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NOWNPEHICTE XPOMOCOMHNX
AHOMAAIN CEPEA YKMBO-
TA MEPTBOHAPOAXKEHMX B YKPAIHI
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HauioHansHa megmyHa akagemis nicnsgmunnomHoi ocsit imeni M.J1. Lynuka
AY «lHctutyT rpomagcekoro 3gopos’s iM. O.M. Mapseeea HAMH Ykpaiuns»
K3 KOP «Kuiscbkmit 06n1acHMi LeHTPp 0XOPOHM 380pOB’S MaTepi Ta AUTUHU»

Pesiome

Y CTQTTi HOBEAEHO MOLUMPEHICTb XPOMOCOMHOI MATOAOr, B T. 4. CUHAPOMY AQYHQ, Cepea XMBO- TA
mepTtBoHApPOAXKeHNX Y 2002-2015 pp. B YKpaiHi. [poBEAEHO AHAAI3 MOLUMPEHOCTI TA BIAHOCHOTO PU3NKY
XPOMOCOMHOI NATOAOTII, B T. Y. CUHAPOMY AdyHQ, B OBAACTSX YKPQIHW. HOAQHO MOPIBHSIHHST 303HAYEHNX
MOKO3HWKIB 30 N’ ATUPIYHWIA NEPIOA, O TAKOX 3 AaHMK peecTpiB EUROCAT.

KAto4oBi cAOBQ

XPOMOCOMHQ MATOAOFiS, CUHAPOM AQYHQ, KMBO- TA MEPTBOHAPOAKEHI.

XpOMOCOMHHUM CHHIpPOMAaM MpUTaMaHHA Ba-
piaGebHICTb KJiHIUHMX ((DEHOTHIOBHX) O3HAK,
npoTe MaiKe yci BOHH MalOTb MHOXHHHI Baju
PO3BHUTKY, 3aTPUMKY PO3yMOBOIO PO3BUTKY pi3-
HOTO CTYIEHS1, MOPYLIEHHS AiJIbHOCTI HEPBOBOI,
€HJIOKPUHHOI, F€HEPATUBHOI CUCTEM, L0 3YMOB-
JIIO€ 3HAYHY COlliaJIbHy Bary Li€i rpynu 3axBopio-
BaHb [1].

JIo OCHOBHMX KJIIHIYHHX XPOMOCOMHHX CHH-
JIpOMiB HaJiexKaTh: cuHapoM [layHa — Tpuco-
mist 21 — nownpenictsb 1:700, 1:800 HoBoHapo-
mkenunx; [latay — Tpucomisi 13 3 noumpenictio
1:7500 nemosasaT; Expapaca — Ttpucomis 18
3 yactortoto 1:8000; tpucomii X (kapiotun 47,
XXX), uacrora sxkoro 1:1000 cepen piBuar;
Kanaitndensrepa (kapiotun 47, XXY) 3 notuiu-
penictio  1:500 HOBOHAPOMKEHHUX XJIOMUYMKIB;
aucomii Y (kapiotun 47, XYY), uactora sikoro
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1:1000 »xuBonapomkenux xJomnuukis; [lepe-
weBcbkoro — TepHepa (kapiotun 45, X) 3 yac-
toroto 1:5000 HoBoHapomKeHux miBuat |[1].
BuninsiioTh TakoxK CHHAPOMH YacCTKOBUX aHe-
yrmoiniii — cunapom Bosbdpa — XipuixopHa
(1:100 000 HoBOHApPOKEHUX ) 3 [IETIE1Li€10 KOPOT-
KOTo 1J1e4a XpoMOCOMM 4 Ta CHHIPOM KOTSIYOTO
KpuKy (1:45000 HOBOHApOKEHHX ) 3 YACTKOBOIO
MOHOCOMI€I0 110 KOPOTKOMY IJIedy XpOMOCOMHU 5.

