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PIIKICHI TPUCOMII: YACTOTA, CIIEKTP, JIETAJIbHICTh HA EMBPIOHAJILHOMY
TA ®PETAJIBHOMY ETAIIAX BHYTPIIIHBOYTPOBHOI'O PO3BUTKY

© M. I1. Beponorseusin, 1. O. Hecrepuyk

B pobomi npeocmasneni oani enacrux 00caiodiceHs no GUSYEHHIO PIOKICHUX PE2YIAPHUX AYMOCOMHUX MPUCOMIL HA
PI3HUX emanax HympiuHbOympooHO20 PO3GUMKY Ma ceped HOBOHAPOOICEHUX. 3a2aniom NPOaHanizoeano Kapio-
munu 16328 3pasxis. B nepuwiomy mpumecmpi uacmxa piokicuux mpucomiii 6 cepeonvomy cknaoac 41,13 %, cepeo
npeHamanbHo diaeHocmoganux niodie 11—14 muscnie — 3,01 %, 15—22 muoic. — 1,68, nicia 23 muowcnie — 2,22 %
Knrouosi cnosa: xpomocomui anomanii, pioKicHi mpucomii, 1emanbHiCmy, aHeMOPIOHis, 00eMOPIOHAIbHULL eman,

Gemanvruil nepioo

1. Beryn

3a ocranHi 40 poKiB B CBITI IPOBEJCHO JIMIIEC JIE-
KUJIbKa OIMPOKOMACIITA0HUX JIOCII)KEHb 3aBMEPJINX Ba-
TiITHOCTEH Ta caMOBLIBHUX abopTiB (1€ BUOiIpKa nepeBu-
I1yBajia OAHY TUCSYy BUnaaKiB). [Ipu nbomy B MaTepiai
3apOJIKiB, IIO0 CIIOHTAHHO abopryBaiucs 10 10 THXKHIB,
4acTOTa XPOMOCOMHUX abepaiiii ckinanae 65-70 % [1-4],
a 1o 12 tmwxHs — 35-45 % [5]. [linTBepaKeHHSAM IBOMY
CIyTryIoTh 1 Hami BiacHi naui. [Tpu ananizi 1208 3aBmep-
JUX BariTHOCTeH a0 11 THIXKHIB YacTOTa XPOMOCOMHUX
aHomaJin cknana 57 % [6].

Ha Oinpin mi3HIX CTamisfx Ii BEIMYUHU 3MCHIIY-
0ThCs. Tak, MK 3—4 MICAILIMU BariTHOCTI aHOMaii
KapioTHITy y CHOHTaHHHUX a0OPTYCIB CKJIaJal0Th ONH3b-
ko 15-20 % [7], a no 5-ro wmicsaug-nmuire 3 % [8]. o
MOMEHTY HapOPKEHHS 3arajibHa 4acTOTa XPOMOCOMHHX
aHoMmaJii 3HaxomuThes B Mexax 0,5-0,9 % [9, 10].

[Tpn npoMy HailOlIBIIy YacCTKy cepen Bciei Xpo-
MOCOMHOI marosorii cknajgaroTh Tpucomii. Tak, mpu
IIMPOKOMACIITAOHNX JOCHIJDKCHHSX 3aBMEpJIMX BariT-
HocTeil | TpuMecTpy dacTka TprcoMii ckianana Big 44
10 66 % (tadm. 1).

Ta6muns 1
JlocmimpKeHHAX KapioTHITy 3aBMEPIIMX BariTHOCTEH
I rpumectpy [1-4]

Boue Hassold Kline Menasha
1975 1980 1987 2005
Beroro 1498 1000 2098 1203
HpOﬁHaﬂlSOBaHO
Bcboro 921 463 776 792
amomaniii | (61,5%) | (46,3 %) | (37,6 %) | (65,8 %)
Tonconii 479 207 368 522
p (52,0 %) | (44,5 %) | (47,4 %) | (65,9 %)

[TpoBenennii aHami3 IOKa3y€e HEPIBHOLIHHY
y4acTh Pi3HUX XPOMOCOM B CTPYKTYpi ayTOCOMHUX TPH-
comiii. ¥ HoBOHapomkeHux Tpucomii 21, 18, 13 3aramom
ckianaTh 95 % Bin Bciei xpomocomHoi matosnorii. Ha
OiNIbII paHHIX eTanax BHYTPIIIHBOYTPOOHOTO PO3BUTKY
neil nokazHuk MeHmui. ToMy NpUIHATO BBa)aTH, LIO
Bci Tpucomii, kpim 21,18,13 € pigkicHUMH.

2. OOrpyHTYBaHHS 10C/IiIKEeHHS

Meton kapiotunyBaHHs GTG-¢papOyBaHHIM
XPOMOCOM 3aJIMIIAETHCSI «30JIOTUM CTaHIAPTOM» B
MpeHATAJIbHIA ITUTOTCHETHI, ajic HOMY KHIAIOTh BHU-
KJIMK HOBITHI MOJIEKYJISIpHI TEXHOJIOTii, IO CTPIMKO
PO3BUBAIOTHCS 1 MIIBUNIYIOTh YyTIHBICTH Ta TOYHICTH
aHali3y. B Toif e yac BIPOBaKCHHS HOBUX BHCOKHUX
TEXHOJIOTiH B cepy MpeHATAIbHOTO KapiOTUITYBaHHS
MIPUHOCUTH HOBI MpOOJIEeMH NpH iHTepIpeTanii npeHa-
TaJBHOTO fiarao3y [11].

