMOIMIA, B YacTHOCTM, Ha MpeuMnnaHTauMoHHOM ypoBHe. CoBpe-
MEHHbIE BO3MOXHOCTU MPEMMMNaHTALMOHHOW AMarHOCTMKM obecneumnBatoTcss hnoopecUeHTHON in situ rmbpugnsaunen
N CpaBHUTENbHOW reHOMHOM rMbpunaunsaumenn. MiHTepnpeTaunst pe3ynbTaToB HanMuns/oTCyTCTBUS (DIOOPECLEHTHBIX CUT-

HanoB B siApax OCHOBbLIBAETCA Ha ucnonb3oBaHum cucteMbl Applied Cytovision.
B cratbe npepacrtaBneHbl aHanu3 pe3ynbTaToB MPEVMMNaHTaUMOHHON AMArHOCTUKM 3MOPMOHOB, MOMYYEHHbIX B XoAe

LMKna BCromoraTernbHbIX penpoayKTUBHbBIX TEXHOMOMMA ANs ceMbu co cbanaHCMpOBaHHOW TpaHCOrKauuen, U OLEHKY
APPEKTUBHOCTU MHEPOPMALMOHHBIX TEXHOMOMMIN B MNPaKTUKE MOMEKYNSPHO-LUTOreHeTUYEeCKoro aHanmaa.

KnioyeBble cnoBa: MHMOPMALMNOHHBIE TEXHOMOMMN B NPEUMMNIAHTALMOHHON gMarHoctuke, 6nacromep, FISH-meTog.

INFORMATION TECHNOLOGIES IN THE ASSESSMENT OF THE
PREIMPLANTATION GENETIC DIAGNOSIS EFFICIENCY IN THE FIELD OF
ASSISTED REPRODUCTIVE TECHNOLOGIES

S. V. Denysenko
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Application of the information technologies is becoming increasingly important in the practice of molecular and cytogenetic
analysis of chromosomal abnormalities in particular on the preimplantation level. Capacity of preimplantation diagnosis is
based on fluorescent in situ hybridization (FISH) and comparative genomic hybridization (CGH). Interpretation of FISH/CGH
results is performed with the help of Applied Cytovision System.

In the present article we analyze results of the preimplantation diagnosis of embryos, obtained in the IVF program in the family
with a balanced translocation. We also evaluate efficacy of the information technologies molecular and cytogenetic analysis.
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Beryn. [HdopmariiiHi TeXHOOTI MOCIAal0Th YiTbHE
MiCIIe TIp¥ OTPUMaHHI Ta IHTeprpeTalii JaHuX y Pi3HUX
chepax meauiHu. OHiero 31 cdep BIpoBapKeHHs iHDOp-
MaIlifHUX TEXHOJIOTIH € KOMITIOTepHU30BaHe 00pOOIICHHS
JaHWX MIPH IPOBEACHHI IUTOICHETUIHOTO Ta MOJIEKYIIIp-
HO-LIUTOT€HETHYHOTO aHalli3y XpoMocoM. HemonaBHo y
PPO3MOPSHKEHH] IIMTOTCHETHYHMX J1a00paTopi 1S aHATI3Y
CETMEHTIB TU(EPEHIIIHO 3a0apBICHUX XPOMOCOM OyiH
BHUHATKOBO (DOTOBiIOMTKM MeTada3 abo mpomeradas.
AHanoriqHoro OyJa CUTYyaIlist 1 3 BAKOPHCTAHHSAM MOJICKY-
JIAPHO-ITUTOT€HETUIHUX METOIiB, 30KpeMa, Tiopuau3artii
in situ palioaKTHBHO MIYCHUMH 30HIaMH.

BripoBakeHHS B TIPaKTUKY (IIFOOPECIIEHTHOT Ti0pH-
mu3anii (FISH) ogHo4acHO 3 po3poOKor0 KOMI'IOTepH-
30BaHOI CHCTEMH OOPOOJICHHS 300paXKeHHS JT03BOJIHIIN
3HAYHO MPOCYHYTHUCH BIEPE] Y JIarHOCTHII XPOMOCOM-
HUX 1 TCHOMHHUX MYyTalliid Ha MpeiMIUIaHTaIliifHOMY, TIpe-
HATaJIbHOMY Ta IIOCTHATAJIHHOMY PiBHSX. Y JOCKOHAJICH-
HS MOJIEKYJIIPHO-ITATOTCHETHYHUX METO/IB BiZI0yBaIOCh
1 3a paXyHOK BIPOBapkeHHS BHCOkoouwmeHux JIHK-
30HIB, IO B 3QJIGKHOCTI BiJl 3aBIaHHS, IMOIUISIOTHCS
Ha IIEHTPOMEPHI, TEJIOMEPHi, JIOKyC-CIeIuQiuHi Ta TaKi,
mo 3abapBioTh ycto xpomocomy (WCH - whole
chromosome hybridization).

