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HEOHATAJIbHUI CKPUHIHT MOHOTEHHOI NMATOJOrII B YKPAIHI

AY «lHcTuTyT rpomagcbkoro 3aopoB’s im. O. M. Mapseesa HAMH YkpaiHuy,
KuiB, YkpaiHa

30ip gaHux enigHamsAdy WOAO BPOMAXKEHUX Baf
i nporpam AOChigXeHb, WO MPOBOAATLCA B YCbOMY
CBITi ANSA BUBYEHHS | NonepegKeHHs BPOOKEHUX Baj,
a TakoX MOM'AKLUEHHS X HacnigkiB 3gincHioe Mixk-
HapoaHWI [O0BIAKOBO-iHPOPMaUINHUA LIEeHTp 3 enia-
Harnsay Ta JocnifpkeHb B 00nacTi BpoOKeHUX Bap.
B YkpaiHi 30ip gaHuX NOWMPEHOCTiI BPOMKEHUX Baf
PO3BUTKY 3A4INCHIOE HAaLiOHaNbHUIN NPOMINbHUIA pery-
nsaTop — MiHiCTepCTBO OXOPOHU 300pOB’SA.

ICHye cnekTp YMHHUKIB PU3UKY, LLO MiABULLYIOTb
NOLUMPEHICTb FEHETUYHNX BPOMKEHUX Bad, AKi npu-
3BOASATb OO0 HeoHaTasnbHOI Ta AUTAY0i CMEpPTHOCTI,
pO3yMOBOI BiACTanoCTi i 4OBIYHOI iHBanNiAHOCTI. YHUK-
HYTWU NOAIGHUX PU3NKIB JonomMaratoTb CKPUHIHIOBI
nporpamn, cepef SKux — HeoHaTanbHUM reHeTUYHUN
CKPUHIHT. Ha cborogHi B YkpaiHi nogidoHe o0CTeXeHHS
3i CTiMKMM pe3ynsTaToOM BUSIBNEHHS BEOEThbCS TinbKu
no 3 3axBOptoBaHHAM: (PEHINKETOHYpIdA, riNOTMPEeOos,
MYKOBicUna03.

Bbyna npoBefeHa ouiHKa pesynsTaTiB CKPUHIHTY
cnagkoBoi naTonorii HOBOHapomXKeHux B YKpaiHi 3a
10-pivHunin nepioa: 3 2010 no 2019 poku. IHbopmauin-
Hoto 6a3oto criyryBanu AaHi oilinHoi MeguyHoi cTa-
Tuctukm. 3 4308100 kMBOHapomXXeHUX HeoHaTanb-
HUM reHETUYHUM CKPUHIHIOM BYro OXOmneHo 3aranom
9199817 HoBOHapPOOKEHMX. HasBHICTb FEHETUYHOI
naronorii niareepaxeHo y 1313 giten.

3MEHLLEHHS KiNbKOCTi HApPOAXKEHHS OiTel 3 BPO-
PKEHUMKM BaJamu PO3BUTKY MOXMMBO B ymMoBax Aii
OepXXaBHUX MNporpamM, CnpsMOBaHUX Ha 3HUXKEHHS
aKkTopiB PU3UKY, IO BUKIMKAKOTb BPOAXKEHI aHOMa-
nii, a TakoX NpoBedeHHs NPodhiNakTUYHNX 3axonis.
OcHoBHa MeTa Takoi nporpamMum — NPOrHo3yBaHHS Ou-
HaMiK1 reHETUYHOrO0 HaBaHTAaXXEHHS cepen Hacenex-
HA AN po3pobkuM HeobXigHMX MeAMKO-coLljianbHUX
3axogis.

MoninweHHa cutyauii MoXnunee 4Yepes 3anyyeH-
HS' BUCOKMX TEXHOIMOTIN, WO A03BONSATbL PO3LLMPUTHU
naHernb reHETUYHOro CKPUHIHIY Ansi NoYaTKy paHHbO-
ro nikyBaHHS i 3HWKEHHSA HeraTUBHUX pesynsrarTiB.
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Knrou4oBi cnoBa: BpomkeHa naTonorisi, HeoHa-
TanbHUA CKPUHIHL.

3B’A30K po6OTU 3 HayKOBMMM Nporpamamm,
nnaHamu, Temamu. Ctatta € dparmeHtom HOP
«HaykoBe 06rpyHTYyBaHHS 3aCTOCYBaHHS MOKa3HWKIB
HeiH(EKLINHOT 3aXBOPHOBAHOCTI AM9 OUiHKM MOTEeH-
Liany 300pOB’St HAaCerneHHs B CUCTeMi rpPOMaaCchbKoro
3nopoB’ay, Ne gepxaBHoi peecTtpauii 0118U003702,
wundp AMH.16.18.

