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lMpoaHanuanpoBaHa CTPyKTypa XpOMOCOMHON NaTonornv y nnoga no pesyrnbrtaTtam LUTOreHeTu-
YeCKOro aHanmaa KneTok 6uontata BOPCUH XOPMOHA, aMHUOTUYECKON XUAKOCTU, NPOBEAEHO CpaBHe-
HUe pe3ynbTaToB BbISABIEHUS XPOMOCOMHOW MaToNorMmM CTaHg4apTHbIMU LUTOTEHETUYECKUMU U
MOJEKYTNAPHO-LUTOreHETUYECKMMU MeToAaMu, AaHa OLeHKa MHOPMaTUBHOCTY (OMOOPUCLEHTHON G-
puansauuu in situ Ha nHTepdasHbIx sapax.

KnioueBble cnoBa: npeHaTtanbHasi AnarHoCTUKa, XpOMOCOMHas naTtonorus, priroopecueHTHas rmo-
puansauus in situ, iHtepdasHble sapa.
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Introduction. Molecular-cytogenetic and molecular methods are widely used in prenatal diagno-
sis for rapid detection of genomic mutations (trisomy 13, 18, 21). Aneuploidy screening is important
for 35 year-old women. It is well known that the risk to born a child with chromosome pathology is
higher among older mothers. The application of rapid aneuploidy testing by molecular and molecular-
genetic methods as a stand-alone approach in prenatal diagnosis is greatly debated. The level of
false-positive and false-negative results is 13.2—-30%.

Objectives. To assess the clinical utility of molecular-cytogenetic methods as an express method
in detecting chromosomal pathology in fetuses.

The aim of this study is to objectively evaluate FISH in prenatal diagnosis of chromosome pathol-
ogy as stand-alone approach to women older than 35 years old.

Methods. Classical cytogenetic and molecular-cytogenetic methods (FISH) on metaphases and
interphase cells.

Results and conclusions. We retrospectively reviewed the results of cytogenetic conventional
investigation of 577 fetuses. CVS was performed specifically for advanced maternal age (35 years
old). 30 abnormal karyotypes were found. Among them there were 21 fetuses with aneuploidy, 7 —
with structural rearrengment and 2 fetuses — with marker chromosome.

Additional FISH investigation was used for 12 cases: in mosaic variants — 9 cases, to identify
marker chromosome — 2 cases, to detect cryptic microdeletion — 1 case.

According to our results, FISH is highly informative test for identification of chromosomal mutation
(marker chromosome, microdeletion, chromosomal rearrengements) and for identification of percent
of mosaic clones.

However, it should be recognized that the rapid test for aneuploidy of chromosomes 13, 18, 21,
X and Y by FISH provides only a limited amount of information about the fetus’s karyotype. Retro-
spective analysis demonstrated that the fast FISH fails to detect 30 to 45% of the fetal chromosomal
anomalies. The risk to receive false-negative results is near 48.4%, as our results demonstrate.

Key words: prenatal diagnostics, chromosome pathology, FISH, interphase cells.

BcTyn

HasaBHICTb XPOMOCOMHOI na-
TONOoril y NIOANHN Ha NpeHaTarb-
HOMY piBHi BCTAHOBMNIETLCS 3a
AOMOMOroK UUTOreHETUYHUX,
MOJEKYNAPHO-LUUTOreHETUYHUX i
MOMEKYNAPHUX MeToaiB. Y Binb-

P

LWOCTi BUNaaKiB aHania npoBo-
AATb 32 JOMOMOroK cTaHgapT-
HOro LUMTOreHeTMYHOro gocni-
OXXEHHSA Yy neplomMy-gpyromy
TPUMECTpi BariTHOCTi GionTaTy
BOPCUMH XOpioHa Ta KIiTUH am-
HIOTWYHOI pignHK. MonekynsapHo-
LMTOreHEeTNYHI Ta MOSEKYNISAPHI

o b (164) 2018

)

———

MEeTOAM NPOMNOHYOTb 3aCTOCOBY-
BaTW 9K eKcrnpec-aHania ans Bu-
SIBNEHHSA HanbINbLl NOWNPEHNX
reHOMHUX MyTaLin y nnoga (Tpu-
comia 13, 18, 21) [2—-4]. O6-
'PYHTYBaHHAM AN NpoOBeOeHHS
€KCMNpeC-AiarHOCTUKN NOOPYXKHIM
napam cTapLloi BiKOBOI KaTero-

65



pii € BCTAHOBIIEHNIA 3B’A30K MiX
BiKOM MaTepi Ta pM3MKOM Hapo-
[KEHHA OUTUHM 3 XPOMOCOMHOIO
naTtonorieto. MNpoTe AouiNbHICTb
LUMPOKOro BNPOBaKEHHS €eKC-
npec-meToay AUCKYyTyeTbCs. Bu-
nagkm XMOHOMO3UTUBHUX | XMNO-
HOHeraTUBHMX pe3ynbTaTiB CcTa-
HoBnATb BiAg 13,2 0o 30 % [1; 2].

