VIK: 575.191:616-053.1-07:616-056.7-07

PE3YJIbTATH IHBA3SUBHOI IPEHATAJIBHOI JIATHOCTUKHA Y
I'PYHI KIHOK HIABUIEHOI'O TEHETUYHOI'O PU3UKY

JLT. Hazapeuko’, 0.A. }Ikoeeuko’, A.B. Xpucmuu, I.A. )I(adau’, B.B. I paéap’, O.B. Pomabiua’,
O.M. Babaoxcanan'

'XapkiBchKka MeIMUYHA aKaIeMisl ITiCIsIMIIIOMHOI OCBiTH, YKpaiHa.

Crieniani3oBaHUH MEINKO-TEHETHYHHUI IIEHTP, M. XapKiB YKpaiHa

PE3IOME

Bucoka e(l)eKTI/IBHiCTB BUSABJICHHA XpOMOCOMHO.l. aToNorii mioaa A0CATa€ETbCA IpU KOM6iHOBaHOMy
BI/IKOpI/ICTaHHi BI/IKOpI/ICTaHHi Cy4daCHUX MeTOI[iB HpeHaTaJ’ILHO.I. I[iaFHOCTI/IKI/I.

K/TIO490BI CJ/IOBA: xpomocoMa, KapiOTHI, XPOMOCOMHI aHEYIUIOimii, MO3ailu3M, ITUTOTCHETUYHUI
aHaJi3

B ocranHi poku mpobnemi mnpenatanpHoi aiarHoctuku (I1J]) xpomocomuoi maromorii
MOJIUISETECS BENHMKAa YyBara, TOMY IO XPOMOCOMHI TOpPYIIEHHS MalOTh  JIOCTATHBO BHCOKY
nomyssuiiay yacrory (0,7-1%) Ta mIpuU3BOAATH 10 iHBaNii3allil XBOPHX, a TAKOXK 3aiMarOTh OJHE 3
BEIyYMX MiCllb B CTPYKTYpi paHHbOI aAuTs4oi cMmepTHocTi [3, 4, 5]. IlpoBeneHHs iHBa3UBHUX
meromie I1J[ (amHioleHTe3, IUIAICHTOIICHTE3, KOPJOIECHTE3, OIONCis XOpiOHY) J03BOJISIOTH
MOCTABUTH J1arHO3 XPOMOCOMHHUX aHOMAJi{ 1€ BHYTPIIIHBOYTPOOHO 3 TOJAJIBIION PO3POOKOI0
a/IeKBaTHOI TAaKTUKM BEICHHS BAriTHOCTI y KOKHOMY KOHKPETHOMY BHIAJKy. BukopucTaHHS
IHBa3MBHHUX METOJMK SIK CKPUHIHTY HE € JOIUIbHUMHU, TOMY 1110 METOJIH XPOMOCOMHOI'O aHalli3y, 3
OZHOTO OOKYy — CKIJIAJHI Ta BHCOKO KOIUTOBHI, 3 iHIIOrO — MAalOTh BIPOTiJHICTH YCKIaJHEHb Y
BUTIISIAI TEpUHATANBHUX BTpaT. PasoM 3 TuUM, Ha Haml MOMNAJ, LUUTOrEHETHYTHH CPUHIHT €
BUIIPAaBJaHUM B TpPYMi BariTHUX MiIBUIICHOTO PHU3UKY HApO/DKEHHS [iTed 3 XPOMOCOMHUMH
aHoMaisiMu [5, 6].

Mera — BHBUEHHSI YaCTOTH Ta CHEKTPY XPOMOCOMHOI MATOJNOrii B TPYIi KiHOK MiJBUILIEHHOTO
TCHETHYHOTO PU3HUKY.

HocnijkeHHsT BUKOHYBAallOChb B MeEXaxX HAYKOBO-IIOCHIIHOI TporpamMu kKadeapn MeandHol
TEHETHKH Ta yiabTpa3BykoBoi giarHoctukn XMAIIO «KoHuenmis mpeHaTtaJbHOTO T€HETHYHOTO
MOHITOPHHTY, i MOXIJIMBOCTI 1 EPCIEKTUBU B IPOMHUCIIOBOMY perioni CximHoi YkpaiHm».

