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Pesztome: Pisens oumauoi cmepmuocmi ¢ Ypaini npoepecugho 3uusicyemuca npomazom oCmanubo20 0ecamupivis, aie auud-
embes yace GUCOKUM Y nopisHanni 3 kpainamu €eponeticokoeo Coio3y. Tlokasnuk cmepmnocmi HeMOBIANM NEPULO2O POKY JICUMMA 8
Vrpaini y 2,5-3 pasu suwuil, nise y kpainax €C, npu ybomy pieensb cmepmuocmi HOBOHAPOOHCEHUX NPOMALOM NePULOSO MICAYSA HCUM-
ms nepesuuye cepednboecgponeiicokutl y 6,6 pasis. Lle ceiouume npo cymmeege i0Cmasants Hauoi Kpainu y 6npo8aoddtCceHti Cy4acHux
cmanoapmie HAOAHHA MEOUUHOI OONOMO2U AK 8ATMHUM HCIHKAM, MAK | HOBOHAPOONCEHUM 3 BUKOPUCTNAHHAM CYYACHUX MemO0002iu
diaeHOCMUKYU Ma JiKY8AHHS.

Oonum 3 HAUOINbW eeKMUBHUX HANPAMKIE OISAbHOCMI, KA 3a0e3nedunda Cymmeee 3HUNCEHHs Pi6Hs OUMAYOL cMepmHocmi ma
iHganioHoCcmi y po36UHYmMuUX Kpainax ceimy cmano 6npo8addICeHHs POZUWUPEHO0 MACOB020 CKPUHIHSY HOBOHAPOOICCHUX 3 MEMmOlo
6uUABNEHHS CNAOKOBUX X80p0ob 0Ominy peuosun (CXOP) — opghannux 3axeoprosans, AKi UHUKAIOMb 6HACTIOOK 2eHemMUyHUXx dedhexmis
Gepmenmis. Hasenicmo CXOP, 3a36uuail, He 80aembcsi 6CMAHOSUMU NPU NIKAPCLKOMY 021501 HOBOHAPOOICEHUX Yepe3 8I0CYMHICHb
KaiHiuHux cumnmomie. Hiaenocmyioms CXOP dsoma cnocobamu. (i) no KAIHIYHUM Nposieam y (opmi «Kamacmpogh HeoHamdaibHo-
20 nepiody» ma cuHOpomy panmogoi cmepmi Hemosism, (ii) no pezyiomamam OIOXIMIUHO20 0OCMENCEHHS KPOBI HOBOHAPOOINCEHUX
(ckpuniney). 3ampumka abo nomuaku 6 oiacHOCmMuyi Yux 3axe0pio6aHb 4acmo npu3eo0ams 00 He360POMHUX NOUKOOHCEHb DA2aAmMboX
0peanis i, 6 neputy uepezy, 201081020 MO3KY (He8pON02IUHI NOPYUWEHHs, NCUXTUHULL peepec, ClabOyMCmB0).

Heonamanvhuii ckpunine — uMIplo8anis y Kpogi HOBOHAPOOICEHUX KOHYEHMPAYyill Ne6Ho20 Habopy pevo8uH, AKi Xapakmepusylomb
KII0408I npoyecu 6iIK08020, 8y21e800H020 MA NINIOHO20 0OMIHY 3 MeMOoK PAHHbO20 GUABILEHHS | nouamky aikyeants dimeu 31 CXOP ma
sanobicanna ix ineaniouzayii oynro posnovamo y 60-x poxkax munynrozo cmoaimmsa y CILUA 3 oouniei xeopoou — ¢eninkemonypii. Co0200Hi
npoepamu HeOHAMAIbHO20 CKPUHIHZY 6nposaddiceni Oinvul, Hidie 6 50 kpainax ceimy ma 3abezneuyroms oiaznocmuky nonao 45 CXOP.
3uaune (y 8-10 paszis) poswupenns xinokocmi CXOP, wo modcymo Oymu euseieni npu 00CAIONCEHHT SUCYMEHUX HA DITbMPYEATbHOMY
nanepi nisim Kposi, cmano MOJMCIUBUM 3ABOAKU BNPOBAOICEHHIO BUCOKONPOOYKMUBHO20 Memody mandemnoi mac-cnekmpomempii (TMC)
nanpukinyi 90-x poxie munynozo cmorimms. Ha 6iominy 8i0 imynoghnioopomempuuno2o memooy, sikuii 00360J5€ UIHAYAMU 0OUH NOKA3-
HUK 6 00Hiu npobi kpoei, TMC 0o3sonsie sumiprosamu KonyeHmpayii 0eKiibKox 0ecsimKie peuosun 6 0OHil npobi Kposi.