Cy4acHi METOAH OCIIJDKCHHS, SIKI MOXJIMBO Ha
JAHUH 9ac 3aCTOCOBYBATH B MaCOBIM MPAKTHIIi, HAI[IJICHI
JIUIIC HA BUSBIICHHS HANOLIBII MOMIUPEHOT XPOMOCOM-
voi maronorii (FISH-miarnoctuka [12], QF-PCR [13],
HCIHBa3WBHI NPEHATANIbHI TECTU 3 CCICKTUBHHUM CKPH-
ninrom (NIPT) [14-16] Tomro).

B nesikux kpaiHax €BpOnU TaKUM YHHOM 3IiHC-
HIOETBCSI CKPMHIHT Ha IOUIMPEHI TpHcoMii y BCiX iH-
Ba3WBHHUX 3pa3Kax, OTPUMAHUX IpeHaTanbHO. Jleski
KJIIHIKK BHKOpHUCTOBYIOTH FISH — niarHocTuky mist
JOCTIKCHHSI KapiOTHUITy 3aBMEPIUX BariTHOCTCH, BUXO-
IIST9U 3 TOTO, IO HE Yy BCIX BUMAIKAX IPU BUKOPHCTaHHI
KYJBTHBYBaHHS 200 MPSIMUX METOJIIB TOCIIKCHHS TPO-
(obmacTy BIaeTbCsi OTPUMATH KapioOTHIIL.

BinpmicTh KOMEpPIIHHUX MaKETIB MIBUIKOTO
KapioTUIyBaHHS BKJIO4aloTh, kpim T21, T18, TI13
nomatkoBo T9, 16, 22 (Bci 0e3 BUKJIIOYEHHS BH3Ha-
yaloTh X, Y XpoMocomu). A icHyroui 24-K0JIbOpOBi
FISH-TecT-cuctemMu B 3B’S13Ky 3 BHCOKOIO BapTiCTIO
sk 1 Mmetonu CGH Ta MOBHOTEHOMHOT'O CEKBCHYBaHHS
IUISL TOCIIJKCHHST PaHHIX PEHPONYKTHBHHX BTpaT B
MOBCAKJACHHIW KIIHIYHIA TpaKTUI Maiie HE BHKO-
puctoByThes [17].

3. Mera gocJigkeHHs

BcraHoBieHHS IMEpBUHHOI MOMyJsIiiHOI yac-
TOTH, JIETAJIBHOCTI Ta YaCTKU PIJKICHUX ayTOCOMHHUX
TPUCOMIH Ha pI3HUX eTanax BHYTPINIHbOYTPOOHOTrO
PO3BHUTKY I BU3HAUCHHSI OYiKYyBaHOI 071 XHOHOHE-
TaTUBHUX pE3yJbTaTiB IpPH 3aCTOCYBaHHI CEJICKTHB-
HOI J1arHOCTHKH XpPOMOCOMHHX aHomaniii (XA) npu
PENpPONYKTHUBHUX BTpaTax Ta NpH MPOBEACHHI NpeHa-
TaJIbHOI JIarHOCTUKH .
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4. Marepiauu i meTonu

JUist BUpILICHHS TOCTaBJICHUX 3aJa4 3a IIepion
3 1997 mo IV kBaprtan 2016 poky cdopmoBano rpy-
U Ta MPOBEICHO KapiOTHUITyBaHHS 3pa3KiB NMPOAYKTIB
KOHLIENIIT 3aBMEpJIUX BariTHocTel, OioNTaTiB BOPCHH
XOPIOHY/IIIAIICHTH, AMHIOIMTIB, OTPUMAHUX BiJ JKiHOK,
mo MemkaloTh Ha Ttepurtopii IliBnenno-CxigHoro Ta
LentpansHoro perioniB Ykpainu. IIpoBeneno kapioTu-
nmyBaHHs 1808 3pa3kiB MPOIYKTiB KOHLEMIIIT 3aBMEPIINX
BariTHocTel, 1572 innykoBanux abopris, 1329 GionraTiB
BOpPCHH XOpioHY, 2240 OionraTiB miaueHTH, 6120 3pas-
KiB aMHIOTHYHOI DiIUHH, 3pa3KiB JiM(QOLUUTIB KpOBi
3259 nireit o 18 pokiB (3 HUX m0 poky 870) (3araiom
16328 3pa3kiB).

JUtst OLiHKM PIIKICHUX TpHUCOMIH Ha J10eMOpio-
HaJIBHOMY Ta eMOpiOHAJIBHOMY IIepiojiaX PO3BUTKY TIpy-
Iy 3aBMEpJIMX BarirHocTei OyJ0 po3iiieHo 3a 03HAKOIO
HasIBHOCTI/BiCyTHOCTI eMOpiony (3 1808 3aBmepsnx
BariTHOCTEW [0 i1HGOpPMAIIil BIAJIOCS OTPUMATH B
1615 Bumankax: 479 BunankiB anemOpioniit ta 1136 Bu-
MAJKiB 3 HASBHUM EMOPIOHOM).