MeTta Haworo gocnigXeHHs
— OLiHMTM ePEeKTUBHICTb 3aCTo-
CyBaHHS MOJEKynsipHO-LUTOre-
HETUYHUX MEeTOIB sIK eKcnpec-
aHanisy ons BUSIBNEHHA 1 igeH-
TUikaLil XpOMOCOMHOI nNaToso-
ril y NroAiB XIiHOK CcTapLlol BiKo-
BOI KaTeropil.

MaTepianu Ta metToau
OOoCHnigXXeHHs

PeTpocnekTnBHuii aHania pe-
3ynbTaTiB UMTOTEHETUYHOro A0-
CrnigpKeHHs kapiotuny 577 nno-
Aie 6yB NnpoBeaeHWi AN BU3Ha-
YEeHHs BiOCOTKA BUSBMEHHS re-
HOMHWX | XPOMOCOMHUX MyTaLin
y Mr04iB BariTHUX XIHOK CTapLUOi
BikoBOIi kaTeropii. CepegHin Bik
XIHOK, SIKUM NpoBOAUNN iHBa-
3MBHY npeHaTanbHy AiarHoCTu-

Ky, cTaHoBuB 37,8 poky. 3rigHo
3 Bumoramm Komitety 3 GioeTtn-
km HMAMO im. M. J1. Wynwuka,
Oyna oTpumaHa iHdopmalinHa
3rofa y naujieHTiB Ha NnpoBeaeH-
HS aHaniay.

[na unToreHeTUYHOro aHani-
3y BUKOpPUCTOBYBanNu matepian
GionTaTty BOPCUH XOpioHa I aM-
HIOTUYHY pignHy. ANropuT™m npo-
BeJEHHA aHanidy npeacrasne-
HWI Ha puc. 1. MNpenapaTtn 3 Kni-
TUH GionTaTy BOPCMH XOpioHa
roTyBanu 3a 3aranbHONPUAHATU-
MW METOAMKaMM i3 BMACHOK MO-
andikauieto. Y KoxXHOMY Bunag-
Ky oTpumyBanu npenapaTu nic-
ns 6e3nocepenHboi dikcauii kni-
TWH ogpaay nicns Gioncii BopcuH
XOpioHa i Yepes 24 rog KynbTu-
BYBAHHS KITITUH Y KynbTyparbHO-
My cepegosuii Amnio Max Il.
YCbOoro ons KOXHOro Bunagky
aHaniszysanu no 30-40 meTa-
das.

KniTMHM aMHIOTUYHOT pignHn
KynbTUBYBanu 3a 3aranbHONpui-
HATUM MeToaom [8]. AHanisy-
Bann 15-20 kniTuH Big HE MeH-
e HiK ABOX He3amnexHux nep-

BUHHUX KynbTyp (ABOX bnako-
HiB).

MNpenapatn KNiTMH aMHIOTNY-
HOI piguHK Ta GionTaTy BOPCUH
xopioHa 3abapentoBanu GTG-
MeToaoM. [JonomixHi metoau
3abaperneHHa (QFQ ta CBG)
3aCTOCOBYBanu 3a HeOOXigHOCTI
AN YTOYHEHHS PO3Mipy reTepo-
XPOMaTMHOBMX BIIOKIB.

dnroopecueHTHy ribpuansa-
uito in situ (FISH) nposoavnu 3a
NPOTOKOSIOM, PEKOMEHAOBAHNM
BMpobHMKoM [HK-30HAiB. 3anex-
HO Bif NOKa3aHb 3aCTOCOBYBanNu
OHK-30HOW Ha LeHTpOMEpHI ai-
nsHkn xpomocom (CEP), nokyc-
cneymdiyHi (LSI), 6aratokonsbo-
poBy FISH — multi-FISH (Vysis,
Abbott Molecular Inc, CLLA). MNpwn
BUSIBIIEHHI MO3aiLM3My Ang yTou-
HEHHS CNiBBIOHOLLUEHHS KITOHIB
KIITUH i3 XpOMOCOMHO NaTosio-
ricto aHanisyBanu no 200 iHTep-
dasHux agep 6e3 HaknagaHb.