Ha menepiwniiu uac 6 Yxpaini ckpunine HOBOHAPOONCEHUX 6NPOBAONCEHO Aulle 01 4 3aX80PI08AHDL: (heHinKemoHYpii, epodice-
HO2O 2inomupeosy, a0peHo2eHimalbH020 CUHOPOMY MA MYKOGICYUOO03Y, AKUU NPOBOOUMbCS 3 GUKOPUCMAHHAM HU3bKONPOOYKMUBHO20
imynogaoopomempuunozo memoody. B okpemux eunaokax poswupenuii CKpUHiHe HOBOHAPOOUCEHUX 3 euKopucmanuim memoody TMC
BUKOHYEMbCS HA KOMepYIUHill 0CHOGI 6 3apybidcHux nabopamopisx. Ilpu yvomy, 32i0Ho 3 3akonom Yrpainu Ne 2461 «Ilpo 3abesne-
yenHs npohinakmuky ma AiKy8anus piokicnux zaxeopiosansy 6io 15.04.2014 ma Hakazamu MO3Y Ne 778 6io 27.10.2014, Ne 919 gio
30.12.2015 ma Ne 731 6io 29.06.2017, «llepenik pioxichux (opghanHux) 3axeoproéans, wo npu3eoosims 00 CKOPOUEHHI MpUBALOCMI
HCUMMA X8OpuUX abo ix ineaniousayii ma 0s AKUX ICHYIOMb 8USHAHI MemOoOu NiKy8aHHAY 6KaOUA€E Oinvuie, Hidxe 60 cnadkosux xeopoo
00miny pevosun. Lle ceiouums npo 3naune 6i0cmaganus HAwlol Kpainu 6 NUManHi, aKe, KPimMm emudHo2o ma MeOUdHo20, MA€ BAJCIUBE
coyianrvne ma eKOHOMIYHE 3HAYCHHSL.

Knrouwosum numannam enposaodicenis po3uupeno2o CKPUHIHZY HOBOHAPOOICCHUX 3 BUKOPUCTAHHAM BUCOKONPOOYKIMUBHO20 | MOYHO20 Me-
mody TMC & Yxpaini € 6iocymuicmo y 0eprcasHux Meouxo-eeHemuyHux 1a00pamopisax cy4acHo20 aHaaimuiHo2o 001a0HaHHs ma O0ONOMINHCHOT
iHghpacmpykmypu, a makoic (haxieyie-ananimuxie 3 nenum pignem niocomosxku. TMC — mexHiuno cKaaoHuil Memoo, KUl 6UMAa2ae UKOPUC-
MAHHs KOWMOBHO20 8AKYYMHO20 Ma XPOMAMOPAPIUH020 00NA0HANNS, CReYialbHO20 NPOSPAMHO20 3a0e3neeH s, pea2enmis 3 i30MmonHuMu
MIMKaml, BUCOKOUUCMUX 243168, CePBICHO20 00CIY208YB8AHHI 3 3AYYEHHAM 3AKOPOOHHUX (axisyie, a maxkodlc Keanighikosanoeo nepconay.

3 0enaody na nassnicme npueamuoi KiiHiko-0iaznocmuunoi nabopamopii, aka eukonye TMC-ananizu 6 Ykpaini, a ne mpancnopmye
Oiomamepian 6 3akopOOHHI 1abopamopii ma 30amua GUKOHYBAMU 8eCb KOMNIEKC 00CII0MNCeHb NePUuLoeo (MAco8020) emany CKpUHiney,
a maxkodic ymounioioyy oiaenocmuxy CXOP 3 guxopucmanuim memoois eazoeoi xpomamoepagii/mac-cnekmpomempii, ucoxoeghex-
MueHoi piOuHHoOI Xxpomamozpagii, 6uU3HaAUeHHs AKMUBHOCMI hepMeHmie ma MONeKYIAPHO-2eHemuuni 0ociiodcenns, y eepecti 2017 p.
oyno posnouamo pospobky Ilpoepamu yoockonanienns diaeHOCMUKU cnadko8ux Xgopob oOMIHY peyo8uH y HOBOHAPOOXHCEHUX | dimell
cmapwozo 8iky 6 Vkpaini. Iniyiamopamu yiei Ilpoepamu € Hayionarvna akademis meduunux Hayk Yrpainu, BI'O «Acoyiayis nedia-
mpie Ykpainu», BI'O «Acoyiayia neonamonozie Ykpainuy, IV «I[IAI imeni akademixa O.M. Jlyk anosoi HAMH Ykpainuy, meouuni
VHIgepcumemu ma pecioHaibHi 1iKY8albHO-NPOPIIAKMUYHI 3AKIAOU.