Bctyn. MixHapogHa knacudikauis  xBopob
(MKX-10) TpakTye Bpog>KeHi aHoManii Sk uinun psg
MopyLUEHb PO3BUTKY: XPOMOCOMHI abepauii, cnagko-
Bi NMopyLweHHs 0BMiHYy, BHYTPILUHLOYTPOOHI iHeKuil
3 ypaKeHHsIM nnoga, BHYTPILHbOYTpPOOHa 3aTpumka
pO3BUTKY, pO3yMOBa BiACTaniCTb, BPOOXKEHi iMyHOMNO-
FiYHi NOPYLUEHHS | BPOMKEHI MyXMMHKU, @ TakoX BpO-
OxeHi Bagm po3suTKy (BBP), aki aBnstoTb coboto CTin-
Ki CTPYKTYypHi abo mopdonoriyni AedekTn opraHy abo
MOro 4YacTWHW, IO BUHUKAKOTb BHYTPILUHbOYTPOOHO i
NOPYLLYIOTL (PYHKLiIO LIbOro OpraHy.

3a gaHumum BOO3, wopivHo 5-8% HoBOHapooke-
HUX 3’SABMSIOTBCA Ha CBIT 3 Pi3HUMU BPOMXKEHUMN UK
cnagkoBumu gedektamm. Mamxe 40% paHHbOI gUTS-
YOi CMEPTHOCTI YacTKOBO abo MOBHICTIO 0OYMOBIIEHO
cnagkosoto naronorieto. MNpu LbOMYy YacTka BaXKKMX
dopM y CTPYKTYpi cnagkoBux XBopob CTaHOBUTL Npu-
6nunsHo 2%. 3pocTae BHECOK cnaaKoBoi naTonorii 4o
CTPYKTYpY NPUYUH ANTAYOT iHBaNIAHOCTI | 3aXBOptoBa-
HOCTI cepeq AiTeu, WO rocniTanisoBaHi 40 fNikapeHb
3aranbHoro npodinto [1].

Tak, y nybnikauii 2020 p. [2] wogo rnobansHoi
PO3MOBCHOMKEHOCTI heHinkeTorypii (PKY) Ha ocHo-
Bi cucteMaTU4HOro ornaay i Meta-aHanisy 3a nepiog
1964-2007 pp. BCTAHOBMNEHO, LIO HaMBULLY PO3MO-
BctogkeHicTb OKY cnoctepiranu y TypeuuuHi (38,13),
a HavHwk4y — y Tainangi (0,3) y nporpamax HeoHa-
TanbHOro CKpWHiHry. Ha gaymky aBTopiB LbOro 40Bro-
TpMBanoro AOCNiMAXeHHA NodibHa pisHUUA piBHIB No-
LUMPEHOCTi 3aXBOPIOBAHHSA MOXIMBA 3a pPaxyHOK Bid-
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MiHHOCTEN Yy KiflbKOCTi KPOBHOCMOpPIAHEHUX LLOOIB y
pi3HMX perioHax, NoOpPOoroBuX 3Ha4YeHHsAX deHinanaHi-
Hy i po3mipax BUBIpKW.

ICTOPIS CKPUHIHTY HOBOHAPOAXEHUX Ha reHeTnY-
Hi XxBOpoOW noyanacst y Apyrii NOMOBUHI MUHYNOTO
ctonittsa, ko R. Guthrie [3] i R. MacCready [4] B
wraTi MaccadyceTc opraHisyBanu TecTyBaHHSA fOiTen
Ha ®KY wnaxom 36opy GnaHkiB 3 ginbTpyBansHOro
nanepy i3 CyxvmMu nrsiMamu KpoBi Bif KOXHOIO HOBO-
HapOOKEHOrO.

3 TOro yvacy novanu 3giACHIOBATU CKPUHIHIOBI
TECTYBaHHA HEMOBMSAT LWOAO BUSBMEHHS] XPOHIYHMX
CrnagKoBMX 3axBOptoBaHb. LliHHICTb CKPWHIHIOBOrO
TecTy nondrae y gikcauii Takmx posnagis, Konu no-
danblue BTPyYaHHA Micns AOCMMMTOMHOIO iX BUSB-
NEHHA NoNiNWNUTb pe3ynerar.