Pe3ynbTatu gocnimxeHHsA
Ta iX 06roBopeHHs

CTaHOapTHUI UNTOreHeTuY-
HWI aHani3 6ionTaTy BOPCKH XO-

BiontaT BOopcuH xopioHa, n=577

CraHgapTHUI ULMTOreHETUYHNI MEeTOA,

KinbkicTb NnoaiB 3 aHo- | KinbkicTb nnoAais 3 Mo3aivyHMM kapioTunom, n=11
ManbHUM KapioTunom, n=19
Ki ) | |
I'_f'ﬂ"g'?:’ MosaivyHa aHeynnoi- MosaiyHa HassHicTb Mo-
A L KinbkicTb nia xpomocom 13, 18, aHeynnoigis 3al4HOro KNOHY
3 Hopmarnb-| | Kinbkicts X 21 X Y. n=7 '
M K- noais nnozis , X, Y, n= BCIX XPOMOCOM, 3 MapKepHOo
. 3i CTPYKTYPHOIO Kpim 13, 18, XPOMOCOMOHO,
pioTUnom, 3 aHey- AHOMANIEND 21 X Y n=2 n=2
n=547 nnoigieto, AR
n=12 Xpomocom, dntoopecLeHTHa | |
n=7 ribpuaunsauis in situ [AwmioyenTes |
(FISH) | dnoopec-
_ LUeHTHa ribpu-
CrangaptHun ausavis in situ
UMUTOreHeTun4- (F|SH)
MNiaTBEp- HopmanbHuii HW MeToA
[>KEHHS Ha- KapioTun | |
SIBHOCTI KIo- || (BigCyTHICTb KinbkicTb loeHTndikauis
HY KMiTWUH 3 || KNOHY KNiTKH noAiB 3 HOp- [oaaTkoBOl
aHeynnoi- 3 aHeynnoi- ManbHUM Ka- MiHi-XpOMO-
fieto, n=6 gieto), n=1 pioTunom, n=2 comu
Puc. 1. Anropntm npoBefeHHs1 4OCHIOKEHHS
] )
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pioHa 577 nnopais BMSIBUB XPO-
MocoMHy naTtornorito B 30 Bu-
nagkax, wo craHoeuno 5,2 %.
[NepeBaxkanu reHoOMHi MmyTauii —
aHeynnoigii aBTocoM i FrOHOCOM
y NOBHI Ta Mo3aiyHii hopmax
(21 Bunagok, wo craHosuTb 70 %
yCiei BusiBNeHoi natonorii). Xpo-
MOCOMHI MyTauii (TpaHcnoka-
uii, geneuii) 6ynn BMSBNEH B
7 (23,3 %) sBunagkax. Joaatko-
Bi MapKepHi XpoMocomu Tpansisi-
nues 3 yactotow 2 (6,7 %) Bu-
nagku.

Cepea reHOMHUX MyTauin
nepesaxanu aHeynnoigii roHo-
CcOM (NoBHa Ta Mo3aiyHa hopmu,
10 BuNagkiB) i TpUCOMist XpOMo-
comu 21 (NoBHa Ta Mo3aiyHa
dopmun, 4 BUNagkm). IHLWIi reHoM-
Hi MyTauii 6ynn BU3Ha4YeHi Ak
TeTpannoigisi, TPUCOMist XpPOMO-
comu 8, Tpncomist xpomocomm 2
(mo3aiyHa dopma) i Tpucomis
xpomocomu 3 (Mo3aiyHa dop-
Ma).

Yci Bunagkn mosaivyHol dop-
21, X, Y ©6ynu npoaHanizoaHi
A0OAaTKOBO MOJIEKYIISAPHO-LMTO-
reHeTu4yHMM metogom FISH (ous.
puc. 1). 3anexHo Big pesynbTa-
TY UMTOreHETUYHOro aHarnisy Bu-
KopucToByBanu pisHi JHK-3oHau.
[Npn BUSABMEHHI MO3aiLun3my ro-
HocoMm Gynu 3agisni AHK-3oHan
Ha LEeHTPOMEPHI OiNAHKM XpOMO-
comn X ta Y (CEPX, CEPY).
AHanis mosaiynamy Tpucomil
xpomocoM 13 Ta 21 Ha iHTep-
dasHux sapax NPoBOAUNN 3 BU-
KopucTaHHam OHK-3oHAiB Ha
YHiKanbHi NOCnigA0BHOCTI XpOMO-
COM: ans xpomocomu 13 ainsiH-
ka 13914.2 i ana xpomocomu 21
— 21922.13 (8N KOXHOI AinsH-
KV MO KinbKa MapKepiB).