Mema I[Ipoepamu — poswupenus 00 29 Ho30102i1l nepeniky cnadko8ux x60poo 0OMiHy peuosuHt, AKi GUABIAIOMbCA Y HOBOHAPOOCe-
HUX ma oimetl cmapuio2o 8iKy, 3a0e3neuenns c60EUACH020 MeOUUHO020 CYNPOBOOY Md NIKYE8AHHA UABLEHUX XBOPUX, WO 003601UMb 3HU-
3umu pieenv HEOHAMAAbLHOI, MANIOKOBOI 1l OumAYoi cmepmuocmi ma ineanionocmi. Ilpoepama 6asyemovca Ha HACMYRHUX NPUHYUNAX !
(i) wimkuil po3nodin 8i0N0BIOANLHOCMI GUKOHABYIB, Pe2laMeHMOBAHUL POOOYUMU NPOYecam ma npoyeoypamu CKpuniney, (ii) enex-
mpoHHUll Q0KyMenmoobie 3 gixcayieio pyxy diomamepiany 6i0 momenmy 8i060py 00 6udaui pe3yibmamis 1a60pamopHux U3HAUEHD,
QOKYMEHMYBAHHS Pe3VIbMamis iX eKCnepmuoi OYiHKU ma NPUiHAMO20 PIuleHHs CMOCO8HO Noodibuux Oil; (iii) 00KyMeHmosaHuil
360POMHII 36'430K 3 3AMOBHUKOM OOCNIONHCEHb 3 NOBIOOMIEHHAM pe3yibmamie ma ix ekcnepmuoi oyinku,; (iv) cmeopenns ingopma-
yitHoI 6a3zu OaHux OJisi PO3PAXYHKY ePAHUYHUX PI6HI6 KOHYEHMPayill MapKepHux cnoiyk (cut-off) 0as ykpaincokoi nonyasyii 3 memoio
BHUICEHHS KIIbKOCIMI XUOHO-He2amUBHUX Ma XUOHO-NO3ZUMUGHUX BUSHAYUCHD.

Qinancysanns Ilpoepamu nianyemocs 30ilUCHI08aMU 3d PAXYHOK KOWMIE Pe2iOHALbHUX 0100Jcemis, no3adoddicemuux GoHois,
61ACHUX KOWMIE OAMbKIE.

Bukonanus niocomoeuozo emany Ilpoepamu 6yno poznouvamo na eéecui 2018 poky. 3anyck ninommnoi vacmunu Ilpoepamu y 5 peci-
onax: m. Kuie, Kuiscoka obnacms, Jlyeancoka ma /loneyvka oonacmi ma m. Yepuisyi, — sannanosanuii y keimui 2019 p. Posuwupenns
Ilpozpamu no scit mepumopii Ykpainu nianyemocs sasepuumu nanpurinyi 2020 poxy.

é';mouoez CJ108A: cnadkosi Xxeopodu 0OMIHY ped08UH, POUUPEHUL CKDUHIHE HOBOHAPOOMCEHUX, MAHOEMHA MAC-CNeKMPOMempis,
OIOXIMIUHI MapKepu 8POONCEHUX PO3NA0I6 OOMIHY, 3HUNCEHHS PIGHS OUMSAYOL CMEPMHOCMI Ma (H8ANIOHOCMI, NPAKMUYHI KPOKU.
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CriazikoBi XBOpoOM 0OMiHY PEYOBHH SIK IPUYUHA JTU-
TSAYO1 iHBaJIIAHOCTI Ta CMEPTHOCTI.