OrniHka HasBHOCTI, CTaHy, PO3BUTKY ILJIiHOTO
AWNIsT Ta HOro CTPYKTYPHHX €JIEMEHTIB IIPH 3aBMeEp-
JUX BariTHOCTSX HPOBOAMIIACH IIPH TPaHCBAriHaJIbHIN
exorpadii 3a monmomoror Y3 — CHCTEM EKCIIEPTHOTO
kyacy: Voluson — 730-Pro “GE”(CLIA, Asctpis), HD-
11XE Ta HDI — 3000 “Philips” (CILIA), SonoAce X-8
“Medison”(Kopest), MyLabClassFamily “Esaote Biome-
dica” (Iranis), 3rizHo cydacHux pexomennaniii ISUOG
(International Society of Ultrasound in Obstetrics and
Gynecology).

[HBa3MBHI NpeHaTanbHI BTPydYaHHS (XOpPIOHICH-
Te3, IUIALCHTOLEHTE3, aMHIOLEHTE3) BUKOHYBAJINUCh ac-
nipaniiHO-010NCIHHUMHU TOJKAaMU B aCENTUYHHX YMO-
Bax OINEpOJIOKY TpaHC aOJOMIHAJIBHUM JOCTYIIOM 3a
METO/IOM «BIJIbHA pyKa» IiJ] yJIBTPa3ByKOBOIO HaBirari-
€10 3 BAKOPUCTAHHM JIIHITHUX Ta KOHBEKCHUX JaTYHKIB
(V3-ckanepu: “SAL-77” (“TOSHIBA”, Snonis), “SSA-
250” (“TOSHIBA”, SInonist), “SonoAce R-3” (“Samsung-
Medison”, Kopes)).

KapiotunyBaHHsl 3aBMEpJIMX BariTHOCTEH/iHAY-
KOBaHMX MEAMYHUX a0OPTiB, OIOINCiH XOPiOHY/TIIALlEHTH
miciist po30opy 1 MOP(OJIOriYHOTO ONMHUCY BOPCHUH MTPOBO-
JIMJIM 32 JOMOMOTIOI0 mpsiMoro metoay [18].

KapiotumyBaHHsI aMHIOIUTIB MPOBOAMIIA 3T1THO
METOJUYHUX peKoMeHMalii [19] 3 BUKOpUCTAHHSAM ce-
penosuma “Amnio MAX” (Gibco, CILIA).

Hns anamizy 3actocoByBanmu GTG — merox nu-
¢depenniinoro 3abapBiieHHS. XPOMOCOMHI IIpenapa-
TH aHaJi3yBaju 3a JOIOMOIOK JOCTIJHUIIBKHX Mi-
KpockomniB Axioimager Al “Zeiss”, “Olimpus” BX4l,
Aristoplan “Leitz” i komm’roTrepHoi nporpamu u “Bineo-
tect Kapio 3.1”.

Bci naboparopHi 1ocitiayKeHHs Ta iIHBa3UBHI IIPoLie-
nypu npoeneHi B OK3 «MikoOnacHUN LEHTP MEAUYHOI
TEHETHUKH 1 IpeHaTalIbHOI tiarHocTukm» (M. Kpusnit Pir).

CraTUCTUYHUH aHaJ3 JaHUX IPOBOAMIN METO-
JlaMH BapialliiHOi cTaTUCTHKH. llepeBipKy cTaTucTHy-
HUX TiOoTe3 3AIHCHIOBAIN Ha piBHI 3Hauymocti p<0,05.
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Bu3HaueHHS TOCTOBIPHOCTI BiJIMiHHOCTEH BHOIPOK MPO-
BOJMJIOCH 3 BUKOPHCTAHHSIM METOAY KYTOBOT'O MEPETBO-
pennst dimepa npu P<0,05.

5. Pe3ysnbTaTn 10caigKeHb

Cepen ycix 3aBMEpJIMX BariTHOCTEH XPOMOCOMHI
anomanii BusBieHi B 994 Bumankax (54,9 %). Cepen
aHeMOpioHil YacTKa ayTOCOMHUX Tpucomiit 47,2 %. Toxi
SIK 32 HAssBHOCTI eMOpiony — 50,6 %.

Cepen BariTHOCTEH, IO PO3BHBAIOTHCS, B TPYII
wroniB 11-14 Thk. yacTka ayTOCOMHHX TPHCOMIH cKiiasia
61,7 %; cepen mromiB 3 15 mo 22 THXHS 32 JaHUMU IIpe-
HaTaJbHOI IarHOCTHKH BCTAHOBJICHO, IO LIEH MOKa3HUK
ckiaB 65,7 %; micis 23 TikHIB — 69,8 % (Tabmn. 2).