B>xnBaloTb pi3Hi TyMayeHHs1 CKpuHiHry. HaBene-
MO cdopMyrnboBaHe Y fonosiai HauioHanbHOro ckpu-
HiHroBoro komiTeTy 2000 p.: CKPUHIHI — L nocny-
ra y ranysi OXopoHW 300pOB’S, Sika Mondrae B TOMY,
WO npeacTaBHUKAM KOHKPETHOI nonynsauii, aki He
000B’s1I3KOBO PO3YMit0Tb, LLIO BOHW CXWIbHi O 3aXBO-
ptoBaHHSA abo BXe CTpaxgatoTb XBOPOHOK YM MaloTb
Tl yCckrnagHeHHs, NPONOHY€ETLCS AiarHOCTUYHUI TECT, B
pasi BUSIBNeHHS natonorii byge HagaHa meguyHa go-
nomora [5].

Y OaHuUn 4Yac MacoBUIN CKPUHIHT HOBOHapOAXe-
HUX npoBoanUTbCHA y 52 KpaiHax CBiTY W 30Kkpema, y
CLIA — Ha 45 Hosonorin, B HimewunHi — Ha 14, y Be-
nnkoOpuTaHii — Ha 5, B Pocii — Ha 5 (peHinkeToHy-
pisi, BpOOKEHWI rinoTupeo3 — BI,
afipeHoreHiTanbHUNn  CUHAPOM
AI'C, ranaktosemis — [AJl, myko-
Bicumagos — MB).

MNornaa Ha npo6nemy

MeTa gocnimxeHHs1 — OLiHUTW pe3ynbTaTu CKpu-
HiHry MOHOreHHoI naTtonorii cepef HOBOHaPOOKEHUX
B YKpaiHi.

Marepian i MeTogu gocnigxeHHs: maTtepianom
cnyryesanu aaHi gepxxaBHoil ogiLiiHOT CTaTUCTMKMK, 3a-
CTOCOBaHi MeTOAN — aHaniTUYHi.

Pe3ynbTaTn gocnigkeHHs Ta iXx 0OroBopeHHs.
PeTpocnekTvBHUn aHani3a npoBoannu 3a gaHuvn 13
«ULeHTp meguuHoi ctatuctnkn MOS YkpaiHuy.

Y pokymeHTax HesanexHoi ekcnepTHOi rpynu
€Bponencbkoi komicii €C Ta iHWKNX MibXHapoaHUX Op-
raHisaui BUKOPMUCTOBYETLCSH LUMPOKE BU3HAYEHHS NO-
HATTS «FEHETUYHE TeCTyBaHHS». g UMM NOHATTAM
HeobXigHO po3yMiTU «OyOb-AKUA TECT, WO BUSBNSE
reHeTUYHi gaHi (reHeTnyny iHdopmauito)» [10, 11]. le-
HeTu4yHa iHdopmauis (') — gaHi «npo xapakTepucTu-
K1 OKpeMmx ocib, OTpUMaHi WNAXoM aHanidy Hyknei-
HOBWX KMCOT YU iHLWOro HayKoBOro aHanisy» [12], wo
€ YacCTMHOO cnekTpa iHpopMmalii Npo 300poB’s.

[o aHanidy 6ynu 3anyyeHi gaHi ogiuinHoi cTa-
TMcTukm (9492350 MOS3 YkpaiHu) 3a gecsatupiyHun
nepiog (2010-2019 pp.) nporpamMu CKPUHIHIY HOBO-
HapoaxeHnx Ha Taki BBP, ak deHinkeToHypis, rino-
TMpPeo3, MykoBicLuMao3. CTaTUCTUYHI CNOCTEpPEXeH-
HA wopao ranaktosemii (FAJ1) i agpeHoreHiTaneHoOro
cuHgpomy (AIC) 3a uert nepiog 6ynu HENOBHUMW, LLO
CTano KpuTepieM BUKITIOYEHHS 1X 3 aHaniay.

3a nepiog 2010-2019 pokiB B YkpaiHi Hapoau-
nocb 4308100 pgiten. PiyHi nokasHukM Hapomxysa-
HocTi BapitoBanu Big HavimeHworo 308800 y 2019 p.
Ao Hanbinbworo 520700 oci6 y 2012 p. (ta6n. 1).