MATEPIAJIA I METOAN

Bynu mpoBeneni inBazuBHI Meronu I1/1 — 53
aMHIOLIEHTE3N, 3 IIIAIlEHTOIeHTE3H, 3 Oiomcil
XOpioHa B Tpymi 3 65 XIHOK MiIBUILIEHHOTO
TeHETHYHOTO PHU3UKY (Mi3HIH pernpoayKTHBHHM
BiK, MATOJIOT1YHI JaHi 0i0XIMIYHOTO CKPHHIHTY
— B3HIKEHHS piBHS anbga-eronporeiny Ta
PAPP-A wnmwxue 0,3 MoM, BuUSBICHHSA
yIABTPa3ByKOBUX MapKepHUX 03HaK
XPOMOCOMHOI TaTOoJIOTii, HApOJPKCHHS JiTeH 3
XpPOMOCOMHOIO ~ TaTOJIOTi€EF0 B aHaMHe3l,
TepaTOreHHUI BIUIMB B paHHI TEPMiHM TecTalii,
HOCIHCTBO  30aJlaHCOBAaHMX  TPaHCIIOKAaIii
OJTHUM 3 OaTHKIB B CiM'i Ta 1HIIIE).

Meronu peHaTaabHOL JIarHOCTHUKH
XPOMOCOMHHUX aHoMalii BKITIOYAJIH
KyJbTHBYBAaHHS BOPCHH XOpIOHY Ta IJIalleHTH,
KyJbTHBYBaHHS  aMHIiomMTiB. Bci  meromm
nodapOyBaHHsI TpenapaTiB MiAPO3AUUIICH HA
TpH Tpynu: MPOCTi, IuQepenIianbHi,
¢mroopucuenTHi. Haiibinpm nommpennii Merox
nodapOyBaHHs nmo [im3e, abo mpocte
(«pytuHHe») nodapOyBanus. bapBauk [im3e
noapOoBye BCi XpOMOCOMH PIBHOMIPHO IO
Bciii momxkuHi. Ha modapOoBanoMy mpenaparti
BUJUISUIMCH LIEHTPOMIipa, CYMyTHUKW (iHOMI 31
CYNyTHUKOBUMH  HUTSIMH) Ta  BTOPUHHI

nepersokku. [Ipu mpoctomy nmodapOyBanHi Oyna

MOXIIMBA TUIBKH TpyHoBa  iJeHTU(IKaIisg
XpPOMOCOM, TOMY JAHUN METOJ
BHUKOPHCTOBYBAaBCS TUIsL OpIEHTOBHOTO

BHU3HAYEHHS YHCIOBHX aHOMAJii XpOMOCOM.
CTpyKTypHI XpOMOCOMHiI aHoMmamii (memenii,
TpaHCIOKallii, iHBepcii), fKi BHUSBISUIMCH IPH
npoctoMy nogapOyBaHHi, Oynu igeHTH(IKOBaH]

3a JIOTIOMOT' 010 T epeHITiabHOTO
nodapOyBaHHs.
[lin mudepenuianbHuM  modapOyBaHHIM

pO3yMiaM iX 3JaTHICTH WIOAO BHUOIPKOBOTO
nodapOyBaHHsT 1O JOBXKHHI, IO JJOCATaIN
TEeMIIEpaTypHO — COJBOBHMH BIUIMBAMH Ha
¢ikcoBaHi xpoMmocomu. [Ipu oMy BHUSBIISIOCH
CTPYKTypHE AH]epeHIiloBaHHSI XPOMOCOM 10
JIOBKHHI Y BUTJISIIL €Y- Ta TeTepOXPOMATHHOBHX
patioHiB (TeMHI Ta CBITJIi cMyrH). JJoBKHHA UX
JUISTHOK crenrdivHa it KOXKHOI XPOMOCOMH,
BIMOBIIHOTO IWieya Ta periony. KoxHa
XpOMOCOMa Ma€ CBii MaJIOHOK KpeCIeHHS.
Buginsgiore  4OTHPHM ~ OCHOBHHX  METOJa
nudepeHiansHoro nogapOyBaHHS XPOMOCOM:
Q-, G-, R- ta C- nodapOyBanHsa.B Hamomy
JOCITiKeHHI BUKopucToByBanuch G- ta C-
METO/IH.