PesynbTtatn MonekynsapHo-
LUUTOreHETMYHOro OOCHIOKEHHSA
nogaHo y tabn. 1. HasaBHicTb
MO3ai4yHOro KIoHy 6yrno nigTeep-
AXEHO B YOTUPbOX 3 MATU BU-
nagkie. 3a gonomoroto FISH y
Bunagkax 1, 2, 6, 7 6yno niareep-
PKEHO HasIBHICTb KIMOHY KITITUH 3
KapioTunom, BigMiHHUM Big HOp-
MarbHOro, a TakoX BU3HAYEHO
CMiBBIAHOLIEHHSI HOPMarbHUX 1
aHeynnoigHux KnituH. MNMoganb-
LUe MeaUKO-reHeTUYHE KOHCY b~

P

TyBaHHA poauHu GasyBanocs
Ha pesynbTaTax MONEKyNApHO-
LUMTOrEHETUYHOrO aHanisy. Y Bu-
nagky 5 nogatkoBe MOMEKyNsipHO-
LMTOreHeTUYHE OOCIOKEHHS iH-
TepdasHux agep, oTpUMaHux
3 maTepiany GiontaTy BOpPCUH
XOpioHa, He NiaTBEpAMO HasaB-
HICTb KIOHY KNiTWUH 3 KapioTMUMNoMm
45X, akuii 6yB BUSIBIIEHWIA CTaH-
OAPTHUM UUTOrEHETUYHUM Me-
ToooM. lMNMoganblinii anropmtm
Oin y gaHomy BUNagky — UUTO-
reHeTUYHNI | MOJSIEeKYNsIPHO-
UMTOreHeTUYHUI aHani3 KniTuH
aMHIOTUYHOT PigVHK, KU NOKa-
3aB HOpPMaribHUN XiHOYMIA Ka-
piotTun (ame. Tabn. 1).

Okpim HanbinbL NOWNPEHNX
aHeynnoigin ta iXx Mo3alyHux
com 13, 18, 21, X ta Y), 6yno
BUSABNEHO MO3aivyHy oopMy Tpu-
COMii XpoMocoMU 2 (BUNaaoK 3) i
MO3alyHy GopMy TPUCOMIT XPOMO-
comu 3 (Bunagok 4; ame. Tabn. 1).
O6uagea Bunagku dynu gocni-
OXXeHi ABOMa eTanamu ns Bu-
3HA4YeHHSA CNiBBiAHOLLUEHHS KIo-
HiB KNiTUH (guBe. puc. 1). 3rigHo
3 anroputMom, obuasa BUNagku
Oynu gocnigXeHi ctaHaapTHUM
UMTOreHeTUYHMM MeTOAOM Ha
KniTMHax GionTaTy BOPCUH XOpio-
Ha (npsmi npenapaTty Ta npena-
paTtu, OTpUMaHi Nicrnsi KynbTuBy-
BaHHs). Opyrni etan Bkno4as
NpoBeAEHHSI aMHIOLEeHTE3Y HaB-
KononnigHoi piguHn Ha 18-my
TWXKHi BariTHOCTI 11 aHarni3 KNiTuH,
OTPUMaAHUX MIiCNA KynNbTUBYBaH-
HS aMHIOTUYHOT pignHKu. Linto-
reHEeTUYHUI aHani3 KynbTypwu
KMITUH 3 @aMHIOTUYHOI PiAUHN He
BUSIBUB MO3aiLM3MYy — KapioTun
nnoga y sunagky 3 — 46,XX, y
Bunagky 4 — 46,XY.

Cepen XpOMOCOMHUX CTPYK-
TYPHUX aHomanin, ski 6ynn Bu-
ABNEHi CTaHAapPTHUM LMTOreHe-
TUYHUM METOAO0M, HanbinbLLU no-
LWUMPEHUMIN BUABUINCA aeneuil
Ta poBEPTCOHIBCLKI TPaHCIOKaLil.
MonekynapHO-UMTOreHeTu4He
pocnigpkeHHa 6yno nposeaeHe
npu BM3HAY€EHHI iHTEpCcTUUianb-
HOI Aeneuii 4oBroro nrfeya xpo-
Mocomu 22.