MarokoBa CMEpPTHICTh — OIMH 3 JAeMOrpadigyHuX Io-
Ka3HUKIB, KU BijioOpakae PiBEHb PO3BUTKY KpaiHW, il
EKOHOMIYHHMI CTaH, COLliaJIbHI CTAaHAAPTH Ta €(PEKTUBHICTD
CUCTEMH OXOPOHM 370poB’s. 3a manumu LleHTpy mennu-
Hoi craructikn MO3 Ykpainu, y 2017 pori cepernHiit mo-
Ka3HUK CMEPTHOCTI HEMOBIISIT TPOTSTOM IIEPIIOTO POKY
JKUTTS ckiaB 7,5 BumanakiB Ha 1000 HapoIKeHNX KUBAMHI
[1]. V BiKOBiii CTPYKTYpi MaJIOKOBOI CMEPTHOCTI B YKpa-
fHI CyTTEBO NepeBakac paHHsS HEOHATaJlbHA CMEPTHICTbH
(3,06/1000 HapOIKCHUX >KUBUMH), IMi3HS HEOHATAIbHA
CMEpTHICTB ckiajae 1,61, mocTHeoHaTaIbHA CMEPTHICTD —
2,83. PiBeHBb TUTSAY0T CMEPTHOCTI MPOTATOM TIEPIIOTO POKY
JKUTTS B YKpaiHi y 2,5-3 pas3u Bummid, HiX y kpaiHax €C,
NpU 1IbOMY DPIBEHb CMEPTHOCTI HOBOHAPOIPKEHHX BIIPO-
JIOBXK TIEPILOTO MICSILIS KUTTS NEPEBUIILYE CEPEHHOEBPO-
NeHchKuil MoKasHUK y 6,6 pasis [2]. Cepen IpUUUH MaTio-
KOBOI CMEPTHOCTI IIepIlie PaHTOBE MiCIIe 3aiMalOTh OKpeMi
CTaHM, 1110 BUHUKAIOTH y MepHHaTanbHOMy niepioni (38%),
JIpyTe MICIIe MTOCITaf0Th BPOKEHI Ba PO3BUTKY, Ie(op-
Marii Ta XxpoMocoMHi anomadii (32%), Tpere — TpaBMHU Ta
IHIII HACJIIZIKY BIUTUBY 30BHIIIHIX (akTopis (7%) [3-5].

3a gmanuMu  BcecBiTHBOT  opranizamii - 0XOpoHH
3710pOB’sl, IPOTIOPIIIHHIN MOKa3HUK PaHHBO! HEOHATAIb-
HOi CMEPTHOCTI y HEMOBJISIT 3 MAcOO Tijla TIPH HAPOIKEH-
Hi 6ipmre 1500 r noBuueH cranoButH 1,0 Ha 1000 Hapo-
JOKSHHX YKUBUMH 1 MEPTBUMU. B YkpaiHi 11el moka3HuK B
CepeHbOMY OPIBHIOE 1,66, a B OKpeMHUX perioHax mnepe-
Butye 2,0 [2]. AHami3 uX MOKa3HHUKIB CBIIYUTH MPO TE,
1110 HalOIIBII CyTTEBE BijcTaBaHHs Bix kpain €C crocy-
€THCSI CTAHJAPTIB Ta SIKOCTI HANAHHS MEIUIHOI JOTIOMO-
T'H BariTHUM JXIHKaM Ta HOBOHAPO/DKEHUM fK IIiJ] 9ac ix
nepeOyBaHHS Yy POJOIIOMIYHOMY 3aKJjajli, TaK 1 B MepIii
THKHI TICJIS BUIIMCKH 31 cTarioHapy [2-5].

VYIOoCKOHAJIEHHSI MEJMYHOT JIOIIOMOTH BariTHUM JKiH-
KaM Ta HOBOHApO/DKCHHM B MEpIIy Yepry CTOCYEThCS
BIIPOBAPKEHHSI CyYaCHHUX METOMOJIOTIH JIarHOCTHUKU Ta
nikyBaHHS [6]. OgHAM 3 HAHOLTBII €PEKTUBHUX HATIPSIM-
KiB JISUTBHOCTI, sika 3a0e3nevuniia CyTTeEBE 3HWKEHHS PiB-
HSl MaJIFOKOBOI Ta JAMTSAY0I CMEPTHOCTI, & TAKOXK 1HBAJIi/I-
HOCTI Y PO3BUHYTUX KpaiHaX CBITY CTaJIO BIIPOBaHKEHHS
PO3IIMPEHOTO MAaCOBOTO OOCTEKEHHS HOBOHAPODKCHHUX
(CKpHHIHTY) 3 METOIO0 BUSBIICHHS CIAaJKOBHX XBOPOO 00-
Miny pedoBuH (CXOP) [2].

