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Pe3ome

B cmammi npedcmasnenuii ananiz 6unaoxis HCUBOHAPOONHCEHHA MA NepePUBArHs 6a2imHocmell i3 niomeepoiceHuM
cunopomom Jlayna (CH) y m. Kuis 3a 2018-2020 pp. 3a danuii nepioo y micmi Kuie napoounocs 86 oimeii iz CI, wo
gionogidae cepednvomy noxkasHuxy wacmomu 8,6 na 10000 scusonapooscernux. Yacmoma napoodacenus oimeti i3 CI
suusunacs 3 10,4 3a 2018 p. do 6,5 3a 2020 p. na 10000 xcusonapoodsxcenux. Yacmrka npobandie wonogivoi cmammi
cmanosumsv 59 %, a scinouoi — 41 %. Buacne susgnennsn C/ ceped dcugonapooiceHux 0036015€ NPoeoOUmu Xipypeiuny
KOpeKyilo npu HaA8HOCMi 8POO0INCEHUX 840 PO3GUMKY A 3MEHWYE PIGEHb CMEPMHOCHI Y PAHHLOMY OUMAYOMY Gilyi.

Hiaenocmuka cunopomy Hayna na npenamanbHOMy emani 0036014€ GUpiuy8amu RUMAaHnHs npo nepepusanis 6a-
eimuocmi 3a OadCanHaM HCiHKU. AHANi3 unaokie nepepusanus sazimuocmi 3a nepioo 2018-2020 pp. ceiouums npo
menOeHYil 30inbulenHs KilbKocmi nepepsanux eacimuocmeil. Ilokasnux nepepusanusn eazimumocmetl i3 C/[ y m. Kuig
cmanosue 40 % y 2018 p, y 2019 — 52 %, ay 2020 p — 67 %. ma 0ocsaeHye no3Ha4Kku 3axiOH0€8ponelicbko2o. Bucoxkui
NOKA3HUK NepepeaHux 6a2imHocmell KOpenioe 3i 3HUNCEHHAM 8UNAOKi8 Hapoodxcenns oimei i3 C/ 3a danuil nepioo. [ani
c8iouams npo 30i1bUleHHs NPOIHGOPMOBAHOCHI HACENEHHA WO0O00 CNAOKO80I namono2ii, 30i1bueHHs 36epHeHb 00 1iKa-
ps-eenemuxa ma nioguujeHa ehexmugnocmi npeHamaibHoi 0iaeHoOCmuKy.

3a nepioo 2018-2020 pp. éiomivacmuvcs 3p0Cmants NOKAZHUKIE OXONIEHHS HACENeHHs MeOUKO-2EHEMUYHUM KOHCYIb-
MYBAHHAM MA THBA3UGHUX GMPYUAHL 3 MEMOIO 6CMAHOBIEHHA KAPIOMUNY NA00A Y JHCIHOK, AKI YGIUWAU 00 epYNU PUSUKY
3a pe3ynbmamamu KOMOIHOBAN020 NPEHAMAIbHO20 CKPUHINZY b0 Manu 0iaeHoCcmogani pooiiceni 6aou, abo yiompasey-
K0GI MapKepu XpomocomHnoi namonoeii y niooa na Y3J/[. Bcmanosaeno, ujo dana namonoeis 3ycmpivaemocsa y mamepis
0y0b-5K020 GiKY, a He auwe y JHCIHOK cmapuux 3a 35 poxis, wo exazye na OOYiNbHICMb MACOB8020 GUKOPUCTIAHHI MeMmO-
0i6é npenamanvHoi diaeHOCMUKU Y 8CIX B8IKOBUX 2PYNAX.

Ilpedcmasneni cmamucmuuni Oani MOXCYMb OYMu KOPUCHUMU Y GUPIULEHHT NUMAHb W000 peanizayii npoepamu npe-
HAMANbHO20 MeCMmy8aHHA Mda PAYioHALbHOMY pO3N00ini (Qinancosux pecypcie y cepi npenamanvHoi diaeHOCMUKU.
Ilepcnexkmugoio nodansuiux 00Cniodicenb € NPpoGeden s ananizy 6UNAaoOKi6 HCUGOHAPOOIICEHHS MA Nepepuanis 6a2imHnoc-
meitl i3 niomsepodicenum CJl] Ha 3a2anibHO0EPHCABHOMY PIGHI.