HocnipkeHH XpOMOCOMHHUX — TIpenapariB
MpoOBOAMIACE 33  JOMOMOTOI0  CBITOBOTO
Mikpockony i3 30ibeHHs M B 1000-1200 pasis.
VY BHNaAKy AiarHOCTHKH PEryIapHHX (opm
aHai3yBajguch He MeHII HDK 11 wmeradas.
OriHKka KITHHHUX KJIOHIB TpH MO3ailu3mi
MPOBOAMIIACE 3 BHUKOPHCTaHHSIM MAaTeMaTHKO-
CTaTU-CTUYHUX po3paxyHKiB mo cxemi H.IL
Kymnemosa [1]. Kpim ommcanux BuIlle METOIIB

BHUKOPUCTOBYBAJIHCh MOJIEKYJISIPHO-
LHUTOTeHEeTUYHI MeToau [2].

[pu YIABTPa3ByKOBOMY JOCHiDKEHH1
MpUIISIACh yBara HACTYITHUM

yibTpa3BykoBuM (¥Y3) MapkepaM CIaJKoBOi Ta
MPUPOMKEHOI maTojorii — cnenudiyHuM exo-
O3HAaKaM, III0 MalOTh JIarHOCTUYHY IIIHHICTh
IEPEBAKHO  TUTbKW MPH YIbTPa3BYKOBOMY
oOcTexxeHHi, a Ha ayromcii abo HE
BPaxOBYIOThCS, a00 MarTh JIPYTropsaHe
3HAUCHHS: CHHJPOM 3aTPUMKH  PO3BUTKY
IJI0ly; HaJMIpHA INUHHA CKJIAJKa, KiCTO3HA
rirpoMa mwui, BEHTPHUKYJOMeEralisi, KIiCTH
CYAMHHOTO CIUJIETiHHS, TPHUPOMKEHI BaaH
CEPIEBO-CYAMHHOI CUCTEMH, HEIMyHHA BOJISIHKA
10y, oMQalionene, arpe3is ABaHaAIATHITAIO
KUIIKH, I[I€JeKTa3isa, Majlo- 1 0aratoBomms.
Pesynbratu poboTH 00poOIIeHI CTATUCTUYHO 32
JIOTIOMOT'OI0 TIaKeTa MporpaM, aJlaliTOBAHUX JIO
MEIUKO-010JIOYHMX JOCIIIHKEHD.

PE3YJIBTATHU I OBT’TOBOPEHHA

B nmpoananizoBaHiii Tpymni mpeHaTaNbHO
BHSIBJICHI Taki TAaTOJIOTIYHI  KapIOTHIIU:
XpPOMOCOMHHUH TomiMopdi3M B 3-X BHUMaIKax
(46, XY, 9,gh+; 46, XX,9,gh+; 46,XX,13, pht);
2 tpanciokamii 13 Ha 14 (45, XXt (13; 14),
Npyd  YOMY OJMH 3 JIBOX OaThbKiB B IUX
BHITAJIKaX TAKOXK MaJM MOJIOHY TpaHCIIOKAIlio;
B 3-X BHUNAIKax JIiarHOCTOBAaHO PETYISIPHY
¢dopmy Ttpucomii 21 (47,XY,+21). Takum
YMHOM, YacTOoTa BHABJICHHS ckiana 12,3%, mio
3HaYHO  MEpPEeBHUIyE  3arajbHOMOMYISLINHY
4acToTy XpomocoMHuX aHomamii (0,7-1%). B
KO)KHOMY  KOHKPETHOMY  BHINAaaKy  Oyna
po3po0sicHa  aJeKBaTHA TAaKTHKA  BEICHHS
BaritHocTi. Tpeba miAKpecnuTH, MO Yy BCIX
BUIMA/IKaX BHUABICHUX XPOMOCOMHHX aHOMAaii
Maji MICIe YJIbTPa3BYKOBI MapKepHi O3HAKU
XPOMOCOMHOT ~IAaToJIorii, MAaTOJOTrIYHI JaHi
010XIMIYHOTO CKPUHIHTY Malld Micle JHIIE Y
35% BUIIAKIB.