CXOP - opdanHi 3aXBOpIOBaHHS, sKI BHHHKAIOThH
BHACJIJIOK reHeTH4HuX aedextiB ¢pepmenTiB. HasBHicTh
CXOP, 3a3zBuuaii, He BIAE€TbCS BCTAHOBHUTH IIPH JKap-
CHKOMY OIVISIJIi HOBOHAPO/PKCHNUX Yepe3 BiJICYTHICTh KJIi-
HIYHAX CHMIITOMIB y TIEPII MicCAIli Ta, HAaBiTh, POKH JKUT-
1. Manridecraris 3aXBOPIOBaHHA 3aJICKHUTD BiJl CTYTICHS
3HMKEHHS KaTaITUYHOT aKTUBHOCTI (pepMeHTy (IPOIyK-
Ty ekcrpecii JedeKTHOro reHa) ta MeTaboJiuHOro Ha-
BaHTa)XCHHSI Ha I1EeBHI 010XIMIYHI JIAHKH OOMIHY PEYOBHH,
TaKuX, SK MITOXOH/piaJbHE OKHCIECHHS BYIJICBOMIB UM
JKUPHHUX KHUCTIOT, ISTOKCHKAIlis aMiaKky TpH po3Maji mpo-
TEiHIB Ta JAe3aMiHyBaHHI aMiHOKHCIIOT, CHHTE3 CEUOBHHH,
0OMIH TypHHIB, IPUMIIMHIB, CTCPOI/IIB Ta 1H., IKE MOXKE
PI3KO 3pOCTaTH Ha T CTPECOBUX CTaHIB, MOB’SI3aHUX 3
iH(pEeKIIHHIMHU XBOPOOAMHU, MiJBHUILIEHHSIM TEMIIEPaTypH,
JIOBFOTPHUBAJINM TOJIOMYBAaHHSIM UM, HaBIIAKH, HAaBaHTa-
JKEHHSIM O1JTKaMM Ta BYIJIEBOAAMH, 3HEBOJHECHHSIM TOIIO
[6, 7]. Hesaxi 3 CXOP (mopymeHHs: 00MiHY aMiHOKHCIIOT
Ta BYIJICBO/IIB, BPOJDKEHUH T1ITOTHPEO3 Ta iH.) TPU3BOMSATH
JIO TIOMIKO/KEHHSI OpraHiB, Gpi3u4HOI 1 po3yMOBOi Hemo-
BHOLIIHHOCTI, @ TaKi 3aXBOPIOBAHHS, SIK TaJaKTO3EMis,
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DTy Tapauypist Tuiy 1, i3oBanepiaHoBa anuaeMis, nedi-
T Tigpokcuanmi-KoA merinporenasu >KHpHUX KHCIIOT i
BaJTIHONEHIIMHYPisl MOXXYTh MPHU3BOAUTH IO PI3KOTO TIO-
TIpIICHHS CTaHy 3[0POB'S HOBOHAPOKEHUX Ta PaHHBOI
HeoHaTalbHO1 cMepTi. BeTanopieno, mo 5% Beix Bumaj-
KiB «CHHJIPOMY ParToOBOi CMEPTi HEMOBJISIT) € HACIIiJKOM
CIaJIKOBHX MOPYIICHb MeTabomizmy [9].