Knrouosi cnosa: cunopom Jayna, npenamanvha diacnocmuxa; MeOUKo-2eHemuune KOHCYIbmy6anus, Kapiomun.

BcTyn

Cunapom [layna (CJ]) — reHeTHYHE 3aXBOPIOBAH-
HsI, BUKJIMKaHE HASBHICTIO BCi€i a00 4aCTWHHU I01aT-
koBo1 xpomocomu 21. Kniniuna xapruna CJl y nirei
BKJIIOYA€E XapaKTepHI JIHMIEBI AU3MOpPQii, 3aTpUMKy
MICUX0-MOBHOTO PO3BUTKY, KOTHITHBHY HEJOCTATHICTh
PI3HOTO CTYNEHS BHPAXKEHHS, 3aTPUMKY pocTy. OKpim
bOT0, Y MALi€HTIB i3 JaHUM CHHIPOMOM HaHOimbII
4acTOI0 3 BPOJDKEHUX BaJ PO3BHUTKY € Baau cepus,
IIJTYHKOBO-KUIIKOBOT'O TPAKTY, @ TaK0X, BUCOKHH pH-
3UK BUHUKHCHHS I'e€MaToJIOTIYHUX, CHIOKPHUHHUX Ta
HEBPOJOTIYHUX 3aXBOPIOBAHb MPOTITOM KHUTTH [1].

Ha cBiToBOMY piBHI Oynu mpoBeaeHI YHCENbHI J0-
caipkeHHs gactotu C/l y momynsamisax pi3HHX KpaiH.
Ha ocHoBi pe3ynbpraris 6a3u nanux EUROCAT ugacto-
ta CJ] 3a mepiox 2018-2019 pp. y kpainax €Bpormeii-
CBKOTO COI03Y B cepeJHboMY cTaHoBMIa 25 Ha 10000,
3 HUX: cepe] )KUBOHApOAXKeHUX — 9,26, MepTBOHApO-
mxeHnx — 0,52, mepepBaHux BariTHocTe#d — 29,9 Ha
10000 [4]. Jani uenTpy meamdnoi ctraructuku MO3
Ykpainu moBiIOMIAIOTE, 110 3a nepiog 2018-2020 pp.
oyno niarmoctoBano 772 sunankis CJI (8,5 wa 10000)

B YKpaiHi, 3 HUX cepe]] MepTBOHAPOKEHUX — 3 BH-
nanku (0,1 va 10000) [5].

Hiarmoctuka CJ[ Bce dvacTime MNEepexXOnHUTh Bif
MOCTHATAJIbHOTO O BCTAHOBIEHHS MpEHATAIbHO-
ro nmiarHo3y. MeToam NpeHaTalbHOI HiarHOCTHUKH,
BKJIIOYal0Y¥ HEIHBA3WBHI Ta 1HBA3WBHI, JO3BOJSIOTH
BU3HAUYUTH I'PyNy BHCOKOTO PHM3UKY Ta MIATBEPAHUTH
JiarHo3 3 MOJAJbIIMM BUPIMIEHHSIM MHTAaHHS 00
MpPOJOHTYBAaHHS BariTHOCTI 3 ypaxyBaHHSM pilllCHHS
cim'i. Tak, 3a JTaHUMM 1HO3EMHHUX JKEpEJT IepepruBaH-
Hsa BaritHOCTI y CIIA 3pocno no 30 % cepen npena-
TaJbHO BUABIEHHUX BUNankiB. Y 2010 p. e mpusBeno
1o 3HmwkeHHS yncenbHocTi CJ[ y monynsuii 1o 19%
[2]. B VYkpaini yacTtka nepepBaHUX BariTHOCTEH y
2015 p. ctanoBuna 5 % [3].