Tabnuua 1 — KinbKiCTb >XMBOHapOOKEHNX, AKUX OXOMSEHO HeoHaTasrbHUM
CKPWHIHIOM 3 MiATBEPOKEHO FEHETUYHOK MaTonorielo B YKpaiHi 3a nepioa
2010-2019 pp. (ocib)

®KY, MB, AN, ArC i Bl Big- :
HOCSATbCS 40 TakuxX NaTonorin, npu OxonneHo HeoHaTanbHUM I'Ilp.TBep.cpKe-
. Haponunom; CKPUHIHIOM HO HasABHICTb
SIKMX CBOEYACHO poasnoyare niky- Poku AUBAMM reHeTU4HOI
BaHHSA 3aaTHe 3anobirtu po3BUTKY DKY rm MB naronorii
BaXKMX MPOSBIB 3aXBOPIOBAHHS 1 2010 497700 439187 | 412454 0 135
noganbLuoi mubokoi iHBaniansa- | 2011 502600 | 461328 | 417002 | O 139
L. o 2012 520700 459920 | 448483 | 333826 165
B YkpaiHi nporpamu 3 komn- 55,5 503700 | 505091 | 527028 | 491211 188
JIeKCHo! ,Tpocb'”a;“’”"" FEHETUHHOL ™5 014x 465900 372470 | 321876 | 220563 129
naronoril NoTpevyloTe - PO3BUTKY ™5 4 5, 411800 | 362242 | 269031 | 239865 117
Ta BOOCKOHAJIEHHA. Ha BukoHaH-
) N 2016* 397000 357647 | 356025 | 29215 115
Ha Hn3kn nakasie MOS Ykpaiti 2017* 364000 310876 | 299204 0 97
[6-8] Ha paHuM yac ycim HOBOHa- "
DOIKEHIM y nonorosyx GyawHkax | 2018 335900 292915 | 291783 | 112552 101
NPOBOASTb HEOHaTanbHuii ckpu- | 2019* 308800 296654 | 294606 | 276763 127
HIHF Ha HasBHiCTb Takux 3axso- | BCbOIo 4308100 3858330 | 3637492 | 1703995 1313

ptoBaHb sk OKY, rinotnpeos (I'T),
MB, AIC. Ykasom [lpesugeHTa
Ykpainu Big 11.05.2019 [9] 3anpo-
Ba[PKEHO [J0AaTKOBI colianbHi ra-
paHTil ANa poaWH, SiKi BUXOBYHOTb
niten 3 Tsxkumin BBP.

ukrmedstat
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Ixepena: http://www.ukrstat.gov.ua, gaHi HaBegeHi ctaHoM Ha 01 CiyHs;

lNMpumimka: * 6e3 ypaxyBaHHS TUMYacoOBO OKyNoBaHOI Teputopii ABTOHOMHOT
Pecny6nikn Kpym, M. CeBacTtonons Ta 4aCTMHU TUMYacOBO OKYMOBaHWX Tepu-
Topin y [loHeubkin Ta JlyraHcbkii obnacTtax
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MeAaunyHi Hayku

HeoHatanbHum ckpuHiHrom Ha ®KY, I'T, MB npoTtsarom
BKa3aHOro nepiogy CrnocTepexeHHsi Oyno oxomnneHo
3aranom 9199817 HoBoHapomkeHux (Big =~40% Ha
MB po =90% Ha ®KY). 3a uel nepioa 3apeectpoBa-
HO 1313 piTen 3 BPOAXXEHNMWN 3aXBOPHOBAHHSAMM, LLIO
Oynu BigidpaHi gna aHanisy. Mo okpemux pokax no-
Ka3HUKM LWOoAO 3apeecTpoBaHUX MaTonorin Bigpi3HA-
nnce maxe B ABa pasun, 188 y 2013 poui npotn 97 y
2017 poui.

YCTaHOBMEHO, WO nepLie Micue No nokasHMKax
nowmpeHocTi 3amae OKY, HactynHi — 'T Ta MB. Pe-
3ynbTatv AoChnifXXeHHA HOBOHApPOKEHUX 3a nepiog
cnoctepexeHHs 2010-2019 pp. HaBegeHi y Ta6n. 1,
puc. 1.

BasoBumu gaHumu ons aHanisy (puc. 1) 6yB pi-
BEHb HApPOO>KyBaHOCTI (4epBoHa Kpuea). PiBHi ckpu-
HiHry BigibpaHWXx ANnst aHani3y NaTororii xapakTepuay-
Banucb pisHUMm npodoinsamMm koHdirypauin. MogibHum