Byno Bcranosneno, mo wactka T21, 18, 13 Ha
JIOEMOpIOHAIEHOMY €Talli CKJaaae 3arajaom e 6,3 %,
TOJI K «piaKicHI» Tpucomii Bignosiauo 93,7 %. Cepen
BariTHOCTEH, 110 MPUIIMHWIM CBIH PO3BUTOK B eMOpio-
HaJBHOMY Tiepioni 3 5 mo 11 THXHS YacTKa piIKICHHX
ayTOCOMHHMX TpucoMili ckiana 88,4 %. B panHbOomMy
¢deransHOMy mepioni 11-14 TwxHIB recramii pigkicHi
ayTOCOMHI TpucoMmii ckyanu juie 6,9 %; Ha TepMiHi
15-22 — 3,8 %; micnst 23 tuxkHIB — 6,7 % (TOO0TO cepemnHs
YacTKa PiJIKICHUX ayTOCOMHHMX TPHCOMIHM B TpyIli IUIO-
JiB PaHHBOI'O, CEPEIHBOrO Ta MI3HBOI'O (ETAIBHOIO
nepioniB ckiamae 5,8 %). [Ipu mpomy ciij 3a3HaYUTH,
110 3 301JBIICHHSIM TEPMiHY BariTHOCTI CyTTEBO 3HHXKY-
€THCS HE JIUIIE YacTKa PIAKICHUX TPUCOMIMH, a i CIIEKTp
MPEACTAaBICHUX XpoMocoM. Tak B noemMOpioHaNbHUI
Ta eMOpIOHAJIBHUN NEepioAM 3yCTPIYaIOTHCS ayTOCOMHI
TprcoMii 3a BciMa xpomocomaMHu. Toai sIK B paHHBOMY
Ta CepelHbOMY (EeTalbHOMY Iepiofax BiAMIYEHO IpH-
CyTHICTH Jimine Tpucomiit 3a 8, 9, 11, 14, 15, 16, 17, 19,
20, 22 xpomocoMamu (4actka ix ckianae Bix 0,43 % no
3,01 % B 3aranpHiil CTPYKTYpl ayTOCOMHHX TPHUCOMiil
BiamoBiaHO). [Ticis 23 THXKHIB TecTalii CIeKTp pilKicuX
ayTOCOMHMX TPHCOMIH Ime OisibIie 3By3MBCSl IO TPHCO-
Miit 9, 15, 20, 22 xpomocom (Bix 1,1-2,2 % B 3aranpHii
CTPYKTYpi TPHCOMINA).

AHami3 9acTOTH 3yCTPi4aeMOCTI J1arHOCTOBAHUX
piakicHuX TpucoMmiit Ha Tepmini 11-26 TmxHIB (n=37)
(puc. 1) mokazas 3Hauny noxto T8, T9, T22, T14, T16,
T20, T17, T15 B cTpyKTypi peHATAIBHO JiarHOCTOBAHO
MATOJIOTii, OJTHAK 13 BiAMIUCHUX TPUCOMIil CHCTEeMAaTH30-
BaHi B cuHapomu nurre T8, T9, T22.

AHanis nowWWpeHoCTi QiarHOCTOBAHUX PIOKICHUX TPUCOMIN
Ha TepMmiHi 11-26 THxHiB (n=38)

no 1 sunageyno 2 BunageEd  no 4 sunagsM no 5 eMnagkis no 14 ewnagkis

Puc. 1. AHasi3 NOMUPEHOCTI A1arHOCTOBAHUX PIIKICHUX
Tpucomii Ha TepmiHi 11-26 TrxHIB (n=37)
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Tabmur 2
YacTka pi3HHX XPOMOCOM B CTPYKTYpPi ayTOCOMHHUX TPHUCOMIil Ha PI3HHUX eTanax BHYTPIITHbOYTPOOHOTO PO3BUTKY
3aBmepii .BaFiTHOCTi 3amepai BaritHocTi HpeHaTaana HpeHaTanLHa Tpenarabha
JloemOpioHansHa J1arHOCTHUKA J1arHOCTHUKA .
XpOMOCOMHA | cranig (o 5 Tnx) S m. 11-14 tnx. 15-22 k. AiarrocTIKa 223
1aToJiori
] oo ]y ey, Kol ]
Yel ayrocounti| g 100 % 327 100 % 232 100 % 419 100 % 90 100 %
TpUCOMI1L
Tpucomis +1 1 0,8+0,8 % 1 0,3+0,3 %
Tpucomis +2 5 4+1,8 % 6 1,8+0,7 %
Tpucomist +3 4 3,241,6 % 4 1,24+0,6 %
Tpucomis +4 2 1,6£1,1 % 10 3,1£0,95 %
Tpucomis +5 3 2,4£1,4 % 7 2,1+£0,8 %
Tpucomist +6 1 0,8+0,8 % 2 0,6+0,4 %
Tpucomis +7 1 0,8+0,8 % 5 1,5+0,7 %
Tpucomis +8 4 3,2+1,6 % 11 3,4+1 % 1 0,4+0,4 % 1 0,2+0,2 %
Tpucomis +9 4 3,2+1,6 % 6 1,8+0,7 % 1 0,4+0,4 % 2 0,5+0,3 % 2 2,2+0,7 %
Tpucomis +10 6 4,8+1,9 % 9 2,8+0,9 %
Tpucomis +11 2 1,6x1,1 % 5 1,5+0,7 % 1 0,4+0,4 %
Tpucomis +12 5 4+1,8 % 8 2,4+0,9 %
Tpucomis +13 4 3241,6% | 16 49412 % 19 8,2+1,8 % 23 |5,5+1,1% 5 5,6£1,1 %
Tpucomis +14 2 1,6£1,1 % 23 7,0£1,4 % 1 0,4+0,4 % 1 0,2+0,2 %
Tpucomis +15 5 4£1,8 % 33 10,1+1,7 % 3 1,3+£0,7 % 1 0,2+0,2 % 1 1,1£0,5 %
Tpucomist +16 53 42,144,3 %| 105 32,1+£2,6 % 1 0,4+0,4 % 1 0,2+0,2 %
Tpucomis +17 1 0,8+0,8 % 5 1,5+0,7 % 1 0,4+0,4 % 3 0,7+0,4 %
Tpucomis +18 2 1,6£1,1 % 8 2,4+0,9 % 51 22427 % 76 18,1+1,9 % 22 244421 %
Tpucomist +19 1 0,8+0,8 % 1 0,2+0,2 %
Tpucomis +20 8 6,3+2.2 % 8 2,4+0,9 % 1 0,2+0,2 % 1 1,1+0,5 %
Tpucomis +21 2 1L6£1,1% | 14 43+1,1% | 146 |62,9432%| 304 |72,6222%| 57 |63,3424%
Tpucomist +22 10 7,9£2,4 % 41 12,5+¢1,8 % 7 3,0£1,1 % 5 1,2450,5 % 2 2,2+0,7 %