B Vxpaini 3a ocTaHHI pOKH € HEIOCTAaTHHO iH-
¢dopmarmii momo KiTbKOCTI MEpepBaHUX BariTHOCTEH
3 MiATBEpAKEHUM y mpeHaTtanpHoMy mepioai CH. Lle
CTBOpIOE NMEBHI 0OMEKEHHsI B aHadi3l e(peKTHUBHOCTI
HnpeHaTalbHOI A1arHOCTUKH Ta BU3HAYEHHI il BIIMBY
Ha JAWHAMiKy MOKa3HWKIB cuHApomy JlayHa y momy-
nauii. Taka cratucTuka Moxke OyTH KOPHCHOIO y BH-
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pilleHHI MporpaMH NPEHATAJIbHOTO TECTYBaHHS Ta
pamioHaTbHOMY pO3MOMALNI (iHAHCOBHX pPECypCiB y
JIaHii ramysi.

MeTa pocnigxeHHs

V npaHiil crarTi MH HaBOAMMO CTATHCTHYHI JaHi
BHUIAJKIB )KHBOHAPOJ/IKCHHS, MEPTBOHAPOIKCHHS Ta
nepepBanux BariTHocTel i3 C/l y M. Kuesi 3a mepion
2018-2020 pp. 3 aHami3oM ePEKTUBHOCTI MpEHATAb-
HOT 1iarHOCTHKH.

3aBaaHHA poboTu:

- aHaJIi3 KJIiHIKO-1a00paTOpHUX JAHUX IIpe- Ta Mo-
CTHATaJIbHOTO Tepiony Bumaakis i3 C/I;

- aHaIi3 BUMAAKIB )XKUBOHAPOKCHHS, MEPTBOHAPO-
JUKCHHs Ta nepepuBaHHs BariTHocTtei i3 CJl y M. Kuis;

- mpoBeneHHs kopessuii mix Bunankamu CJ[ Ha
NpeHaTaJIbHOMY €Tami Ta KIIBKOCTI HApOKEHUX 3 Ja-
HOIo matojoriero y M. Kuesi 3a nepiox 2018-2020 pp.

MaTtepian Ta meToaun gocnigXeHHA

Po6ora Bukonana xHa 6a3i CMI'L] HACJI «OXMAT-
JUT» MO3 VYkpaiuu. 3a nepiog 2018-2020 pp. mnpo-
BEJEHO MeauKo-reHeTnyHe KoHCyibTyBaHHs (MIK)
86 ciM'siM, y IKUX HApOAMIACH NUTHHA 13 CHHIPOMOM
Hayna (M. KuiB).

MeTtoan pocnifgXeHHA: KiiHIKO-reHeanoriy-
HUH; TpeHarajbHa iHBa3MBHA JiarHoctuka (Oiomcis
XOopioHy, OioICis MJaleHTH, aMHIONEHTE3), IHCTPY-
meHTtanbHl Meroam (VY3[], exokapamiorpacdis), nwu-
TOTCHETUYHHH METOJ 3a CTAHZAPTHOK METOAHMKOIO
(G-meton nqudepenmiitnoro GpapOyBaHHS XPOMOCOM).

Pe3ynbTtaTu gocnigxeHHA Ta iXx o06roBopeHHs

3a nepion 2018-2020 pp. y M. KuiB nHapoxumnocs 86
niteit 13 C/I, mo BiAmOBiae MOKAa3HUKY 9acTOTH 8,6 Ha
10000 xxuBoHApOIKEHNX. 3 ypaxyBaHHIM BumaakiB C/I,
AKi Oynu mepepBaHi MiJ 9ac BariTHOCTI, MOKa3HUK dYac-
totu ctaHoBuB Ou 18,5 Ha 10000 >xuBOHAPOIKEHUX. 32
JAHUMHU LeHTpy MeauuHoi ctatuctuku MO3 Vkpainu
He 3a)iKcOBaHO JKOAHOTO BUIAJIKYy MEPTBOHAPOIKEHHS
13 Cl y m. Kuis 3a mepiog 2018-2020 pp. [5].

AHai3 BUNAaIKiB MepepuBaHHS BATiTHOCTI 3a Iie-
piox 2018-2020 pp. CBIAYUTH MPO TEHACHIIIIO 3017Tb-
HMICHHS KIJIBKOCTI mepepBaHuXx BariTHocTei. Tak, y
2018 p. moKa3HUK NEepepUBaHHS BariTHOCTI CTAHOBUB
40 %,y 2019 p. —52%,ay 2020 p. — 67 %. [TokazHuk
nepepuBaHHs BaritHoctel i3 CIl y m. Kuis 3a 2020
p. IEpEBUIINB 3aXiTHOEBPOMECHCHKUN, IKHUH 3a Mepios
2011-2015 pp. cranoBuB 62 % [3]. Taki mani kope-
JIIOIOTH 31 3HMIKCHHSM BHUIAJKIB HAPOJIKCHHS JIITCH 13

CJl 3a mepion 2018-2020 pp. (tabu. 1, puc. 1).