Ihxepeno: aaHi ukrmedstat

3a KOHcpirypauieto 0o piBHSA HapomyKyBaHOCTI Oyna
KpvBa nokashHukisa ®KY (cuHboro kombopy). Pesyrnb-
TaTu TecTyBaHHs Ha [T Bigpi3HANUcA Big TeCTyBaHHA
Ha ®KY po 2016 poky, ane B 2016-2019 pp. BOHU No-
Ai6HiI. MNpouec TecTyBaHHA Ha MB (kpvBa BULLHEBOIO
Konbopy) po3nodascsa nuwe y 2011 p., i Bxe y 2013
poLi 3a KiNbKiCTIO NPOTECTOBAHUX HOBOHAPOOKEHUX
NPaKTUYHO 3PIBHABCH i3 3HAYEHHAMU NPOTECTOBAHUX
Ha OKY, I'T. Y 2014 poui KinbKicTb NPOTECTOBAHNX HO-
BOHapogkeHnx Ha MB ckopoTunaca npubnmsHo Ha
50%, 3 noganblWnM NagiHHAM AUHAMIKM 0O HYNbOBOI
nosHavkn y 2017 poui. Oani Bigbynacb aktusisauis
npouecy TeCcTyBaHHA i B KiHUi nepiogy cnocrtepe-
YKEHHS1 MOKa3HUK MPOTECTOBAHUX HOBOHAPOOKEHUX Y
2019 poui Habnuanecs OO PiBHS MPOTECTOBAHUX Ha
OKY i I'T. MepeBunweHHs KinbKkocTi TecTyBaHb Ha [T
Hap KinbKiCTIO HAPOAXXEHUX NOACHIOETLCA haKTOM ne-
penepesipkn TeCTy.

Puc. 1. JuHamika oxonneHHs HeoHaTanbHUM CKPUHIHIOM HOBOHapoaxeHux 3a nepiog 2010-2019 pp.

Ak BBaxalTb aBTOpPM Mg KEPIBHULTBOM Mpod.
O. A. IpevaniHoi [13], B YKpaiHi ccopmyBanacs
CTPYHKa cuctemMa nNpodinakTMkM CnagkoBux XBopoo:
*  MeOVKO-TEHETUYHE KOHCYNbTYBaHHS;
*  MpeKoHuenuinHa npodinakTuka;
e MpeHartanbHa fiarHocTuKa;
*  MacoBWM CKPUHIHIF HOBOHAPOMXEHUX Ha
cragKoBi XBOPOOMU, siKi MigaaloTbCs QIETUYHIN
Ta nikapcbKi KOpeKLUiT,
*  [AncnaHcepusaLia XBOPUX i YNEHIB iX CiMen.
YnpoBagkeHHs Liei cuctemn 3abesnedye 3HU-
JKEHHS1 YacTOTU HapoaXeHHsa aiten 3 BBP i cnagko-
BMMUK xBopobamn Ha 60-70%.
OdiuinHi gaHi MegnyHoi CTaTUCTMKU CBig4YaThb,
LLIO YNEBHEHICTb y NOAdiOHOMY TBEPXKEHHI MOXe ByTn
akTyanbHUM Wwono susieneHHs ®KY, I'T ta MB 3 no-
3uuin BanigHocTi (puc. 2, 3, 4).
TecTyBaHHSA HOBOHapomkeHnx Ha PKY npoTtarom
2010-2019 pp. oxonuno 3858330 HOBOHAPOAXKEHUX
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(puc. 2). fiarHos niaTBepoxeHo y 534 giten. AHanis
JMHaMIKN NoKasaB, LU0 KiNbKiCTb 00CTEXEeHUX Marnto-
KiB MOCTYNOBO 3HMXyBanacb Bif NMEPBMHHOIO 3Ha-
yeHHst B 2010 p., i ctaHoBUNa 65,54% 1MOro 3Ha4yeHHsA
y 2019 p. MNokasHMK BUSIBNEHb NaTONOril TakoX MaB
crnagHy TeHgeHuito, i ctaHoBuB 33,55% y 2019 p Big
nepBUHHOTO 3HayeHHsA y 2010 p.

Y 2010-2019 pp. ckpuHiHrom Ha 'T ©yno oxo-
nneHo 3637492 HOBOHApPOAKEHMX, 3 NiATBEPIKEHNM
JiarHo3om y 622 piten. Posnogin nokasHukiB npo-
TecToBaHMX Ha [T giTer no pokax MaB «3ybvacty»
KoH@irypauito. Kinekictb obcTexxeHnx mMarntokiB npo-
TArOM YCbOrO nepiogy CNOCTEPEXEHHST MOCTYNOBO
3HWXKyBanacs o pisHa 71,43% y 2019 p Big nepBuH-
Horo 3HayeHHsa y 2010 p. NokasHWK BUSIBNEHb NaTo-
norit y 2019 p. nepeBuwlyBaB NEPBMHHE 3HAYEHHS
2010 poky maimke Ha 8% 3a paxyHOK peTecTyBaHb.
KinekicTb BUsIBNEHHs xBopux ctaHoBuna y 2019 p.
66,21% BigHOCHO nokasHuka 2010 poky (puc. 3).
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MNornaa Ha npo6nemy