Biamiveno, mo nutoma Bara T2, T4, T6, T7, T9,
T10, T12 Ha 4,95 % Oinpma Ha HOoeMOpiOHANBHIN CTa-
nii B mopiBHSAHHI 3 emOpionansHuM 1iepiogom (19,01 %
npotu 14,1 % Bianosinno). I1pu npomy em6pionu 3 T14,
T15, T17, T22 gacrime npoxoBXKyBaJlIN CBIf PO3BUTOK 1
moHaj 5 TwkHIB mmicna 3amrigHenss. Ciif BiA3HAYUTH
JIOCTOBIPHY BIIMIHHICTB 3yCTPIi4aeMOCTI TprcoMiii 14 Ta
15: 0,18 % mpu aneMOpioHii mpotu 2,03 % 3a HAIBHOCTI
emoOpiony (p=0,014) nnst xpomocomu 14 Ta 1,04 % nporn
2,91 % (p=0,07) BigmoBigHO 1151 XpoMocomu 15.

B xoni Hamoro 6araTopivHOTO TOCIiHKCHHS 0YII0
BUSIBJICHO N0 2 BUMNAJKU PAPUTETHOI PETYISIPHOI TPHUCO-
mii 1 ta 19. Tpucomis 1 Oyna BUsiBICHA JiniIe B MaTepia-
JIi 3aBMEPJIUX BariTHOCTEH: B OJJHOMY BHIIAJKy PO3BUTOK
BariTHOCTI 3yNMHHMBCS Ha J0eMOpioHaNbHIA cranii (1o
5 TuK.), B iHIIOMY Ha emOpioHanbHUH (7 THXK.) (pHC. 2).
T19 Takox BUSBICHA B Marepiajli 3aBMEpJIOi BariTHO-
cTi (recraniiinuit Tepmin 11 Twx., anemOpionis [ Tumy,
MOpQoIIOTis BOPCHH XOPIiOHY BignoBifana 8§—9 THKHSIM,

kapiotun 47,XX,+19) Ta npu npoBeIeHHS TUIALCHTOLCH-
Te3y (BaritHicTb 20 THX., pesynsrar Y3/1: aHeHuedanis,
rinomiasis mianenatu: 47, XX +19.

Cepen iHIIMX PiAKICHUX TPUCOMiH OKpeMoi yBaru
3acnyroBye Tpucomis 3a 17 xpomocomoro. 3 10 Bumaakis
peryssipHoi T17 6 Oyio cepen 3aBMEpIINX BariTHOCTEH, a
pelTa BUSBJICHA IIPU MPEHATaNbHIN AiarHocTui 3 11 1o
22 trxHiB (puc. 3).

[TpencraBisieMo CHMNITOMOKOMILIEKC aHOMaJii
PO3BUTKY IUIOAY, IO CIIOCTEPIraBcsi HAMH, B YOTHPHOX
Bunajakax nosHoi T17 y I Ta Il TpumecTpax BaritHOCTI:
opaxinedaris (1), ronosa y dopmi «immony» (1), ek3eH-
nedanis (1), rinpouedanis (1), rinomnasis mozouka (1),
au3Mopdii obamuust (2), aTpiOBEHTPUKYJISIPHUI KaHai
cepust (1), omdamnouene (3), BkopoueHHs Ta aedopmartis
xpeOta (1), arutasist mpomeneBoi KicTku (1), aruiasist maso-
romisnkoBoi KicTkH (1), puekcopra aepopmartis kucti (3),
kicta nmynounu (1); (B Ay’ Kax 3a3Ha4eHO KUJIBKICTb ILIO-
B 3 BiJITIOBITHOIO 03HAKOIO) (pHC. 4.).
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KapuoTtun:
47,00 +1