HasBHICTb ynbTpa3ByKOBUX
MapKepiB Npy HopMarbHOMY Ka-
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pioTuni BU3Ha4yMna noganbLuni
nepebir nabopaTtopHoro agocni-
OKeHHs1. Tak, NpoBeaeHHs yrb-
TPa3BYKOBOro OOCTEXEHHS Ha
23-My TWXHI BariTHOCTI 3adoikcy-
Bano kombiHoBaHy Bagy cepus
y nnoga (oedekT MixKLLYHOYKO-
BOI Meperopoaku, rinonnasis npa-
BOrO LUTYHOYKA, aTpesid TPUKyc-
nigarnbHOro KnanaHa, rinonnasis
cToBbypa nereHeBoi apTepii).
CTaHOapTHUM UUTOreHETUYHUN
aHanis KniTmH aMHIOTUYHOT pign-
HW NokasaB HOpMaribHUI Kapio-
Tmn (46,XX). Ockinbkn BigoOMO,
LLIO Baan cepus NoB’aA3aHi 3 Mik-
pogenedieto xpomocomu 22, by-
No BUpILLEHO NpoBeECTU Aodat-
KOBE MONEKYISpPHO-LMTOreHe-
TUYHE OOCNIOKEHHS i3 3aCTOCY-
BaHHAM NOKyC-cneyndgivyHoro
IOHK-30HA4a Ha xpomocomy 22.
AHania xpomocom 3a A0NOMO-
roto FISH i3 3acTocyBaHHAM
IOHK-3oHga LSI DiGeorge locus
Spectrum Orange/LSlI ARSA
Spectrum Green BusiBUB gene-
uito ginadkn 11.2 gosroro nne-
ya xpomocomu 22 (22q11.2) B
yCiX npoaHanisoBaHnx metada-
3ax Ta iHTepasHux agpax. No-
Aanblue MeguKo-reHeTUYHe KOH-
CynbTyBaHHSA poauHu 6asyBano-
CS1 Ha pesynbTaTax MOSEKynsipHO-
LMTOreHEeTUYHOro aHarnisy.

loeHTudikauia gooaTtkoBmx
MapKepHUX XPOMOCOM TaKOX
notpebyBana 0ogaTkoBOro Mo-
NeKynsapHO-UMTOreHeTUYHOro
aHanisy. Y sunagky 10 6ynu Bu-
KopucTaHi ueHtpomepHi OHK-
30HAM Ha xpomocomn X i Y; go-
JaTkoBa MiHi-xpoMocoma Moxo-
auna Big xpomocomu X (OuB.
Tabn. 1) [3]. Y Bunagky 11 3a-
cTocyBanu 6araTokonbOpoBY
FISH, nig yac sikoi KoxkHa napa
XPOMOCOM 3a0apBrOETLCS B iH-
auveigyanbHui konip. MapkepHa
Xpomocoma byna igeHTudikoea-
Ha sK gepuBaTt xpomocomu 12
(owe. Tabn. 1) [4].

Omxe, MOnekynsipHo-uuTore-
HeTUYHe AOCNISKEeHHS MPOBOAM-
1NOCb Y pasi BUSIBNEHHS MO3aiLun3-
My aBTOCOM abo roHocom (9 Bu-
nagkie), 3a HAABHOCTI B KapioTu-
ni 4o4aTKOBOI MiHi-XpOMOCOMM
(2 BMnagku), Npu nigo3pi Ha Mik-
pogenedito (1 Bunagok). 13 577
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Tabnuus 1

Pe3yanaTu LUMTOreHeTUYHOrO i MOJIeKYNIAPHO-UUTONreHeTU4YHOoro nocnimkeHb BUNaakiB Mo3a'|'uu3my