Bakki mopymieHHss 0OMiHY pEYOBHH, B OCHOBI SIKHIX Jie-
JKUTB PI3KO 3HIDKEHA (MeHIIe 5% HopmM) abo HyIbOBa aK-
THBHICTh TTeBHUX (DEpMEHTIB, MPOSIBIISIIOTHCS KaracTpodamu
HEOHaTaJIbHOIO T1epiojly Ha Tli LIBU/IKOTO HAKOITMYEHHS CyO-
CTparTiB Ta 3pOCTaroyoro AeMiluTy NPOMYKTIB OIOXIMIYHHMX
peaxiIiif, mepeoir SKUX yIIoBUTFHEHUI 200 3a0I0KOBAHMIT BHA-
CITIOK CTPYKTYpHOI 3MiHM (epmenty. Manidecrariss CXOP,
III0 TIOB’SI3aHa 3 MEHII BUPA)KCHUM 3HIDKCHHSIM aKTHBHOCTI
(depMeHTIB, BiZIOYBAETHCS Mi3HIIIIE, 3a3BUYAl BIPOIOBK Tep-
IIIOTO POKY JKHUTTSI HeCTIeHM (D YHIMH CUMITTOMaMH, XapakTep-
HHMMU JUTsI COMaTHYHHUX XBOPOO, HE TIOB’SI3aHMX 3 CIIaIKOBOIO
niarosoriero. B Oinbimocti Bumaakis kiiHiyHi nposisu CXOP,
HE3aJIEKHO BiJI CTYTICHS 3HWKEHHSI aKTHBHOCTI TTOIIKO/KEHO-
r0 (hepMeHTY, € HeCHIeIM(pIIHIMH 1 MIHITUBAMY, 10 YCKIIA/I-
HIO€ JiarHocTiaHui mporiec [10].

Icuye momunkoBa gymka npo Te, mo CXOP gepes ix
PIAKICTH CJiJl PO3NISAATH Cepell NMPUYUH IIOTipIIeHHS
CTaHy 3/I0pOB'sl HEMOBIISIT B OCTaHHIO 4epry. [Ipu HU3b-
KoMy iHaekci kmiHigHOI mimo3pu CXOP Tta BigcyTHOCTI
HAJIKHHX KIIiHIKO-Ta00paTopHUX 00CTEXEHb Y TiTeH mMo-
MHJIKOBO JI1arHOCTYIOTh TIMOKCHYHO-IIIIEMiuHI eHIeda-
Jonarii, BHyTPilIHbOILTYHOUYKOBUI KPOBOBUJINB, CEIICHUC,
cepleBy HEIOCTATHICTh, KMIIKOBY HENPOXIJIHOCTh TOIIO.
Bipuuii miarno3 mMoke OyTH BCTaBJICHHMH 4epe3 KijbKa
MICSIIIB 1 HaBiTh POKIB, KO MPOSBIAIOTHECS HE3BOPOTHI
MOPYIICHHS IHTENEKTyadpHUX 1 (i3myHMX 3mi0HOCTEH,
1110 MPHU3BOJATH A0 iHBamiaHocTi [10-13]. TIpu npomy pe-
TPOCIEKTUBHI JOCIIDKSHHSI KPOBI TiTeH, SKi IOMEPIIH Ha
MEepIIOMY POLIi JKUTTS, y 5-8% BHUIA/IKIB AEMOHCTPYIOTh
3MiHHU PIBHIB aMiHOKHCJIOT Ta al[WIIKAPHITHHIB, IO CBifI-
quTh npo HasBHiCTE CXOP [9, 10, 22].

3a mammMu, mo HaBeneHi y momosimi Y «VYkpain-
CBKMIi IHCTUTYT cTpareriynux nociiukeHb MO3 Yipai-
Hu» 3a 2016 pik, nonax 10% mamnrokiB y Biti 10 1 poky
MIOMHPAIOTh BiJl TaK 3BaHUX «HEBH3HAUCHUX CTAHIBY, CYT-
TEBY YACTKy SIKMX CKJIaJQIOTh METa0OJIIYHI MOPYIICHHS.
YV NOsSCHIOBAJIIEHUH 3aITUCIIl IO MPOeKTy moctaHoBn KM
Vkpaiau Bix 30 tpaBas 2018 p. Ne 427 mo3HaueHo, 1m0
Maibke TpETHHA BHIAIKIB CMEpPTI MITECH MEPIIOro POKY
KHUTTS MOJKe OyTH TIOB’s13aHa 3 HasIBHICTIO HEPO3ITi3HAHO-
To, a OT)Ke, TAKOT0, 1110 HE JIIKYBaJIOCh, CI1a/IKOBOTO METa-
Gomniynoro 3axsoproBaHHs (10% «HEBU3HAYEHHUX CTaHIBY,
OKpiM Toro, 15% «cTaHiB, 10 BUHUKAIOTH y MEPUHATAIb-
HOMY miepiofi» Ta 8% «CcHHAPOMY PanTOBOI CMEpPTI He-
MOBJISATY, MEPEeBaKHA OUIBIIICTh SKMX TEX IOB’s3aHA 3
neBussieHumu CXOP) [14].