Puc. 2. Kapiorpama nmpoyKTy KOHIIEMIIiT 3aBMepIioi BariTHOCTI 6—7 THK.,

(recrauiitaunii Tepmin 10—11 tnk.); (30iabmenns 10x100; nporpamue
3abe3neuenHs «Bigeo-tect Kapio 3.1»)

KapuoTtun:
47.44.+17

Puc. 3. Kapiorpama miomy (11 Tik. BariTHOCTI) B MaTepiami Oionraty
xopioHy: 47,XY+17 (36inpmenns 10X100; mporpamue 3a0e3neueHHAS
«Bineo-tect Kapio 3.1»)
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Puc. 4. ®enorum abopryca (20 TmK.) 3
MOBHOIO TpucoMmiero 47, XY+17

Ha ocHOBi oTpuMaHUX pe3yiib-
TaTiB BHMaJIbOBYIOThCS IIITh yMOB-
HUX TPYyN ayTOCOMHHUX TPHCOMIH 3
PI3HHM CTyIIEHEM JICTAJbHOCTI IIij
Yyac BHYTPIIIHBOYTPOOHOTO PO3BHUTKY
(Tabm. 3).

Tabnurs 3
I'pynu ayTocoMHUX TpUCOMIH 3
PI3HUM CTYIICHEM JIeTaJIBHOCTI ITi]] Yac
BHYTPILIHEOYTPOOHOTO PO3BUTKY

Tonyssiii-
Ha 4acToTa,

%

Jletann-
HICTb, %

PiBens se- | Xpomo-
TaJILHOCTI | COMH

1;2;3
Jleramsni | 5; 6; 7; [0,01-0,22 %;| 100 %
14; 19
Cy6- 151601 g 50 |57-81%
JIeTaJIbHI 22
3 BUCOKHUM 48
piBHEM Jie- 9.’ 5 0,15-0,28 % | 60—-65 %

TaJILHOCTI

3 cepennim| 10; 11;
piBaem Je-| 12; 13; [ 0,19-0,43 % |33-49 %
TaJIBHOCTI 17

3 HU3bKUM
piBaem ne-| 18;21 |0,25-0,56 % |27-30 %
TaJILHOCTI

Takum 4MHOM, Ha OCHOBI OTpH-
MaHUX JaHHX BAAJIOCS BCTAHOBUTH
YacTKy MOKJIMBHX XHOHOHETaTHMBHHX
pe3yJbTaTiB MO BUSBICHHIO ayTOCOM-
HUX TPUCOMIH B pa3i 3acTocyBaHHS
CEJIEKTUBHUX METO/AIB J1arHOCTHUKH
XPOMOCOMHHX aHOMaJiH, [0 OXOILTIO-
Th Taki Tpucomii sk T13, T18, T21,
T9, T22 (tabmn. 4).
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Yacrka pigkicaux tpucomiit (1-8, 10-12, 14, 15, 17, 19, 20) Ha pizHuX

eTarax BHYTPIIIHbOYyTPOOHOTO PO3BUTKY

nmajikax Mo3aigHoi Tpucomii 17 y HOBOHapO-
JKCHHX, TIPU [OMY JEsKi aHOMaJIii y TaKux
ITCH CIIBIMAJAOTh 3 BaJaMH, ONUCAHHMH
IIpY TIOBHIH peryssipHiit T17.

Tabmuus 4

Tak, B mepmomMy TpHUMeCTpi 4acTKa PiAKICHUX
TpHcoMiil Bcepennbomy ckianae 41, 13 %; cepen mpeHa-
TanbHO JiarHocToBaHux miaoAiB 11-14 twxuis — 3,0 %,
15-22 1k, — 1,7 %, micns 23 twkHIiB — 2,2 %. TobTO
YacTKa PiIKICHUX TPHCOMIH IpU NPOBENICHHI NMpEHATAIb-
HOT JIIarHOCTHKH BCEPEHLOMY MOJKe cKiagaru 2,3 %.

OpnHak 3riTHO OTPHMMaHMX HAaMHU PpeE3yJbTaTiB ce-
pen 870 kapiOTHUIIOBaHMX HOBOHAPODKEHUX 3 ITiJJ03POI0
Ha XA, OKpIiM PO3IOBCIOIPKCHUX ayTOCOMHHX TPUCOMIH
T21 (n=444) Ta T18 (n=8) (97 % Ta 1,8 % Bix BciX MOBHUX
TPUCOMIH Bi/NOBITHO), HE BPaxOBYIOYl YaCTKOBI TPHCOMII,
XPOMOCOM, 3yCTpidaacs JHIIE TPUCOMIs 110 22 XpoMocoMi
(3 Bunamku noeHoi T22, o ckiano 0,65 % Bix BCixX TpH-
COMIii, Ta 2 BUITAJKU MO3ai9HOI TPHCOMIi 22 XPOMOCOMH).