Haii6isbl nowrpeHoo XpoMOCOMHOIO 1MaTo-
Jorieto e cunapom [layna. [lepuie nosigomseH-
HSl LOAO JiTeH i3 T. 3B. «KMOHrOJi3MOM>» OyJ0
3pob6seno Jlanrnonom Jlaynom y 1866 p., Haii-
Oi/blI MOBHI BiIOMOCTI 111010 PAaHHBOTO MeEpPioLy
PO3BUTKY MaToJIOTii npejcTaBjieHi B MoHorpadii
K. Kenira « Monrosisam» maiixke uepes 100 po-
KiB (1959). Cepes MOKIUBUX MPUUHH BUHUKHEH -
He martoJorii posrasiianu iHdbeKUidHy TinoTesy,
eMmOpionarito, «3HOIIYBaHHS» OpraHi3amMy marepi,
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HE3aKiHUeHOro PO3BHUTKY, «TajbMyBaHHS eMO-
PiOHAJIBHOTO PO3BUTKY», MOJIIVIAHAYJIAPHOI He-
jpocratHocTi Toulo. inoresa uiono crnaakoBoro
MOXOJRPKEHHSI CHHAPOMY BBarkaJsacsl CyMHIBHOIO,
xoua uie B 1932 p. opranbmodior i reneruk Wa-
ardenburg BHCJIOBUB TMpUIYLIEHHST NPO Te, 110
B OCHOBI NATOJIOTI] MOXKe JIeXKATH «XPOMOCOMHA
He0CTaTHICTb» — HepOo3/iJMieHHd a0, HaBIaKH,
nynJikaitist xpomocoMm. I tisibku B 1959 p. uuro-
Jgoramu Lejeune, Turpine, Gautier 6yJio nokasa-
HO, 1110 B OCHOBI CHHJIPOMY JI€>KaTh 3MiHH XPOMO-
comHoro anapaty [ 1].

Cepen yMOB, 32 SIKHX MOXKe€ BHHUKATH CHH-
apom JlayHa, 1iJIKoM MOXK/IMBe CTapiHHs criepMa-
TO301MiB i AULEKJITHH, SIKe BUHUKA€E 3 BiKOM a0
NPU 3HUKEHIH CeKCYaJIbHIl aKTUBHOCTI MOJAPYK-
Hix nap. [Ipu uboMy pisHHLA 3a NMOKa3HUKAMH
TOPMOHAJIBHOTO CTaTyCy (BiK MOYaTKy MEHCTpY-
aJIbHOTO LUKJIY, T04aTOK CTAaTE€BOr0 XKUTTS, TPH-
BaJlicTh i PeryJisipHiCTb MEHCTPYaAJLHOTO LHKJY)
He BiiMiuaeTbes [2].

MeTta — BU3HAYUTH MOLIUPEHICTb XPOMOCOM -
Hoi maroJiorii, B T.u. cuujapomy JlayHa, B 2KHBO-
Ta MEPTBOHAPOKEHHX.

MarepiaAm Ta metToaUu

Jlnst po3paxyHKiB MOKAa3HUKIB 4acCTOTH BPO-
JDKEHOT MaToJorii cepell 2KHBO- Ta MEPTBOHAPO-
JUKEHHMX, a TaKOXK BiJHOCHOTO PH3UKYy BHUHHK-
HEeHHS 1MX CTaHiB KOPUCTyBaJUCs JaHuMu ¢. 21
«3BIT MPO MEAUYHY JOMOMOrY BariTHUM, POJi-
JasiM i nopoainsim», ¢. Ne 49 «3BitT npo HajaH-
Hsl MEIMKO-TeHeTHYHOi AonoMoru». byso pos-
rasiHyTo 6454 157 BuxoaiB BariTHOCTI B YKpaiHi
3a 2002-2015 pp., gKa ckaanasacs i3 Cymu Kifib-
KOCTi TM0JIOTIB KHBO- i MePTBOHAPOIKEHUMHU.
Y 2014 ra 2015 pp. AP Kpuwm, m. CeBactonosib
Ta HeKOHTpoJiboBaHi TepuTopii loHeupkoi i JIy-
raHcbkoi o6JiacTeil He GpaJincs 10 yBary.