COMOIO

MonekynsapHo- | CtangapTHuin | MonekynspHo-
Crangaprunit untorewerurni | 400G EE e | et | ans
aHani3 GionTary BOPCUH XopioHa BionTaTy BOp- | KMITUH amHio- | KNiTUH aMHio-
CWH XOpIiOHa | TUYHOT PiagnHN | TUYHOI PigUHK
"eHOMHI myTauii Pesynbratr |Pesynbtar umto-| Kapiotun nno- Kapiotun nino-
LUNTOreHeTnY- reHEeTUYHOro na nicna FISH PeavneTar | A2 nicns FISH
HOro aHanisy | aHanisy 6ionta- | Ha iHTepdas- vrror):eHe'rmq- Ha meTacbasax
BionTaty Bop- | Ty BOPCUH XO- | HUX sgpax kni- L|-l|oro aHANi3 (iHTepdasHunx
CWH XOpiOHa pioHa (nicns TuH GionTary aMHio MTiBy agpax) KniTuH
(Npsmuii Me- | KynbTUBYBaHHSA | BOPCUH XOpio- H aMHIOTUYHOIT
TO4) KNITWH) Ha piaAvHN
1. Mosaiyusm Tpucomii 47 XX, +21[1])/ 147, XX,+21[3]/ mos nuc ish21 [47,XX,+21[8]/ [ mos nuc
Xpomocomm 21 46,XX[16] 46,XX[19] (D21S27x3) 46,XX[42] ish21(D21S27
[33])/ nuc x3)[43]/nuc
ish21(D21S27 ish21(D21S27
x2)[147] x2)[167]
2. Moszaiuynsm Tpucomii 47 XY ,+13[1])/ |47,XY,+13[2]/ mos nuc ish13 |47,XY,+13[4])/ [mos nuc
xpomocomm 13 46,XY[15] 46,XY[21] (D13S915x3) |46,XY[46] ish13(D13S915
[28]/nuc ish21 x3)[37]/nuc
(D13S915x2) ish21(D13S915
[172] x2)[163]
3. Mo3zaiunsm Tpucomii 47 XX, +2[1] |46,XX — 46 XX —
Xpomocomu 2 46,XX[14]
4. Mosaiyusm Tpucomii 47 XY +3[1]/ |46,XY — 46, XY —
Xpomocomu 3 46,XY[17]
5. Mo3aiun3m roHocom 45 X[2]/46,XX |46,XX nuc ishXcen 46 XX nuc ishXcen
[17] (DXZx2)[200] (DXZx2)[200]
6. Mo3saiynsm roHocom 45 X[1]/46,XX |45,X[3]/46,XX mos nuc — —
[15] [22] ishXcen
(DXZ1x1)[64)/
nuc ishXcen
(DXZx3)[136)/
7. Mo3aium3m roHocom 47 XXX[2]/46, |47 ,XXX[3]/46,XX | mos huc — —
XX[12] [21] ishXcen
(DXZ1x1)[18)/
nuc ishXcen
(DXZx3)[22]/
nuc ishXcen
(DXZx2)[160]
8. Mo3aiun3m roHocom 47 XXX[1)/ 47 XXX[1]/46,XX | mos nuc — —
46,XX[14] [19] ishXcen
(DXZx3)[26]/
nuc ishXcen
(DXZx2)[174]
9. Mo3aiun3m roHocom 47 XXY[1])/ 47 XXY[3]/46,XY [mos nuc — —
46,XY[15] [21] ishXcen
(DXZ1x2)[611/
nuc ishXcen
(DXZx1)[139]
10. HagasHicTb mo3aiyHoro [46,XX,+mar[5] [46,X,+mar[4]/ mos nuc — —
KMOHY KMiTWH 3 AoAaTKo- 145 X[17] 46,XX[19] ishXcen
BOK MapKEPHOK XpOMO- (DXZ1x1)[28)/
COMOI nuc ishXcen
(DXZx2)[172]
11. HagBHicTb Mo3aiyHoro |— — — 47 XY ,+mar[5]|ish der
KMOHY KMIiTUH 3 4ofaTKo- 146,XY[42] (12)(wep12+)
BOK MapKEPHOK XPOMO- [91/46,XY[197]
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npoaHani3oBaHNX CTaH4apPTHUM
UMTOreHeTUYHMM MEeTOAOM MIo-
aiB 12 (2,1 %) notpebysanu go-
AAaTKOBOro MOJSEKYNsipHO-UUTO-
reHeTUYHOro OOocCniaXeHHs. B
ycix Bunagkax FISH 3actocoBy-
Banu 3 yTOYHIOOYOK METOlo,
npu ubomy Bubip OHK-30HAiB
Ga3yBaBcs Ha pe3yrbTaTtax CTaH-
AApPTHOro LMTOreHEeTUYHOro aHa-
ni3y Ta AaHux ynbTpasByKOBOro
JOCNigXeHHA. TakumM 4YMHOM,
MOMNEKYNAPHO-LUTOreHETUYHNIA
MeTo[ HE 3aMiHOBaB CTaHAapT-
HUIA UMTOreHETUYHMIA aHani3, a
[JOMOBHIOBAB MOro.

MnTaHHA Npo OOUiNbHICTb BU-
KOPUCTaHHA MOSEKYNSPHO-LUUTO-
reHeTUYHNX abo MONEeKynApHUX
MeTofiB AK eKcnpec-mMeToay Bu-
SIBIIEHHS1 XPOMOCOMHOI naToso-
rii Ha NpeHaTanbHOMY PiBHi no-
pylwyeTbca B 6araTtbox CTaTTaAX
[1; 5]. Bunagkm xMbHOMO3UTMB-
HUX | XNBHOHEeraTMBHUX pe3yrb-
TaTiB, 3a ouUiHKamMu Pi3HUX Oo-
CnigHWKIB, cTaHOBNATL Big 13,2
80 30 % [1; 2]. Y niTepaTtypi Ha-
Konmymnocs AocTaTHbO Bunag-
KiB i3 NpakTUKN XMOHOHeraTumB-
HWUX pe3ynbTaTiB, OTPUMaHNX 3a
pornomoroto FISH/QF-PCR Ha
iHTepdasHux agpax [2; 6; 7].