Posmmpenunii HeoHaTaNbHUI CKPUHIHT SIK KOMILIEK-
CHa cHuCTeMa. 3 ONIsAy Ha Iie, BUMIPIOBaHHS B KpOBI
HOBOHAPOIKECHUX KOHICHTpamiid OloXiMIYHHX MapKepiB
CXOP € x11090BUM TUTaHHAM PAaHHBOI TIaTHOCTHKH IIHX
3aXBOPIOBaHb. Y BHUIAJKaX IMi3HLOI MIarHOCTUKU Ta Bi-
cytHocTi BinnoBigHoi kopeknii CXOP, 3a3Buuaii, npu-
3BOJISITH J10 TTOIIKOJUKEHHS OpraHiB, (hi3n4HOi 1 po3yMOBOi
HEMOBHOLIIHHOCTI. Y HaWOUIBII TSHKKUX BUIIAJKAX BOHU
MOXXYTb IPU3BOUTH JI0 Pi3KOTO MOTIPIIICHHS CTaHy AiTeH
BiJl HAPO/KEHHSI, 301TBIIYIOUN TTOKa3HUKH HEOHATAIBHOT
cmeptHocti. Panne Buseiaenuss CXOP Ta ix cBoedache
JIKYBaHHS J03BOJISIE 3yITUHUTH PO3BHUTOK TSDKKUX (hopm
3aXBOPIOBaHHS Ta (YOPMYBaHHS PAaHHBOT AUTSIUOI IHBAI/-
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HOCTI, Ta, THM CaMUM, 30€perTH sSKiCTh KHUTTS TAIli€HTIB.
CyTTeBY pOJb Bifirpae Takox 30epeskeHHS 3 MOKIHUBICTIO
TIepeHANPaBICHHS Ha 1HIIT Ba)KITUBI HAIPSIMKH OIOHKETHUX
KOIIITIB, 1110 BUTPAYAIOThCs HA YTPUMaHHS iHBaJIi B [6, 30].
HeonaraneHuii CKpUHIHT — J1abopaTtopHe 00CTEKEHHS
BCiX 0e3 BUHSATKY HOBOHApOJDKEHWX Ha KOHKPETHI 3aXBO-
proBaHHsI OOMiHY PEHYOBHH (3BayKalouu HA OE3CHMIITOMHE
MIPOTIKaHHS) 3 METOI0 PAHHBOTO BHSBICHHS 1 ITOYATKY JIi-
KyBaHHS XBOpHX JiTell Ta 3amoOiraHHs iX iHBaJIAM3aIlil
Oyi10 posmouaro y 60-x pokax MuHysoro croitrs B CIIA.
ABTopamu 11b0ro MeTony Oysu pokropu Maxkpini (Robert
MacCready — qupekrop JliarHoctuuHoi 1aboparopii mra-
Ty Maccauycerc) Ta I'arpi (Robert Guthrie — po3poOHHK
METOJMKH MIKpOOiOJIOTiYHOTO BH3HAYCHHS KOHIICHTpAIIil
(eHiTaTaHIHy Y BUCYIIEHUX Ha (UIBTPYBAJFHOMY Marepi
TUISIMax KpOBi), SIKI MOYaJId BHSIBICHHS (DEHIIKETOHYPIi Yy
HOBOHapO/DKEHUX ImTary Maccadycetc 'y 1962 p. [15, 16].
Brpoznosx HacTynHux 50 poKiB HEOHATaLHUH CKpPH-
HIHT' 3 TIPOCTOTO 0iIOXIMIYHOTO TECTYy CTaB OOOB'SI3KOBOIO
CTpATeTi€I0 CYCIUTEHOI OXOPOHH 3IOPOB'St B OLIBIIOCTI
PO3BHHEHNX KpaiH cBiTy. ChOTONHI CKPHHIHT HOBOHApO-
JUKEHHUX — I1€ KOMIUIEKCHA CUCTEMa, SIKa BKITIOYAE MePeoBi
AQHaJTITHYHI TEXHOJIOTIT IIBU/KOTO Ta HAaIHHOTO BH3HAYCH-
Hs Gloximiunux mapkepiB CXOP y kpoBi, ceui Ta iHIIMX
010JIOTIYHIX PiANHAX, BIAMOBIIHY HAYKOBY Ta BUPOOHUUY