[TounpeHicTh MaTosoTil cepesi XKUBO- Ta MepP-
TBOHAPOXKEHUX PO3PAXOBYBAJIH fK:

M =KIGKEM) 1000,
K(x+m)

ne: I'In — nowmpenicts natodiorii; KIT(>k+wm) —
KiJIbKICTb MATOJIOTIH cepell 2KMBO- Ta MEPTBOHAPO-
JoKeHUX 3a piK; K(>k+M) — KiJbKiCTb »KHBO- Ta
MEPTBOHAPOJLKEHHX 32 11eH JKe PiK.

KopuctyBanuch NOHATTAM BiTHOCHOTO PU3UKY
(RR): BinHOuleHHS PU3UKY BUHHKHEHHSI MaTo-
Jiorii B OJiHi# rpyni oci6 CTOCOBHO iHUIOI I'pyIH,
KHI pO3paxoByBaJu 3 BH3HaueHHaM 95% mo-
Bipunx iHTepBanis () B o6yactax nopiBHsIHO
3 YkpaiHoto 3arajom |3, 4].

MosepHyTHcs go 3MiC®

Hiarno3 xpomocomHoi mnartoJorii, B T.u.
cuHapomy JlayHa, B »KHBOHapo/KeHHX OyB
BepudikoBaHUil  JiKapsiMU-TeHEeTHUKAMHU  00-
JIACHUX MEJIMKO-T€HETHYHUX LIEHTPiB, Y MEPTBO-
HAapOJKEHUX — JIiKapsIMM-MaToJOroaHaToMa-
MH. ¥ cTaTHCTHYHIH 3BiTHOCTI He nepenbaueHui
006JIiK JaHUX IIOAO0 YHUCJA XPOMOCOMHHX MOPY-
lieHb, 3aikcoBaHuxX NMpu ejimiHauii naojiB 3a
FeHEeTUYHUMH MOKA3aHHSAMH, L0 He J03BOJIHJIO
po3paxyBaTH MOLIUPEHICTb XPOMOCOMHOI MaToO-
JIOTiT cepejl HApOJKEHUX JKUBUMH, MEPTBUMHU Ta
B a00pTOBAHUX MJOAIB pa3oM. BincyTHicTh Takoi
inpopmauii y ¢. 49 «3BiT npo HagaHHs MeaH-
KO-T€HEeTHYHOI JOMOMOTH» He J03BOJISIE TAKOXK
OLIHUTH e(deKTUBHICTb MpeHaTaJJbHOI JiarHoc-
THKH LbOTO BHY MATOJOTI].

Pe3yAbTATU TA IX OGrOBOPEHHS

Cepenycix BBP y :xxuBo- Ta MepTBOHapOKE -
Hux B YKpaini 3a 2002-2015 pp. maiixke KoKHUH
22-i1 BUNAJIOK BiIHOCUBCS 10 XPOMOCOMHOT MaTo-
Jorii (4,48+0,05)% (puc. 1).

Hafimeniia yacTka XpOMOCOMHHX aHOMaJii
y ctpyktypi BBP y xuBo- Ta mepTrBoHapomxe-
HuX BinMiuena B IToartasebkift (2,6940,21%),
Xmenbuuupkiii (3,02+0,21%) ta Yepkacbkiii
(3,064+0,28%) obaacTsx, HaibiabLIA CHOCTE-
piranacb y M. Kuesi (11,7440,46%), Mu-
Kosaisebkiit  (7,47+0,56%) Ta 3anopisbkii
(6,64+0,45% ) ob.1acTsx.

Haii6inbiia uacTka cepesi XpoMOCOMHOI MaTo-
Jiorii B 2KMBO- Ta MEPTBOHAPO/LKEHUX HaJslexKasa
cunnpomy layna (86,57 +0,01)%, cunapomy En-
Bapaca (3,45+0,01)%, Tepuepa (1,88+0,01)%
ta [Taray (1,624+0,01)%.