PeTpocnekTuBHuIA aHanis
XPOMOCOMHOI naTonorii y nno-
AiB, sika 6yna BusaBneHa umrtore-
HETUYHUMKN Ta MOMEKYNSAPHO-
UMTOreHeTUYHUM MeToh4amu B
HalWoMy AOOChiAXeHHi, nokasas,
LLO BMKOPUCTaHHS BUKIMKOYHO
FISH Ha iHTepdasHux sgpax 3
anbdoigHmn OHK-30Hgamun Ha
xpomocomn 13, 18, 21, X Ta Y
3morno 6 susaButK 51,6 % Xxpo-
MOCOMHOI NaTonorii, a Bianosia-
HO 48,4 % XpOMOCOMHOI naTo-
norii 6ynu 6 nporasiHi. Hawi gaHi
Y3ro4XytTbCsl 3 YMKOK iHLINX
aBTopiB: FISH Ha iHTepdasHmx
anpax He BUABNsie 36anaHcoBa-
Hi Ta He3banaHcOBaHi CTpPYyk-
TypHi NnepebynoBu, iHWI aHey-
KOpMCTOBYBanu, MiKpOCTPYKTyp-
Hi nepebynoBu (geneuii, aynni-
Kauil), ogHOGaTbKiBCbKY AMCO-
Mmito [1; 2].

Po3B’a3aTtu Lo npobremy Ha-
MararTbCs 3a LONOMOro HOBUX
MOMEKYIAPHO-LUTOreHETUYHNX

P

MeTOoAiB, BUKOPUCTAHHA SAKUX
3HK3UNOo 6 BiACOTOK XMOHOMO3U-
TUBHUX i HEraTUBHUX pe3yrib-
TaTiB. MoBa Kige npo MOreky-
NsipHe KapioTUNyBaHHS 3a 4OMNo-
MOro MOPIBHAMBHOT FrEHOMHOT
riopmamsauii (CGH), nopiBHsANb-
HOI reHOMHOI ribpuaunsauii Ha
mikpodinax (arrayCGH), cninb-
HoOI amnnidikauil BCiX enemeH-
TiB PEKOMOIHAHTHOI KOHCTPYKLi
(MLPA). Lli meToau Tinbkn noyn-
HaloTb BNPOBaKyBaTMCS B Npak-
TUKY, OCKiflbKM MalTb BUCOKY
cobieapTicTb [8].

BucHoBKMu

PeTpocnekTnBHWUI aHania pe-
3ynbTaTiB LMTOreHEeTUYHOro Ao-
CIigKEeHHA KapioTuny Nnoais Xi-
HOK CTapLlol BiKOBOI KaTeropil
A03BONIIE CNPOCTyBaTK peKo-
MeHaaUil Won0 BUKOPUCTaHHSA
FISH onsa ekcnpec-aHanisy sik
anbTepHaTUBM NpeHaTarnbHin gia-
FTHOCTULi XPOMOCOMHOI NMaTosio-
rii cTaHgaPTHUMU LUMTOreHEeTNY-
HUMK MeTogamu. JlabGopaTopii, y
SAKMX NPOBOAATb NMpeHaTasnbHy
OiarHOCTUKY TiNbKKM ekcnpec-
aHaniaom, pusnKyoTb OTpMMaTK
XnbHOHeraTuBHI pesynbTaTy, 3a
Hawmmm gadnmmn, go 48,4 % Bu-
nagkis.

3actocyBaHHa FISH Ha Han-
OinbLU NOLLIMPEHi FEHOMHI MyTauji
Ha iHTepdasHuX agpax € cyTTe-
BMM JOMOBHEHHAM [0 KapioTuny-
BaHHSA y pasi BUCOKOrO PU3UKY,
npoTe MeToq HE 3aMiHKE LMTO-
reHeTUYHWIA aHari3 XpOMOCOM.

3actocosyBatn FISH Heob-
XiAHO BUKITIOMHO 3a HasIBHOCTI
nokasaHb: Ans igeHTudikauii
XPOMOCOMHOI MyTalii (Npy BUSIB-
NEHHI MapKepHOI XpOMOCOMMU,
Nigo3pi Ha MIKPOCTPYKTYPHY ne-
pebynoBy; ANA YTOYHEHHS TOHOK
pO3pMBY NPU XPOMOCOMHUX Me-
pebynoBax); npy BUSIBNEHHI MO-
3al4YHOro KIMOHY KMiTUH 3 aHey-
nnoigieto.