[xepeno: gaHi ukrmedstat

Puc. 2. lNMoka3HWKN CKPUHIHIY HOBOHAPOMKEHUX Ha beHinkeToHypito (YkpaiHa) B guHamiui 2010-2019 pokis

Ixepeno: aaHi ukrmedstat

Puc. 3. lNMoka3HMKM CKPUHIHIY HOBOHApPOMKeHUX Ha rinotupeos (YkpaiHa) B guHamiui 2010-2019 pokis

Ixepeno: gaHi ukrmedstat

Puc. 4. lNMoka3HWKN CKPUHIHIY HOBOHAPOMKEHNX Ha MyKoBicLMao3 (YkpaiHa) B agnHamiui 2010-2019 pokis
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MeAaunyHi Hayku

Mpouec TecTyBaHHA HOBOHapomXeHux Ha MB
HOCUB ypmBYacTui xapakTep: nokasHuku 2010, 2011
i 2017 pokis 6ynu BiACyTHi. 3aranoM CKpUHIHIOM Ha
MB 6ynn oxonneni 1703995 HoBOHapOAXeEHUX, dia-
rHo3 nigTeepannu y 153 giten (puc. 4). TouyHa yacTo-
Ta MB B YkpaiHi He BCTaHOBMeHa.

Cxoxi TeHAeHLii cnocTepiraloTbCsi U Y iHLWKX He-
3anexHux KpaiHax — pecnybnikax konuwHsoro Pa-
asaHcekoro Cotosy [14-18].

AKTyanbHMM BBaXaeTbCs HaB4YaHHS i npodpinak-
TMYHa poboTa cepen NOoTeHUiHUX 6aTbKiB, NpoBeaAeH-
HA NPEKOHUENLINHOIO reHETUYHOrO KOHCYIbTYBaHHS,
NMOBHE OXOMJEHHSI NMPEeHaTanbHUM CKPUMHIHIOM BariT-
HUX | aKTUBHA AisANbHICTb eTUYHUX KOMICil 4O3BONSATb
3HM3UTKN YaCTOTy HapoaKeHb Aiten 3 BBP. NeHeTuyHi
OOCRNiMXeHHA Ha eTani NnaHyBaHHSA BariTHOCTI € fie-
BUM iHCTPYMEHTOM Yy BUABMEHHI Niogen, CXUnbHUX 40
PU3NKY PO3BUTKY NMOPYLLEHb 300POB’A Ta HAPOXKEHHS
XBOpUX AiTen.

Ha gymky rpynu gocnigHukis 3 Wadsworth Cen-
ter (Hbto-Mopk, CLUA) [19] Ta [20], po3BMTOK Hayku
NpPO CKPWHIHI HOBOHAPOOKEHUX, OCOONMBO 3 ypaxy-
BaHHAM HOBWMX TEXHOMOTri, HaJaHHS HOBMX BUAIB
iHopmaLii (reHeTMYHOI Ta (hi3ioNoriyHol) LWoao KOX-
HOrO HOBOIO CTaHy, MOXIIMBUN TifbKK i3 3any4eHHAM
NiNOTHUX Nporpam.

Y ToW Xe yac 36inbLeHHsa TpMBanocCTi XUTTA na-
LiEHTIB B OCTaHHIN nepiog 4OCArHYTO 3aBOSKN paHHIn
JdiarHocTuui 3axBoptoBaHb B3arani i Ha BBP 3okpema,
a TakoX BignNpautoBaHHIO TAKTUKM CNOCTEPEXEHHS 3a
TakUM KOHTMHIEHTOM MNaLli€HTIB.

OcCHOBHE NPU3HaAYEHHS FTEHETUYHOIO TECTYBaHHS
nNpy LUMPOKO MOLUMPEHUX 3aXBOPIOBAHHAX — OLiHKa
PU3NKY PO3BUTKY 3aXBOPIOBAHHS | BU3HAYEHHS iHANBI-
AyanbHuUX 3axofiB Ansi noro 3anobiraHHsA cepen ocib
3 BUCOKUM pU3NKOM. MOXMMBICTb rEHETUYHOIO TECTY-
BaHHSA Hagae 3MOry pagukanbHUX 3MiH Y nigxogax oo
AiarHOCTUKWM, NiKyBaHHS 11 NpodoinakTukmu daratbox 3a-
XBOPIOBaHb MIOOUHM.