Crnin 3a3Ha4uTH, IO B YKpaiHi 3rigHO 3aKOHO-
JIaBCTBA JICTITUMHHMI TEpMiH IEpepUBaHHS BariTHO-
CTi 3a MEIMYHUMH IOKa3aMH (B TOMY YHCII B 3BSI3-
Ky 3 JETaJbHHUMH BPO/DKEHUMH BaJaMH DPO3BUTKY Ta
XPOMOCOMHHMMH aHOMaJlisiMu), oOMexeHa 22 THXKHSIMHU
recTarlii; BiIMOBIIHO Micis 23 TIDKHIB yci BariTHOCTI
MPOJIOHTYIOThCS. TakuM YHHOM, CyKyNHa 4YacTka pif-
KICHUX TPUCOMIH micist 23 THXKHIB BariTHOCTI Ta cepen
HOBOHAPOJDKEHUX B HALIIOMY JOCIiKeHH] ckiana 2,2 %.

5. O0roBopeHHs pe3yJbTaTiB A0CTiKeHHS

Jlo TenepiliHBOro 4acy BBaXKaJOCh, 110 TPUCOMIi
11 19 He cyMicHI 3 TOCTIMIUTAHTAIL[IHHUM PO3BUTKOM [9].

BuHMK Takuil mocTynar Ha OCHOBI €IMHOI IyOui-
kamii [20], me onmucana TpucoMist 1 y BOCBMH KIITHHHOTO
emOpioHa, orpumanoro B pesynsrati IVF Texnonorii. He
JUBIISTYUCH HA Te, MO 3 70-X pOKIB IHTEHCHBHO BeJOCS
JIOCJIIJDKCHHSI KaploTHITy pPaHHIX CIOHTAaHHHMX aOopTiB,
TPAILISUINCS JIMIIE Mo3aidHi (hopMu.

Jlnme gyepe3 10 pokiB, 3’IBHIIMCS TPH KOPOTKHX
MOBIJJOMJIGHHS TIPO 3HaxXiAKy MoBHOI Tpucomii 1 B Xo-
pilanbHUX BOPCHHAX 3aBMEpIIoi BariTHOCTI Ha TepMiHax
6—9 TwxniB [21-23]. IIpu nupomy myOuikanii mpo BUSB-
JICHHS NOBHOI Tpucomii 19 BigcyTHi.

3 ornsay Ha BHSBJICHI BUMAAKU TpucoMiid 1 i 19,
3 BIIEBHEHICTIO MOKHA T'OBOPUTH, L0 HE MPE3UTOTHYHA
JETAJBHICTh € MPHYUHOI0 PIAKOI 3yCTpIYaeMOCTi TpH-
comiit 1 1 19, a iX ciabka CXWUJIBHICTH O MEHOTHYHOIO
HEPO3XO/PKCHH S, MOXKJIMBO 32 PAaXyHOK OLIBII HAAIHHOTO
(yHKIIOHYBaHHS KIHETOXOpIB, HIXX y XpoMocoM X Ta 16.

SlckpaBo BUPaKEHOIO € CHCTEMHICTh BaJl IPH TMOB-
Hill perynsipriii T17 1 6e3cyMHIBHO MOXKEe IPETEHyBaTH
Ha OKPEMHH CHHJIPOM 3 XapakTepHuM (eHorurnom. Pa-
Hile B JiTeparypi Oyso onucaHo ()EHOTHN JIMIIE B BU-

3aBmepri [loBHa T2 omnucaHa nuiue y CIOHTaH-
BariTHOCTI 3aBmepni | [penaranbua | [Ipenaransha | [penaransua | HUX aOopTyciB. B miteparypi omucani BU-
JloemOpioHanbpHa| BariTHOCTI | JAiarHOCTHKA | JIarHOCTHKA | JiarHOCTHKA NajJKy TPEHATAIBHOI JTIarHOCTUKU 1 HapojI-
crajis S=lmwx | 1=l4 x| 15-22 K 223 JKEHUX KUBUMHU JIiTEN 3 MO3aTUHOKO (POPMOFO
(20 5 T3K) T2 [11] B HamOMy JOCIIJKEHHI TAKOX HE
40,4 % 41,9 % 3.0 % L7 % 2.2 % OyJI0O BUIIQJIKIB IPEHATAIBHO J1arHOCTOBAHO

TpHrCcoMii 2-i XpoMOCOMH.

OnHUM 13 MOXKIIMBUX IOSCHEHBL OlJIBIIOT BUYKH-
BaeMoCTI TpucoMiii mo 14, 15 i 22 xpomocomam € pizHa
KIJTBKICTh TCHIB, IO HECE B COOl KOXKHA 3 XPOMOCOM.
Tak, xpomocomn 1-12 BmimyroTs B cobi mo 2500—
1400 rewnis, Toxai sik T14, 15 Tta 22 — nmo 1200—-800 reHis.
ToOTO MOMXKIMBO TPOBECTH KOPEIALII MiXK BHECKOM
KO)XKHOI XPOMOCOMHM B TCHOM KIJIITHHH Ta il JeTajb-
HICTIO: YMM MCHIIEC TCHIB BMIIIyE XPOMOCOMa, TUM
BiporijHinle, mo 301JbNICHHS IeHETHYHOr0 MaTepiary
npu Tpucomii OyJe MEHII KPUTHYHHUM 1 BariTHICTh
Oyne mposonroBaHa. OmHaK, KpiM I[bOTO HEOOXiTHO
e BPaxoBYBaTH 1 SIKICHI BJIACTHBOCTI T'€HIB KOXKHOI
XPOMOCOMH, a TaKOK MOXKJIMBO 1 iHIII (HAapHUKIal, emi-
TCHETHUYHI) MEXaHI3MHU.