PucyHok 1

HaCTKA XPOMOCOMHIMX OHOMOAIN CEepeA YCiX BUNOAKIB
BPOAKEHNX BOA PO3BUTKY B XXMBO- TO MEPTBOHAPO-
MkenHnx (Yrpaina, 2002-2015 pp., %)
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PucyHok 2
HaCToTa XPOMOCOMHINX AHOMOAI CEPEA KMBO- TA MEPTBOHAPOAXKEHMX (YKPAiHA, 2002-2015 pp.,%o)
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POKH
YactoTa XpOMOCOMHHX aHOMaJill  cepef PMCYHOK3

yCiX BHUMAJKIB XKUBO- Ta MePTBOHAPO/KEHHUX 3a
2002-2006 pp. cranosusa (1,02+0,02)%o, He
aMminuBlIKch 3a HactynHi m’ath (1,00+0,02 %o,
p=0,51) Ta wotupu poxu (1,03+0,02%o,
p=0,48), i 3a Becb mepioa CroCTepeKEHHS JI0-
pipnioBana (1,0240,01)%o (puc. 2). Bona ne-
3HAYHO 3MiHIOBaJacCs U 32 POKAMH.

3a 14 pokiB crocTepexkeHHs TMiABUILEHUH
BiJHOCHUH PHU3UK XPOMOCOMHOI MaToOJOrii ce-
pe/l KUBO- Ta MEPTBOHAPOKEHUX 3ahiKCOBAHO
B TPbOX 3axinHux o6sactsix — JIbBiBebKi# (1,23;
1,12-1,35), Bosmmncokii (1,42; 1,26-1,60), Pis-
HeHcoKil (1,34; 1,19-1,50); na nipani — B Xep-
coHebkii (1,35; 1,18-1,55) o6macti Ta M. CeBac-
toroqii (1,42; 1,12-1,80), a takox y BiHHHIbKi
(1,18; 1,052-1,33), XapkiBcbkinn (1,46; 1,33-
1,60) obnactax ta m. Kuesi (1,37; 1,26-1,50)

(puc. 3).
BonHouac y ueHTpi Ta Ha cxoli KpaiHW BiaMi-
yeHo 3HmKeHu pusuk — y KipoBorpajachkiit

(0,66; 0,53-0,81), loneupkii (0,64; 0,57-0,71),
Yepkacokiit (0,69; 0,58-0,83), Cymcokiit (0,80;
0,66-0,96), uinponerposcbkiin (0,81; 0,73-
0,90), ITonrascowkii (0,80; 0,68-0,94) obaactsx,
a TakoxX Ha 3akapnatri (0,74; 0,64-0,85) ra IBa-
no-®pankismni (0,82; 0,71-0,95) Ta B 3ano-
pisbki (0,81; 0,71-0,93) i Onecokiii (0,83; 0,75-
0,93) obyacrsax.

[Toupenicte cunapomy JlayHa cepen ycix
BHUIaJIKiB »KHBO- Ta MEPTBOHAPO/LKEHHX B YKpa-
ini 3a 2002-2015 pp. cranosuna 0,88+0,01 %o
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BiAHOCHMI PM3MK XPOMOCOMHIUX QHOMOAIN CEPEA
XXMBO- T MEPTBOHAPOANKEHNX B OBACCTSIX MOPIBHIHO
3 BP no YkpaiHi, 2002-2011 pp. (M. Kuis — 1,37; 1,26-
1,80, m. Cepactononb — 1,42; 1,12-1,80)

(puc. 4). 3a nepiui n’siTUpiuKK BoHa GyJia OIHAKO-
Bolo i gopisuiosasa (0,87+0,01)%o, xoua He Bix-
Miyasocs i CTaTUCTHYHO BIPOTiAHOIO MiABUILIEHHSA
B octanni yotHpy pokH (0,9+0,02 %0, p=0,25).
3a 14 pokis nigguienuit BP cunnpomy layna
cepeJl2KUBO- Ta MEPTBOHAPOJPKEHHX CIOCTEPIraB-
cs1 y PiBuenchkiii (1,44; 1,28-1,62), Bonunebkii
(1,50; 1,33-1,70), XapkiBcbkiit (1,40; 1,27-
1,55), Xepconenkiii (1,25; 1,07-1,45), Binnuiib-
ki (1,27;1,12-1,43) o6mnacrsaximm. Kuesi(1,23;
1,11-1,35) ta Ceacronoai (1,42; 1,10-1,84).
Sumxenuit BP y To#i camuii uacosuii nepion Bin-
midenuit y JIninponerposchkiit (0,86; 0,78-0,96),
Sakapnarcekiit (0,83; 0,72-0,97), IBano-®pan-
kiBebkiit (0,85; 0,73-0,99), Yepkacokiit (0,76;
0,63-0,92), Kiposorpancskiit (0,72; 0,58-0,89),
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PucyHok 4