BucHoBku. 3a pgaHvMu nposedeHoro Jocni-
[PKEHHS BCTaHOBINEHO:

1. Cepen 4308100 HoBoHapogxeHux y 2010-2019
pp HeoHaTanbHUM FeHETUYHUM CKPUHIHIOM Gyno
oxonneHo Ha ®KY — 89,56%, Ha I'T — 84,43%, Ha
MB — 39,55% mantoki..

2. 3a nepiog 2010-2019 pp. B YKpaiHi 3apeecTpo-
BaHO 1313 HOBOHapOMKEHUX 3 NIATBEPOXKEHOH
CMagKoBow natonorieto 0bmiHy pedyoBuH. Hanno-
wupeHiwnmn € OKY, I'T i MB.

3. leHeTUYHUIN CKPUHIHT € edPEeKTUBHUM iIHCTPYMEH-
TOM BWSIBMEHHSI BPOMKEHUX MOpPYLIEHb OOMiHY
PEYOBVH.

4. 3a ymoB [fji aepxaBHUX nNporpam npodinakTnku
reHeTUYHOT naTtonorii, MOXIMBO MNPOrHO3yBaTn
3MEHLUEHHS HapOMXKEHHs AiTen 3i cnagkoBuUMuU
3aXBOPIOBAHHAMMU.

lNMepcnekTuBM noganblUMX AOCHiIAXKEHb MNOMs-
raloTb y CTBOPEHHI AepxaBHOI nporpaMmy MacoBOro
obcTexeHHa Ha cnagkoBi xBopobu. OcHoBHa MmeTa
Takoi NporpamMmun — NPOrHo3yBaHHSA OUHAMIK/A reHeTuy-
HOro HaBaHTaXXEHHA cepe HaceneHHs Anst po3pobku
HeOoOXiAHMX MeanKOo-coLianbHUX 3axoaiB.
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YOK 575.1.088-053.31: 616](477)

HEOHATANbHbIA CKPUHUHI MOHOMEHHOW HACNELCTBEHHOW MATONOMNU

B YKPAUHE

OmenbyeHko 3. M., lNonbka E. A., Kapam3uHa J1. A.

Pe3tome. CO0p AaHHbIX aNnaHag30pa B OTHOLIEHUU BPOXAEHHbIX MOPOKOB Y MPOrpaMm UCCnegoBaHnm,
NPOBOAMMbIX BO BCEM MUPE, ANS U3YYeHUs U NpeaynpeXaeHus BPOXAEHHbIX NMOPOKOB, @ TaKKe CMAMYeHUs
UX nocrneacTeuin ocywecTensetr MexayHapoaHbIi CnpaBOYHO-MHAOPMALMOHHBIA LEHTP MO 3nuaHaasopy
M uccrnegoBaHnsiM B 006NacTy BPOXAEHHbIX MOPOKOB. B YkpauHe c6op gaHHbIX MO pacnpoCTPaHEHHOCTU
BPOXOEHHbIX MOPOKOB Pa3BUTUS OCYLLECTBNSAET HALMOHANbHbIA NPOMUbHBIN perynatop — MuHMcTepcTeo
30paBOOXPAHEHNS.

CyluecTtByeT CneKkTp hakTopoB puUcKa, MOBLILLAIOLIMX PACNPOCTPAHEHHOCTb FEHETUYECKNX BPOXAEHHbIX
MOPOKOB, MPMBOAALLIMX K HeOHaTanbHOW W OETCKOW CMEPTHOCTWM, YMCTBEHHOW OTCTanocTv M MOXWU3HEH-
HOW MHBanuaHocTu. M3bexaTtb NogobHbIX PUCKOB MOMOralT CKPUHMHIOBLIE NPOrpamMMbl, CPean KOTOPbIX —
HeoHaTarnbHbIA reHETUYECKNIA CKPUHUHL. Ha cerogHsi B YkpauHe nogobHoe obcnegoBaHue ¢ yCTOMYMBBIM pe-
3ynbTaToOM BbISIBNIEHUS BEAETCA TOMbKO No 3 3aboneBaHusaM: (heHUNKETOHYPUS, TMNOTUPEOD3, MyKOBUCLNAO3.
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MeAaunyHi Hayku

Bbina npoBegeHa oLeHKa pe3ynbTaToB CKPUHMHIA HacneaCcTBEHHOM NaToNorMm HOBOPOXAEHHLIX B YKpa-
nHe 3a 10-neTtHun nepuoa: ¢ 2010 no 2019 rogpl. MHhopmaumoHHom 6a3oi cnyXunu gaHHble ouLnanbHON
MeaunumHckon ctatuctukn. N3 4308100 XMBOPOXAEHHBIX HEOHATarNbHbIM FEHETUYECKUM CKPUHWUHIOM 6binn
OXBa4eHbl B 06Len cnoxHocTn 9199817 HOBOPOXKAEHHbIX. Hanuumne reHeTu4eckon naTtonornm NoaATBEPXKAEHO
y 1313 getei.