Taonuua 1

XapakTepucTuka nokasHukiB yactotu C[l cepea ’KMBOHapoaXeHUX aiten

y M. KniB, 2018-2020 pp.

3aranbHa k-Tb cepefq .
YKuBoHapopxeHux YacToTa cepeq xuBo- | [NepepBaHux BaritHoc-
Pokn XMBOHaAPOOXKEHUX Ta o -
aiten (k-Tb) HapopxeHux Ha 10 000 Tewn (K-Tb)
nepepBaHunx
2018 60 36 10,4 24
2019 61 29 8,9 32
2020 63 21 6,5 42

2018 p.

2019 p.

2020 p.

o

5 10 15 20 25

B }KnBoHapoaeHux Ha 10 000 M MNepepBaHux Ha 10 000

Puc. 1. YacTtoTa XuBoHapoaXXeHuUx giten Ta nepepBaHux BaritTHocten iz Cl Ha 10000
y M. KuiB 3a 2019-2020 pp.

[Iposeneno ominky mutomoi Baru CJl cepex inmoi
XxpoMocoMmHoi narosorii npu nposenenni MI'K 3a 2018-

2020 pp. Yactka cuaapomy JlayHa cepen XpoMOCOMHOT
MaToJIorii Majia TeHACHIII0 10 3HWKCeHHS (Tadi. 2).

Ta6nuua 2

XapakTtepuctuka nutomoi Baru C[1 cepep )KMBOHapPOAXKEHUX OiTen
cepep iHWOI xpomocoMHOi naTtonoriei 3a 2018-2020 pp.

Poku Mutoma Bara, %
2018 87
2019 76
2020 69
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Amari3 nToreHeTHYHUX BapiaHTiB aiteit i3 CIl y M. Kuesi
3a 2018-2020 pp. moka3as, 110 OLIBIITY YaCTHHY 3aiMatOTh Bapi-
AHTH OBHOI TprcoMii xpomocomu 21 (96 %); pobepTcoHiBChka
TpaHcoKartist ckiaia 4 %; Mo3aiuni opmu OyJIH BiZICYTHI.

[TpoananizoBaHO BIKOBY CTPYKTYpy OaTbKiB JiTei i3

CJHI. docmikeHHSIM BCTAHOBJEHO, IO JaHa MaToJIOTis
3yCTpidaeThes y MaTepiB OyAb-sIKOTO BiKYy, a HE JIHIIE
y JKIHOK cTapmux 3a 35 pokiB, IO 3yMOBIEHO OiNbII
YaCTUM BHUKOPHCTAHHSIM NPEHATAIbHOTO TECTYBaHHS Y
JaHiil BikoBiii rpymi (Tabm. 3).

Tabnuusa 3

BikoBa cTpykTypa 6atbkiB giten 3 C[} 3a 2018-2020 pp.

BiK MATEPI, POKMU YacTka, % Bik 6aTbka, poku Yactka, %
no 18 1 no 40 69
18-35 53 CTAPWE 40 31

CTAPWE 35 46 - -

barpkam mpob6anga 3 CII pekoMeHI0BaHO MPOBEICHHS
KapiOTHITYBaHHS JJIsl BUKJIIOUEHHS 30aJIaHCOBAaHUX XPOMO-
COMHUX I11epe0y/I0B Ta PO3paxyHKy I'€HETUYHOTO PUBHKY.

Y xomi JoCHiKCHHS BBaXKaJIH 3a JOIITbHE MIPOBEC-
TH aHaJi3 po3MoAiTy mpobanaiB 3a crartio. OTpuMaHi
aHl CBig4aTrh, 1[0 OIIBIIICTH J1arHOCTOBAHMX IOCTHA-
TaJbHO BHIAJKIB TpUcoMii Xxpomocomu 21 MaroTh 4o-

MokasHuk oxonneHHs MIK BariTHux,

J0Biuy ctath — 59 %, 10 CHiB3BYYHO 3 JaHUMH IHIIHUX
aBTOPIB.