Mu HOpIBHSUIN pe3yJIbTaTH HALIOI0 IOCIiJKEH-
Hs 3 JaHuMu nonyisuaiiHoro perictpy EUROCAT
(16 6a3 manux 3 11 xpain €sponu 3a 2000-2006 pokn)
[24], B sixomy Oyno 3apeectpoBano 10323 Bumankis
PI3HOMaHITHMX XPOMOCOMHHUX aHOMaliil y miuona (3
20 THXKXHIB, BKIJIIOYAIOYM IpPEHATAJbHY JA1arHOCTHKY,
MEPTBOHAPO/KEHHS) Ta Cepell HOBOHAPOJKCHHUX, 3
skux 7393 (71 %) ckyanu yci MoBHI ayTOCOMHI TPHCO-
Mmii. YacTka pigkicHUX Tpucomiii 3a3HaueHa sik 0,8 %
(58/7393), a came T22 — 21 %, T9 ta T16 mo 11 %,
1-2 % T1,4,5,7,12. Bci BoHU Oynu JieTaldbHi, BUSBIC-
Hi NpU TpeHATalbHIA JiarHOCTHIN ab0 y BHUIaaKax
aHTeHaTaibHOI 3arubeni mroxy 3 20 TwxkHIB. [ns
KOPEKTHOI OLIIHKHM BPaxOBYBAJHUCSI BCi 3apeecTpOBaHi
BHIAJKU PiAKICHUX TpucOMill micas 20 THXKHIB BariT-
HOCTI, BKJIIOYAIOUYM HOBOHAPOJKEHHX: BChoro 20 BH-
mankiB (T22 — 35 %, T9 — 20 %, T15 - 10 %, imo 5 %
T8, 16, 17, 20).

MoskHa NPHUITYCTHTH, 10 YaCTKa XWOHOHETraTHB-
HUX pe3yJIbTaTIB IIPH BUSBIICHHI ayTOCOMHUX TPUCOMIH
3 3aCTOCYBaHHSIM CEJICKTUBHUX KOMEPLIWHUX TECT-CHC-
TEM IS IIBUAKOTO KapiOTHITYyBaHHS, IO OXOIIIOIOTH
mumre T13, T18, T21, T16, T9 ta T22, B rpyni 3aBMepaux
BariTHocTel Moxe ckiamatu 41 %, a mpu mpoBeneHHI
MPEHATAJIBHOL IIaTHOCTHKYU B TepMiHi 3 1110 23 THxkHIB
recrauii — 2,3 %.

3 ormsimy Ha BHIIEBHKJAAEHE, OKPIM EKCIpec
MmertoniB kapiorumyBaHHs (QF-PCR, FISH,) 3a oxpe-
mumu xpomocomamu (13, 18, 21, X, Y abo 9, 13, 16,
18, 21, 22, X, Y), HEOOXi/THO BCE X BHKOPUCTOBYBATHU
«3onotuii craupap™» GTG — ¢dapOyBaHHS SK MpH Mpo-
BEJICHHI MPEHaTaJIbHUX HUTOICHETHYHUX JOCIHIIKCHb,
Tak 1 mpu 3aBMepiaux BaritHocTsX. Lo crocyerbes
3aCTOCYBaHHSI EKCIIpEC METOJIB KapiOTHIYyBaHHS SK
OKpeMoro, Tak i mociigoBHoro/mapanensaoro 3 GTG,
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TO 116 HeOOX1HO BUPINIYBATH 1HAMBIAYAJIbHO B KOXKHO-
My BUIAAKY 3 YpaXyBaHHSIM KJIIHIYHOI JTOLIJIBHOCTI Ta
(hiHAHCOBHX MOXKJIMBOCTEH.

7. BucHoBKH

1. Yactka T21,18,13 na noemOpioHansHOMY eTari
ckianae 3arayiom sume 6,33 %, Toxl K «piAKICHI» TpH-
comii BignoBigHo 93,7 %.

2. Ha panHbOMY Ta cepeiHbOMY (eTaTbHOMY Tic-
piomax BiamiueHO mpucyTHiCTH e T8, 9, 11, 14, 15, 16,
17, 19, 20, 22 3 cepenHboro 4acTkoro 5,8 %.

3. ITicas 23 THKHIB recranii 1 10 KiHISA BariTHOCTI
CICKTP PIAKICHUX ayTOCOMHHUX TPHCOMIH 3BYKYEThCS
no T9, 15, 20, 22 (8ix 1,1-2,2 % B 3aranbHii cTPYKTYpi
TpHCOMii), 3arasiom 6,7 %, a 3 BpaXyBaHHSIM HOBOHAPOJ-
)keHux — 2,2 %.
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