Hamu posrisigaroTecs nepeBarn BUKOPHCTaHHS CHC-
temMu CYTOVISION B iHTepripeTarii pe3yabTaTiB mpe-
IMIUTAHTALIHHOL JlarHOCTUKH 30aJIaHCOBAaHOI0/HE30a1aH-
COBAHOT'O KapioTHITy eMOpPiOHIB, OTPUMAaHUX y Pe3yJib-
TaTi JIKyBaJbHOI MPOTrpaMu EKCTPAKOPIOPATHLHOTO
sarmmigaenHs (EK3) 3 ICSI mis noapykHboi mapu, 4o-
JIOBIK B sIKiii OyB HOCIEM CTPYKTYpHOI IepeOyI0BH TBOX
ayrocom. Cucrtema BKIto4Yae B cebe crieliaaizoBaHe
porpaMHe 3a0e3MeUeHHs, TeleKaMepy, MIKpOCKOM 3
HabOpOM BiJMOBITHUX (PLIBTPIB.

Marepiaan Ta MeToIU J0CTIKeHHsl. AHATI3 pe3yJib-
tartiB FISH po3risiHeMo Ha PUKIIa i TUIIOBOTO 3BEPHEHHS Y
Kniniky npo6iiem miaHyBaHHS CiM'T B 3B'13KY 3 HETUTIISIM
Yor1oBikOBI 27 POKIB, CIIPMIOJIOTYHHIA aHAII3 ITOKA3aB Tepa-
To3ooctepmiro. Kapiotur: 46,XY,4(9; 16)(q22;q12). dpyxusi
25 pokiB, KapioTul B HopMi (46,XX). LluroreHeTHUHMIA aHaTi3
TIOZIPY>KHBO1 TIAPH MIPOBOIMBCS 38 3araIbHOPUIHATIM Me-
tonom [1].

[IpoBeneHHs JIKyBaTbHOTO IUKITY CYIEPOBYJIALI B paM-
Kax MporpaMH €KCTPaKopIopabHOro 3arntigHeHHs 3 [CSI
JIO3BOJIMJIO OTPUMATH OIMHAIIATE eMOpioHiB. bioricis ox-
HOro O1acTomepa eMOpPIOHIB Ha BOCBMUKJTITUHHIHN CTaTii IojTi-
JTy TIPOBOJIMIIACH HA 3 - JIEHB TICIIS IYHKITIT 3pLTHX OOIHTIB.
Biorciro 61acromepiB IPOBOAMIIN 32 IOTIOMOTOFO JIa3epHOL
cuctemu M TG 3rifHO 3 METONIOM, MOM(IKOBAaHIM B eMO-
pionoriyHiii Jadopatopii Kiixiku npobriem miaHyBaHHs CiM'i.
Dikcarlis OTpUMaHHUX OJTACTOMEpIB 3IIHCHIOBAIACH 33 Me-
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Tonom Jlozoprera 1. L. [2]. I'iOprmm3ariito in situ mpoBowIH
3araJIbHONPUAHATAM METOJIOM 3 MOIU]IKAIIisIMK, 3aTIPOTIO-
HOBaHMMH XapJapCOHOM 13 CITiBaBT., 1 PO3pOOICHUMH B Jia-
Goparopii 1ToreneTrky KitiHiky rpobiieM riaHyBaHHS CiM'T
[3]. DrnroopectieHTHY riOpHIp3aIito in situ G1acToMepiB mpo-
BOJIWJIM 13 3aCTOCYBAHHSM TEJIIOMEPHUX 1 IIEHTPOMEPHUX
JIHK-30m71B (Vysis, Abbott Laboratories, IL USA).