3a3HaueHa HECHIBODKHICTD 3 ICHYIOUMMH J1a-
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HUMH TIPO PO3MOBCIOKEHICTh TEHETUIHUX aHO-
Mamii B VYKpaiHi JEMOHCTpYE BaKJIHMBICTh
MpoOJieMH TpeHaTaldbHOI JiarHOCTUKH. [lpm
OBOMY  4YacTOTa  BHUSBJICHHS  MapKepiB
BPOIIKEHHUX BaJ 3a JIOTIOMOT'OI0
yibTpacoHorpagii, 610XIMIiYHOTO CKpUHIHTA Ta
IIUTOTCHETUYHOIO aHaJli3a € TakokK pizHow. Lle
nmorpedye  4iTkOi  mporpamMu  Jdid MO0
YAOCKOHAJICHHS  ICHYIOUMX  JiarHOCTHYHHX
MiJXOJIIB.

OTpumaHi JAaHi TATBEPAXKYIOTh YSBICHHS
po HEOOXIAHICTh MEPBUHHOTO
YIBTPACOHOrPa(iyHOTO CKPHHIHTA BPOIKECHUX
aHOMaJlii PO3BUTKY TMJIOAA, 4YacTOTa SKHX
nocTiiHo ~ 3pocrae.  bioximiuHi  Mapkepu
TFCHETUYHOI MAaToJIoril € JOJaTKOBUMH IPH
HASIBHOCTI IIOKa3aHb 10 IHBAa3sUBHUX METOJIB
JOCITiIKEHHS. Bepudikaris JiarHosa
BPOJUKCHOT TEeHETHYHOI martojiorii moTpedye
OUTOrGHETUYHOr0  aHajiiza. [lpm  1mbpomy
HEOOXiIHUM € ypaxyBaHHs PU3UKY IHBa3UBHOTO
OTpUMaHHs  OIOJIOTIYHOrO  MaTepiany  Ta
JOTPUMAaHHS TOCTIIOBHOCTI Y A1arHOCTUYHOMY
AJITOPUTMI. Tob6To LUTOTCHETUYHE
JOCHIJDKCHHSI HE € CKPHHIHTOBHM METOJIOM.
PO3BUTOK anropuT™MiB BHSABICHHS BPOIKEHOI

CHajkoBOoi  martojorii  mioga  moTpedye

PO3IIMPEHHS  IOKa3aHb JO  Oi0XIMIYHOIrO

CKpHHIHTa Ta MMIBUILIEHHS SIKOCTI

YIBTPa3BYKOBUX JIOCIIIKEHb.

BUCHOBKHU

1. 3uaune MEPEBUIIEHHS YaCTOTH
XPOMOCOMHOT MaToJorii B cim'sax
MiJIBUIIICHHOT'0 TEHETHUYHOTO pPU3HUKY B
MOPIBHSHHI 13 3araJIbHONOMYJISIIIIHHOI0
JIO3BOJISIE  PEKOMEHIyBaTH IPCHATAJIbHE

KapioTHITyBaHHS B Wil Tpymi MAaIi€HTIB 3
METOIO TIONIepe/KEHHST HAPOIKEHHS iTeH 3
XPOMOCOMHHUMH aHOMAJISIMH.

2. llpm pekomenpamisix Tpeda BpaxoBYBaTH
HasBHICTh yIBTPa3ByKOBUX 03HaK
XPOMOCOMHOT MaTOJIOTii npu
MpeHaTaJIbHOMY COMATOT'CHETHYHOMY
yIABTPa3ByKOBOMY TOCITIDKEHHS TUIONY, a
TaKOK JaHi  OiOXIMIYHOIO  CKPHHIHTY
MaTEPHHCBKUX CUPOBATKOBHX OUIKIB.
[epcnieKTHBOO MOAANBIIOTO JTOCTIIKEHHS €

MIPOJIOBKEHHS BHUBUYEHHS eeKTUBHOCT1
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SUMMARY

The advantages of the prenatal diagnosis of fetal pathologies due to combined using of the modern
methods has been shown.

KEY WORDS: a chromosome, a kariotype, chromosomal aneuploidies, mosaicism, cytogenetic analisis