[oWwmpeHICTb CUHAPOMY AQYHO CEPEA XMBO- TA MEPTBOHAPOAKEHMX (YipaiHa, 2002-2015 pp.,%o)
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PUCYHOK 5 KosaiBebKii (3,02; 1,47-6,21), XMeabHUIIBKIH

BiAHOCHWIM pr3MK CUHAPOMY AQYHO CEPEA KMBO-
TA MEPTBOHAPOAKEHNX B OOAQCTSIX NOPIBHSIHO 3 BP
no Ykpaiwi, 2002-2015 pp. (M. Knis — 1,23; 1,11-1,35,
m. Cesactononb — 1,42; 1,10-1,84)

Honeupkitt  (0,55; 0,49-0,62), IlonraBebkiit
(0,84; 0,71-0,99) i JIbBiBChkiit (0,87; 0,77-0,97)
o6J1acTsIxX (puc. 5).

Yacrtora cunapomy Enpapiaca B YkpaiHi 3a
2002-2015 pp. nopiuioBana 0,04+0,01 na
1000 »kuBo- i MEpTBOHAPOLKEHHX, CUHApOMY []a-
tay i Tepuepa — 1o 0,02+0,01 %o.

Pospaxynku BP noxasanu nigsuiiieHuit pusuk
HapOJRKEHHS JliTell (XKUBUMH i MEPTBUMM ) i3 CHH-
JIPOMOM:

« Emapca — B Tepnonisbenkiin (1,99; 1,09-
3,65) i Bosmncenkii (2,23; 1,32-3,76) obaac-
Tsx Ta MM. Knesi (2,36; 1,62-3,42) i CeBacro-
noJi (3,70; 1,64-8,32);

« Ilatay — B Tepuoninbeekiit (2,34; 1,03-
5,33), XepcoHcbkiil (2,77; 1,29-5,96), Mu-

MosepHyTHcs go 3MiC®

(3,04; 1,54-6,02) o6sactsix Ta M. Kuesi (3,53;

2,19-5,69);

+ Tepnepa — y JIbBiBchKill o6sacri (6,23; 4,21 -

9,22).

Cutif 3a3HaunTH, 110 HA MiJICTaBi IaHHUX, 30Cepe-
eKeHux y 29 nonynsuiiinnx peectpax EUROCAT,
sIKi OXOIIIOITb UBEPTh HApoLKeHb y 16 KpaiHax
€Bporu, 3arajbHa nowupeHictb cuuapomy Jay-
Ha Bu3HaueHa sik 2,1 Ha 1000 napomkenux. [3 Hux
48,1% Oy eniMiHOBaHi Mic/si OTPUMAHHS Tpe-
HaTaJbHOTO JiarHody. [louinpeHicTh cepes XKUBO-
Hapopkenux jgopisHioBasna 1 na 1000 napomxe-
HHX, 110 36iraeThCcsi 3 OTPUMAHUMH HAMU JTaHUMH
¥l CBiIUMTDH MPO 3a/I0BIJIbHY i CTAOiIbHY AiarHOCTH -
Ky cunapomy [layna B YkpaiHi. [3 3apeecTpoBanux
punakis 45,0 % manu sau cepus, 1,2% nireit i3
cunapomom JlayHa nmomMupasu Ha nepuioMy THKHI
JKUTTSI BHACJIIIOK MATOJI0Tii cepis [5].