YMeHbLLUEHNE KONUYECTBA POXAEHUS OETEN C BPOXAEHHBIMW NMOPOKaMy Pas3BUTMS BO3MOXHO B YCIOBU-
AX AEWCTBUS rOCY4ApPCTBEHHbLIX MPOrpamMm, HamnpaBiEHHbIX Ha CHMKEHME (PaKTOPOB pPUCKA, BbI3bIBAOLLNX
BPOXAEHHbIE aHOManuu, a Takke MpoBedeHMe npodunakTudecknx meponpuatuii. OCHOBHas Lenb Takown
nporpaMmbl — MPOrHO3UPOBaHWE AMHAMMKU FEHETUYECKOW Harpysku cpegu HaceneHusa ans paspaboTku
HeobXoAMMbBIX MeaUKO-CoLMarbHbIX MEPOMNPUATUIA.

YnyJleHne cutyaumm BO3MOXHO Yepe3 MpUBMEYEHNE BbICOKMX TEXHOMOIMIA, NO3BOMSAILLMX PaCLLUMPUTb
naHernb reHeTUYEeCKOro CKpMHUHIa 45181 HaYana paHHero NeYeHns U CHUKEHNSA HeraTMBHbIX pe3ynsTaToB.

KnioueBble cnoBa: BpoXAeHHasi NaTornorusi, HeoHaTanbHbIN CKPUHWHT,

UDC 575.1.088-053.31: 616](477)

Neonatal Screening for Monogenic Inborn Pathology in Ukraine

Omelchenko E. M., Polka O. O., Karamzina L. A.

Abstract. The International Clearinghouse for Surveillance and Research on Congenital Defects is col-
lecting data from surveillance of birth defects and research programs around the world to investigate, prevent
and mitigate birth defects. In Ukraine, data collection on the prevalence of congenital malformations is carried
out by the national profile regulator — the Ministry of Health.

There is a spectrum of risk factors that increase the prevalence of genetic birth defects leading to neonatal
and infant mortality, mental retardation and lifelong disability. Screening programs, including neonatal genetic
screening, help to avoid such risks. Such testing with a stable detection result is carried out only for 3 diseases:
phenylketonuria, hypothyroidism, cystic fibrosis today in Ukraine.

The purpose of the study was to evaluate the results of screening for monogenic pathology among new-
borns in Ukraine.

Material and methods. The results of screening for hereditary pathology of newborns in Ukraine were
evaluated over a 10-year period: from 2010 to 2019. The information base was the data of official medical
statistics. Out of 4,308,100 live births, 9,199,817 newborns were covered by neonatal genetic screening. The
presence of genetic pathology was identified and confirmed at 1313 children.

Results and discussion. According to a group of researchers from the Wadsworth Center (New York,
USA), the development of the science of newborn screening, especially with new technologies, providing new
types of information (genetic and physiological) for each new condition, is possible only with pilot programs.

During 2010-2019 in Ukraine neonatal genetic screening covered phenylketonuria in 89.56% of new-
borns, hypothyroidism in 84.43% of newborns, and cystic fibrosis in 39.55% of newborns.

It is necessary to create a state program of mass examination for hereditary diseases that can be treated.
The main purpose of such a program is to predict the dynamics of genetic load among the population to de-
velop the necessary medical and social measures.

A decrease in the number of births of children with congenital malformations is possible in the context of
government programs aimed at reducing risk factors causing congenital anomalies, as well as taking preven-
tive measures. The main goal of such a program is to predict the dynamics of the genetic load among the
population in order to develop the necessary medical and social measures.

Conclusion. In Ukraine today there are no targeted programs for comprehensive prevention of congenital
pathology. Improvement of the situation is possible through the involvement of high technologies, allowing to
expand the panel of genetic screening to start early treatment and reduce negative results. Genetic screening
has been shown to be an effective tool for detecting congenital metabolic disorders.

Keywords: congenital pathology, neonatal screening.
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