PesynbpraTit MosteKysspHOi TiOpuau3aliii OIiHIOBaIH,
BU3HAYAIOUW HAasABHICTH/BIACYTHICTH CUTHAaJIB 1 iX
KUTBKICTh Y KITiTHHAX. Bylu BUKOpHCTaHI TaKOX KOHT-
POJIBHI TIpenapaTH AJIs OLIHKH HasBHOCTI/BIICYTHOCTI
CUTHAJIy Ta XapaKTepy iX po3TallyBaHHs B KIIITHHI.

AHaJi3 CHTHAJIIB TPOBOJIMIIN 32 JOTIOMOTO0 KOMII'F0-
TepHoi mporpamu "Cytovision system" (Applied Imaging,
UK) Ta 3 BUKOpHCTaHHAM Mikpockoity "Olympus BX60"
mpu 30inbireHHi X1000, yKOMIUIEKTOBAHOTO JIAMIIO0
HBO x 100, Tenexameporo Ta Habopom ¢ineTpisa DAPI/
Rhodamine/FITC.

Pe3ysabTaTu i o6roBopenHsi. [IpeimruranTariiina
JIarHOCTHKA TPEACTaBIse cOO00 iHBa3UBHUN METOJ
OITiHKH €MOPIiOHIB, IKHI BUKOPUCTOBYIOTH IS BUSIBJICH-
MOCOM, BH3HAYEHHS CTaTl, [1arHOCTHKA MOHOI'€HHOI I1a-
tonorii [4-8]. Buieprire mMeron OyB yCHillIHO 3acTOCOBa-
HUK y 1989 pori a1 BU3HAYCHHS CTaTi eMOpioHa IpH
X-34eruteHii naroorii [9].

[TokazaHHAMHU IUIsI TIPOBEICHHS TpEiMIUTIAHTAIIHHOT
JIarHOCTHKHY € Taki (hakTopu: BiK MaTepi MoHas 35 pOKiB,
HasBHICTh CTPYKTYpPHOI XpOMOCOMHO1 TIepeOyI0BH Y O]
HOTO 3 0aThKiB, BIJICYTHICTh pPE3yJILTATy IICJIA IPOBE-
JICHHS KUTHKOX ITMKJIIB IOTIOMDKHUX PETIPOYKTHBHUX TEX-
Honoriit (JIPT) B aHamHe3i, 3BUYHE HEBHHOIIYBAHHS,
HasiBHICTH X-34eIlJICHOI IaToJIOorii B aHaMHeE31, COoIllaabHi
daxropu [4, 5, 10, 11].

Bukopuctanns I1I']] HaOymo ocoOIMBOro 3HaYECHHS B
3B'SI3KY 3 YIOCKOHAJICHHSM CaMOTO METO.TY TOpram3altii,
HasBHICTIO IIMPOKOTo BHOOPY KoMepiiiaux JIHK-30H71B
Ta BIPOBaKCHHSAM KOMITTOTEPHOI CHCTEMH Bi3yaltizallii
curHainy. OcTaHHiH (hakTop HA0YB 0COOIMBOTO 3HAUCHHS
B MpeiMIUIaHTALIAHINA JIarHOCTHII, 00 OCITITHUK Ma€ y
CBOEMY PO3TIOPSIKEHHI 715 aHAJTi3y TUILKU OJIHY KJIiTH-
Hy. [IpoBenenns 11"/ Bkrodae B cebe JOTPUMAHHS T10-
€TaITHOTO aHaJIi3y: Ha IEePIIIOMY eTarli 3IHCHIOIOTHCS BU3-
HAuYCHHS HASBHOCTI/BIICYTHOCTI CUTHAITY B sIpaX KOHT-
POJILHOTO TIpeTapary, aHajli3 PO3MIIICHHS CHTHAIIIB B siApax
KOHTPOJILHOTO TIpernapary; Ha JIpyroMy eTami - aHai3
curHairy 0e3nocepesiHso B sapax OiactomepiB. B okpe-
MUX BHMagKax poOoTa BKIFOUA€E JONATKOBHH €Tall - pe-
riopuamzartiro (riopunu3aris iHmumu JJHK-3081aM1).