[Tin yac BuBueHHs1 20-piyHUX TPEHMIB MOILIH-
peHocti cunapomy JlayHa Ta iHIWIMX TpUCOMIi
B €BporeicbKoMy perioHi (3a JaHMMHU peecTpiB
EUROCAT, siki oxorutoBaju 6,1 MIH HapopKeHb
i3 1990 o 2009 pix) BusiBsieHo, o Ha 10 Tuc. Ha-
pO/PKeHb 3araJibHa TMollupeHicTb cuHapomy JlayHa
nopisrioe 22,9 (95% CI21,7-22.4); Tpucomii 18-
5,0 (95% CI 4,8-5,1); Tpucomii 13-2,0 (95%
CI 4,8-5,1). Cepen KkMBOHAPOIKEHUX MOLINHPE-
HicTh cunapomy Jlayna cranosuna 11,2 (95% CI
10,9-11,5); 1,04 (95% CI 0,96-1,12) — Tpu-
comii 18; 0,48 (95% CI 0,43-0,54) — Tpuco-
mii 13. BomHouac nutoma Bara matepiB 35 pokiB
i crapwmx 36inbwuaack Bix 13% y 1990 p. 1o
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19% y 2009 p., o Hagae aBTopaMm MifCTaBK BBa-  MPOTATOM YCbOTO MEPiofy CTOCTEPEKEHHS 3a1h- |[N@)
JKaTH, 1110 TiJBUIIEHHS BiKy MaTepiB BIUIMHYJIO HA  IlIajiach CTabiJIbHOIO, 110 CBiYUTb HacaMIlepes §
3pOCTaHHS MOLIMPEHOCTI TPUCOMIH [D]. Npo 3a/0BiJIbHUH piBeHb JJaTHOCTUKH Ta pee- |[\==
3a janumu o6’ennanux peectpis EUROCAT  crpauii. 3a 2002-2015 pp. BoHa AopiBHIOBAMA | Lo
(cepen »xkuBo-, MeptBoHapomKenux i muonis, 1,02+0,01%0. OCHOBHY 4acTHHY XPOMOCOMHHMX L
eJIiMIHOBAHUX 3a TeHEeTUYHHMH [OKa3aHHsIMM) XBOpPoO CTAaHOBUB CHHAPOM JlayHa 3 mouinpeHicTio
3 2000-2001 mo 2008-2009 pp., wactotu xpo- 0,8840,01%o.
MOCOMHOI  [aTOJIOTii  MiABHULIH/IUCL: CUHAPOMY [Tinpuienuin BP BUHUKHEHHST XpOMOCOMHO{
Nayna — Bin 2,107 10 2,222%0 (na 5%), wo mnarosorii Ta cunapomy Jlayna cepes »uBo- Ta
MOSICHIOIOTb 30i/bIIIEHHAM YaCTKH MaTepiB cTap- MepPTBOHAPO/KEHUX  CIOCTepiraBcs — ojaHodyac-
woro BiKy; cunapomy Emsapaca — Bin 0,32 no Ho y PiBHencokiil, Bosuncbkiii, XapkiBcbkii,
0,586%0 (Ha 36%); cungpomy Ilatay — Bin XepcoHcbkiii, Binnuupkiit o6iactax i mm. Kuesi
0,179 10 0,211%0 (12 18%)[6]. ta CepacTonodi, Tom K 3HWKeHHl — y JloHe-
ubKii, Kiposorpancobkii, Hepkacokiil, 3akapnat-
BUCHOBKM cbkil, [TonraBebkiit, J{HinponeTposcbkiii Ta IBa-
Ho-®DpaHkiBCchbKill 06acTsX.
[TompenicTb BUMAAKiB XpOMOCOMHOI NATOJ0-
rii B YkpaiHi cepes :kMBO- Ta MEPTBOHAPOLKEHUX Hadidura do pedaxyii 12.09.2017 p.
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Prevalence of chromosomal abnormalities among stillbirths in Ukraine
O.V. Protsyuk, O.V. Linchak, T.M. Pokanievych
Abstract
The article presents the prevalence of chromosomal pathology, including Down syndrome, among born alive and stillbirths
during 2002-2015 in Ukraine. The analysis of the prevalence and relative risk of chromosomal pathology, including Down
syndrome, in the regions of Ukraine was carried out. The comparison of these indicators for five-year periods, as well as with
the data of the EUROCAT registries, is given.
Keywords: chromosomal pathology, Down syndrome, born alive and stillbirths.
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