AHania mo3saiunamy MetToaom
FISH mae HM3Ky nepesar: go-
3BOJSISIE MPOBOAMTU AOCHIiAKEH-
HS Ha Oinbwomy o06c¢asi Biono-
riYHOro maTtepiany; Mae BUCOKY
iHOPMAaTUBHY LiHHICTE — BU-
3Ha4ya€e BIiOCOTOK KMiTUH 3 aHO-
ManbHMM KapioTUNom, B OKpe-
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MUX BUNagkax BUABMSAE Kifbka
KNOHIB KMiTMH abo CnpoCTOBYyE
nonepeaHi BUCHOBOK. Y Hallo-
MY OOCHIIKEHHI MO3al4YHUX Ba-
piaHTiB 3actocyBaHHs FISH po-
3BOSIMNO BU3HAYUTU BiACOTOK
MO3ai4YHOro KroHy, BUABUTU O0-
JATKOBUW KINOH KNITUH | B OOHO-
My BUNaaKy — CNpoCcTyBaTu Ha-
SIBHICTb MO3aiLn3my.

Taknmm 4ymHOM, Halle Jochni-
[XXEHHS He NIOTPUMYE TOYKY 30-
py MPO MOXNMBICTb 3aCTOCYBaH-
HS BUKITOYHO FISH Ha iHTepdas-
HUX aapax 9K anbTepHaTUBMU
npeHaTtanbHii giarHocTuui xpo-
MOCOMHOI naTonorii ctaHgapT-
HAMMW UUTOrEHETUYHUMUN METO-
Aamun.
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H. A. YnbsaHoBa, O. O. CmeTioK, 1O. |. Baxopa

YACTOTA MNOJNIIMOP®HUX BAPIAHTIB
NEHIB GSTM1 | GSTT1 Y XBOPUX HA MIOMIIO

Opecbknin HauioHanbHUM MeguyHui yHiBepcuteT, Oageca, YkpaiHa

YOK 617.753.2

H. A. YnbsiHOBa, E. A. CmeTiOK, 0. U. Baxopa
YACTOTA NMOJIMMOP®HbLIX BAPUAHTOB N'EHOB GSTM1 U GSTT1 Y BOJIbHbIX C MUO-

NMUAEN

Odecckuli HayuoHasnbHbIU MeduyuHckul yHusepcumem, Odecca, YkpauHa

Muonus — mynbTudakTopransHoe 3aboneBaHre, O4HUM U3 KIHOYEBbLIX 3BEHBEB NaToreHesa Ko-
TOPOro SABMAETCH OKCUAATUBHbIN cTpecc. Llenbio paboTel 6bIno uccrnegoBaHne nonnMmopgramMa reHoB
rnyTaTuoH-S-TpaHcdepasbl y 60MbHbLIX MUOMMENR C pa3HON CKOPOCTLIO MPOrpeccMpoBaHns 3abonesa-
Husi. O6cnenoBaHo 47 6onbHbIX MUoNMen cnaboi, cpeaHen 1 BbICOKOW cTeneHn. MonmmopdHIi yyac-
Tok GSTM1, GSTT1 amnnuduumpoBany ¢ NOMOLLbI0 MYNbTUMNIIEKCHOW NONIMMepasHoW LenHOoM peak-
umun. YCTaHOBMEHO, YTO Hannyune ageneuyun reHoB GSTT1 u GSTM1 He siBnaeTca hakTopoM npenpac-
NMONOXEHHOCTU K BO3HUKHOBEHMIO Muonun. Hanuune geneuun reHa GSTM1 moxeT ObiTb hakTopom,
NOBbLILIAKLLMM PUCK NporpeccupoBaHns Muonuun. Jeneuns reHa GSTT1 He BMMSIEeT Ha CKOPOCTb Mpo-

rpeccvpoBaHusi 3aboneBaHus.

KnioueBble cnoBa: Myonus, riyTaTnoH-S-TpaHcdepasa, NonmMopdram reHoB.

UDC 617.753.2

N. A. Ulyanova, O. O. Smetyuk, Yu. |. Bazhora
FREQUENCY OF POLYMORPHIC GENE VARIANTS GSTM1 AND GSTT1 IN PATIENTS WITH

MYOPIA

The Odessa National Medical University, Odessa, Ukraine
Introduction. Myopia is a multifactorial disease. One from pathogenesis key of myopia is oxidative
stress. It is lack of information on gene polymorphism glutathione-S-transferase in patients with myopia.
Purpose. To study glutathione-S-transferase gene polymorphism in patients with myopia with dif-
ferent rates of disease progression.
Materials and methods. The study involved 47 patients with myopia of low, mild and high degree.
Determination of the polymorphic alleles of the gene glutathione-S-transferases M1 and T1 was per-
formed by isolating genomic DNA from leukocytes. Polymorphic area GSTM1, GSTT1 amplified by
multiplex polymerase chain reaction.
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