[Moxa3uuku oxoruienHs MI'K BariTHuX, sKi HApOAH-
nu piteit 3 C/I y TepMini recramii 1o 22 THXHS 3a Iie-
pion JOCHiKEHHS CBiqYaTh, MO KiTbKICTh MPOBEACHUX
TeHeTHYHNX KOHCYIbTYBAaHb Ha PaHHIX TePMiHaxX BariT-
HOCTI 3pocia (Tabu. 4).

Tabnuusna 4

fAKi Hapoaunu giten 3 CM, 3a 2018-2020 pp.

Poku Mponwnn MK ,JJ,E)O/OZ)Z TUXHS recTauii
2018 48
2019 63
2020 77

[TpoBeaeHO OIIHKY JaHUX MO0 CKepyBaHHS BariT-
Hux M. Kuis 3 Bunagkamu CJ/] Ha iHBa3uBHY IpeHATAJb-
HY I1arHOCTHKY, SIKi YBIMIIUIM 70 TPyHH PU3UKY 3a pe-
3yIbTaTaMu KOMOIHOBAHOTO MPEHATATBHOTO CKPHHIHTY
a0 Manmu JiarHOCTOBaHI BPOJKECHI Bagu abo yIbTpas-
BYKOBI MapKepH XpOMOCOMHOI MaToNorii y Iuioga Ha
VY3/1. 3a nepioa A0CHiKCHHS KIIbKICTh HAPaBICHb Ta
MpOBECHb IHBA3MBHUX BTPYYaHb 3 METOK BCTAHOBJICH-
Hs Kapiotuny miuozaa 3pociua 3 45 % y 2018 p. no 67 %
y 2020 p. 3a Bka3aHuii mepion He Oyn0 BUNAIKIB Ha-
pomxernHs miteit i3 C/I, mo OyB miarHOocTOBaHWA 10 22
THXXHIB rectamii (BigMoBa BiJ IepepuBaHHA Ta CBiIOMe
HApOIKEHHS).

Cepell OCHOBHHX IIPUYHH PaHHBOI CMEPTHOCTI y M-
TssyoMy Bili y manieHTiB i3 CII € BpoIKeHI Bagu ceprist
(55 % Big 3aranbHOT KUTBKOCTI Baf). 32 HAINUMU JaHU-
MU, Y CTPYKTYPi BaJl CEPIEBO-CYANHHOI CHCTEMH Y TIPO-
6aHaiB JOMiHYIOUI MTO3HII] 3aiMal AeQeKT MiXKIepe-
cepauoi nepeturku (39 %), cTeHO3 JereHeBoi aprTepil
(14 %), xoapkrauis aoptu (14 %). XipypriuHa Kopekiis
JI03BOJISIE 3MEHIINTH PiBeHb cMepTHOCTI AiTei Bix BBC

NiTepaTtypa

y PaHHBOMY BIIli.

BucHoBku

PesynbraTé  mOCHiIKCHHS JEMOHCTPYIOTH 3MCH-
IICHHS BHIAIKiB HapomkeHHs mitedt i3 CI y m. Kuis
3a 2018-2020 pp., mo moB’A3aHO 31 30UIBIICHHSIM KiJb-
KOCTI BHIAJKIB MEPEPUBAHHS BariTHOCTI MPH MiATBEp-
JUKCHHI IAaHOTO CHHAPOMY IpeHarainbHO. JaHi cBiguaTh
npo 301JIbIIEHHS MOIH(GOPMOBAHOCTI HACEIEHHS II0J0
BPOJKECHOT Ta CIaJKOBOi ITATOJOTIi, YaCTOTH 3BEPHCHD
10 JiKaps-TeHEeTHKa Ta MiJBUIICHHS e(pEeKTUBHOCTI TIpe-
HaTaIbHOI J1arHOCTHKH.

MepcnekTuBOK nojanblUX AOCHIOXEHb €
MPOBEJICHHS aHali3y BUMAJKIB )XKUBOHAPOKCHHS Ta Tie-
pepuBaHHs BariTHOCTeH i3 miarBepmikeHuM CJI Ha 3a-
raJbHOICPKABHOMY PiBHI.