[HpopMaTHBHICT, METOMy BHCOKA, MPOTE B ACSKUX
BHITaJIKaX aHai3 YCKIAIHIOETLCSA B 3B'I3KY 3 CYMHIB-
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HOIO IHTEpIIpETaIlier0 pe3ynbTary. Jlo HUX BiIHOCSTS:
ca0Kuid cUrHall, HOTO BiJICYTHICTH, TIOEAHAHHS JTBOX
CUTHAJIB B OZIUH, OJIN3bKE PO3TAIlyBaHHS CUTHAJIIB B SIPI.

SK110 y BUIAAKY BiZICYyTHOCTI CHTHATY HEOOX1IHO ITpo-
BOJIMTH PETIOpUIM3AIIII0, TO IPH HEWITKIN Bizyai3arlii,
CTaKOMY CHTHAJIi B HArojii cTa€ KOMII'IOTEPU30BaHa
cucteMa. 3a 1l IOMOMOTOK0 MOXKHAa YTOYHHUTH PE3yJib-
TaT, OTPUMATH YiTKy KapTHHY Ha BCIX 300paKeHHSIX,
(hikcOBaHUX PI3HUMH (QiIETpaMU, SKi, HAKIAJAI0UUCh,
JIAFOTh KOJILOPOBE BiI0OpaKeHHS HASIBHOCTI/B1ICYyTHOCTI
CHUTHAITY B KJIITHHI.

AnroputMm aHamizy pesynbTariB FISH Brirouar mo-
CJIZIOBHICTb TIOJAJIBIIMX i, AHAI3 CUTHAJIIB IIPOBOIMB-
cs B iHTepda3HUX Aapax KOHTPOJBHUX IperapaTiB, OT-
puMaHuX 3 JiMQoIuTiB mepudepiiHoi KpoBi HOCIs 30a-
JIaHCOBAHOI TpaHCIOKamii Ta Horo AOpyXxuHHU (3
HOpMaJbHUM KapioTumnoM). OIliHIOBajgach HasBHICTh/
BIJICYTHICTh CUTHAIB B sAApi Ta X KUIbKICTh. [10pumu-
3alliifHi CUTHAJIX Ha TeJIOMEPHI TIJITHKU XpoMocoM 91 16
cnocrepiranuch y 92 % inrepdaznux saep i 95 % me-
taas, CUTHAJ Ha IICHTPOMEPHHUI pailoH XpOMOCOMH 9
OyB BizyasizoBaHuil y 96 % inTepdasHuX KIiTHH.
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Hactymaum eramom Oyno mposenennst FISH Ha Gia-
cToMepax, OTPUMaHUX BiJ OMWHAALATH eMOpioHiB. Ka-
pioTun TproX eMOpioHiB OyB 30aiaHcoBaHui. Kapiotun
ceMu eMOpioHIB OyB Hez0anmaHcOoBaHWU. PesynbraTh
FISH octanHbpOro eMOpioHa Oyau HEOAHO3HAYHHMU.
Mikpockortist 6:11acTomepa BizyalizyBajia YOTHPH CUTHAIH
Ha TeJIOMEPHIi AUISTHKH Ta OJJUH CUTHAJT Ha IICHTPOMEPHY
JUITHKY XpOMOCOMH 9 3HauHO Oinbmioro posmipy. Ilo-
CJTITOBHUM aHAJIi3 KOMIT'FOTEPHUX 300pakeHb JI03BOJINB
BH3HAYUTHUCH Y KIJTbKOCTI CHTHAJIIB Ta PO3MEKYBATH iX.
Bnacromep BUSBUBCS Bij eMOpioHa i3 30a1aHCOBAaHUM
KapioTHIIOM, XpPOMOCOMH 9 OyJii po3TaIioBaHi Mooau3sy,
CHUTHAJIM Ha IICHTPOMEPHI JUISHKU 3JIMBAJIMCh B OJIVH,
Oinbioro posmipy. OTxe, TITBKH 3a IOTIOMOTOX0 KOMII-
'TOTEpU30BaHOI CUCTEMH JIIarHOCTHKA eMOPIOHIB JToCATIIa
100 %.

BucnoBku. IlpencrapneHi pe3ynbTaTH TOCIiIKEH-
HS JIOBOJISATH €PEKTUBHICTD iH()OPMAIIIHHUX TEXHOIOT1I
Yy TPaKTHUIl MOJEKYJISPHO-IIUTOTCHETUIHOTO aHaNi3Yy.
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