KoHdnikT iHTepeciB. BincyTHiii.
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IPE- 1 IIOCTHATAJIBHASL TUATHOCTHUKA
CHUH/JIPOMA JAYHA

B.O. I'anazan, M. A. I[vizcanxosa, B.M. Baoiwk,
O.P. Onugpup, H.A. Hoxcap,
B.B. Kypakosa, B.C. Yepesauiko, O.B. Kypaxoeckasn

HauuonanbHas 1eTcKasi CHeNUAJIM3HPOBaHHAS
oonbuuua (HACJH) «OXMATIAUT»,
Crnenuajau3npoBaHublii MeIuKo-reHeTHYECKUI LEHTP
(r. KueB, YkpauHna)

Pe3tomMe. B crathe mnpeacTaBieH aHanmu3 ciyda-
€B JKHBOPOXKICHHS H TIpephiBaHUA OepeMEeHHOCTel ¢
noaTBepxaeHHbIM cunapomMoM Jlayna (CJ]) B r. Kuese 3a
2018-2020 rr. 3a maHHBIN MEpUON B

r. Kuese pomunocs 86 npereit ¢ CJI, urto coorBer-
CTBYeT CcpeJHEeMy MoKa3zaTento dYacToTel 8,6 Ha 10000
KUBOpPOXKAEHHBIX. YacTora poxaenus nereid ¢ CJ| cHu-
sumack ¢ 10,4 3a 2018 r. go 6,5 3a 2020 r. ma 10000
KUBOPOKACHHBIX. J0J1sI MpOOAHI0B MYKCKOTO M0JIa COCTAB-
nset 59 %, a xxenckoro — 41 %. CBoeBpeMeHHOE BHIIBICHUE
CJl cpenu KMBOPOXKICHHBIX MO3BOJSAET MPOBOAUTH XUPYP-
THYECKYI0 KOPPEKIUIO MPU HAIHYHUH BPOKICHHBIX TIOPOKOB
Pa3BUTHS ¥ YMCHBIIUTH YPOBECHb CMEPTHOCTH B paHHEM
JIETCKOM BO3pacTe.

Juarnoctuka CJI Ha mpeHaTalbHOM dSTame MO3BOJISET
pemaTh BOIpOC O MPEepHIBAHUN OEPEMEHHOCTH I10 KEITAHUIO
KCHIIMHBI. AHAJNW3 CIy4yacB MpEpbIBaHUS OCPEMEHHOCTH
3a mepuoa 2018-2020 rr. CBHAETENHCTBYET O TEHACHIIHMH
YBEIUYCHUS KOJMYECTBA MPEPBAHHBIX OCPEMEHHOCTEH.
[Tokazarens mpepsiBanus 6epemenHocteir ¢ C/1 B 1. Kuese
coctaBysin 40 % B 2018 ., B 2019 — 52 %, a B 2020 . —
67 %. 1 1OCTUT OTMETKH 3amaJgHOEeBpoOIelickoro. Beicoknit
MoKa3aTejb MPEPBAaHHBIX OCPEMEHHOCTEH KOPpEIUPYET CO
CHIDKEHHEM clly4aeB poxaeHus aereit ¢ CJ| 3a maHHBIH
nepuo. JlaHHBIE CBUIETENLCTBYIOT 00 yBEJIMYEHUH OCBE-
MOMJICHHOCTH HACeJCHHUs O HAaCJIEICTBEHHON MaTOJOTHH,
yBeINYeHUE OOpalICHUH K Bpauyy-TeHETHUKY M MOBBIIICHHUS
3 HeKTUBHOCTH MpeHATaNbHON JUATrHOCTHKH.

3a nepuox 2018-2020 rr. oTMedaeTcs pOCT IOKa3aTe-
el oxBaTa MEIUKO-TEHETHYECKOTO KOHCYIBTHPOBAHUS U
WHBA3MBHBIX BMEIIATENIHCTB C LEJIbI0 YCTAHOBJIECHHUS KapHoO-
THIIA TJI0/1a y XKEHIINH, BOMEAINX B TPYIITY pUCKa MO pe-
3ynbTaTaM KOMOWHHPOBAHHOTO MPEHATANIBHOTO CKPHHHUHTA
WU HaJIW4YUsS AUArHOCTHUPOBAHBIX BPOXKAEHHBIX TMOPOKOB
WM YIBTPA3BYKOBBIX MapKEpOB XPOMOCOMHOMW IMaTOJIOTUU
y miona Ha Y3U. YcraHOBIEHO, YTO JaHHAs MaTOJNOTHS
BCTpEYACTCs y MaTepell BCEX BO3PACTOB, @ HE TOJIBKO Y KEH-
IIMH cTapie 35 JeT, 9To yKa3blBaeT Ha Leleco00pa3HoCTh
0osiee MWHUPOKOTO HMCIMOJIB30BAHUS METOAOB NpEHATAJIbHOMN
IIMaTHOCTHKHU BO BCEX BO3PACTHBIX I'PYIIax.

[IpencTaBieHHbIC CTATUCTUYCCKUE TaHHBIE MOTYT OBITH
MOJIE3HBl B PENICHWU BOMPOCOB BHEAPEHHS MPOTPAMMBI
MPEeHATAIbHOTO TECTUPOBAHHUS M PAIlMOHAIBHOTO pacrpe-
neneHus (UHAHCOBBIX PECypcoB B cdepe MpeHaTalbHOU
nuarHoctuku. llepcrnexkTuBod ganbHEWIIUX HCCIEeT0BAHUMI
SBISETCS MPOBEICHUE aHATN3a CIydaeB JKUBOPOKICHUS U
npepsiBaHus OepeMeHHocTed ¢ moareepxkaeHHbIM CJl Ha
001Ierocy1apcTBEHHOM yPOBHE.

KawueBbie cjaoBa: cuHapoM JlayHa; mpeHaTalbHas
NWAaTHOCTHKA; MEIMKO-IeHETHYECKOEe KOHCYIBTHPOBAHMUE;
KapHuOTHII.
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PRE- AND POSTNATAL DIAGNOSIS
OF DOWN SYNDROME

V.0. Galagan, M.A. Tsigankova, V.M. Badyuk,
O.R. Olifir, N.A. Fire, V.V. Kurakova,
V.S. Cherevashko, O.V. Zhurakhovskaya

National Children's Specialized Hospital (NCSH)
"OKHMATDIT",
Specialized Medical Genetics Center
(Kyiv, Ukraine)

Summary. The article presents an analysis of live
births and abortions with confirmed Down syndrome (DS)
in Kyiv in 2018-2020. During this period, 86 children with
DS were born in Kyiv, which corresponds to an average
frequency of 8.6 per 10,000 live births. The frequency of
births of children with DS decreased from 10.4 in 2018 to
6.5 in 2020 per 10,000 live births. The percentage of male
probands is 59 %, and female — 41 %. Timely diagnosis
of DS in live births allows for surgical correction in the
presence of congenital malformations and reduce mortality
in early childhood.

Diagnosis of DS at the prenatal stage allows doctors
to make decision on abortion at the request of the woman.
The analysis of cases of abortions for the period 2018-
2020 shows a tendency to increase the number of aborted
pregnancies. The rate of abortions with DS in Kyiv was 40
% in 2018, 1in 2019 — 52 %, and in 2020 — 67 %. and reached
the mark of Western Europe. The high rate of aborted
pregnancies correlates with a decrease in the number of
births of children with DS during this period. The data show
an increase in public awareness of hereditary pathology, an
increase in referrals to a geneticist and an increase in the
effectiveness of prenatal diagnosis.

During the period: 2018-2020, there is an increase
in medical coverage; genetic counseling; and invasive
interventions to establish the karyotype in high risk women
who were included in the high risk group for a result of
combined prenatal screening or had been diagnosed with
birth defects or have ultrasound markers of chromosomal
pathology. It is established that this pathology occurs in
mothers of any age, not only in women over 35 years, which
indicates the feasibility of mass use of prenatal diagnosis
in all age groups.

The presented statistical data makes the case to use
prenatal testing and how to rationally distribution financial
resources. The prospect of further research is to analyze
cases of live births and abortions with confirmed DS at the
national level.

Key words: Down Syndrome; Prenatal Diagnosis;
Medical and Genetic Counseling; Karyotype.
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