0agy, criemianbHe TporpamMHE 3a0e3MeUeHHs, TiarHOCTHY-
Hi aJrOpUTMH TEpHIOro (MacoBOTO) €Taly CKPHHIHTY Ta
HACTYIHHUX YTOYHIOIOYUX JOCIHIKEHb, YiTKI KpUTepil Ta
BUMOTH JI0 CHCTEMHU 3a0e3IeueHHsl SKOCTi J1abopaTopHUX
BUMIpIOBaHb Ta ()YHKLIOHYBaHHsS CKPHHIHI'Y HOBOHApO-
JUKCHHUX SIK CHCTEMH B IiijioMy. [IporpaMu HeoHaTaabHOTO
CKpHHIHTY BIPOBa/DKEHI OinbIe, HbK B 50 kpaiHaX CBITY
Ta 3a0e3meuyroTh niarHocTuky monana 45 CXOP [15, 16].
3uayne (y 8-10 pasiB) posumpenns kimbkocti CXOP,
10 MOXKYTb OyTH BHSIBJICHI NPH JOCIIPKEHHI BHCYIIEHHX
Ha (UIBTPyBaJIbHOMY Tarepi IUIsIM KPOBI, CTaJI0 MOYKIIMBUM
3aB/ISIKM BUKOPHCTAHHIO 1HHOBAIIIHOTO METOY TaHJIEMHOL
Mac-ciiektpometpii (TMC). BrpoBamkenas TMC 3 enexk-
TPOCTIPEHOBOIO 1OHI3AI€}0 B TPAKTHKY HEOHATAILHOTO
ckpHHIHTY HarpukiHi 90-x pokiB XX CTONITTS KapAuHaIb-
HO MiJBUIIIJIA MPOIYKTUBHICTh Ta TOYHICTh aHATITHYHHX
nporienyp Bu3HadeHHs Oioximiunmx mapkepiB CXOP. Ha
BIIMIHY BIJ TpaJUILiHHOTO IMMYHO(IyOPHMETPHIHOTO
METOJy, SIKHH Tiepeadavac OKpeMy ITATOTOBKY PeakIiiHOl
CyMIllli UT BU3HAYEHHS BMICTY KOKHOTO 3 O10XIMIYHHX
mapkepiB CXOP, TMC-texnonorisi 3abe3nedye ojHOuacHe
BUSIBIICHHS MOHaJ S50 IIbOBHX MOJIEKYJ B OJHOMY 3pas-
Ky. UyTmmBicTh Ta crienudiuHIiCTh OTO METOMY CKJIajac
99% Ta 99,995%, BiAmoBigHO, IS OLIBIIOCTI IMOKA3HUKIB
MOpyIIeHh OOMiHY aMiHOKHCIIOT, JKUPHHUX Ta OPTaHIYHUX
kucnot [7, 18, 29]. Bucoka MpoayKTHUBHICT, IIBHIKICTH
Ta exoHoMiuHa eekTrBHICTE TMC INpH BEJIMKUX MOTOKAX
BU3HAYCHb, (JaKTHYHO, PEBOJIIOLIIOHI3yBaIa CKPUHIHT HOBO-
HapokeHux. [1pu Benukii kibkocti ananisis (> 100 tuc. /
PIK) BapTiCTh BU3HAYCHHS JICKUTBKOX ITOKa3HHUKIB IMMyHO®-
JIyOPHMETPHIHIM METOZIOM MOKE OyTH ITOPIBHIOBAHA 3 Bap-
TICTIO BU3HAYEHHS JEKIIBKOX JIECSATKIB IIOKA3HUKIB METOIOM
TMC. Leit meton, 3 OmIsiay Ha HOTO BUCOKY €(DEKTHBHICTb,
OyB BKJIIOUECHHH B POrPaMH HEOHATATBHOTO CKPUHIHTY HO-
BOHAPOJKEHUX, 1110 J03BOJIMIIO 3HAYHO PO3LIMPHUTH ITEPETiK
aMIHOAIMIOTIATIH, OpraHiYHIX alUIypiil Ta qedeKTiB MiTo-
XOHZPIaTbHOTO [3-OKUCICHHS JKUPHHUX KHCIIOT, SIKi BUSBIIS-
IOTBCS B paMKax [ux mporpam [17, 18].
HoBi miarHOCTHYHI MOMJIMBOCTI Ta PE3yJIBTATH YHUC-
JICHHUX JOCII/DKeHb I0A0 3 KJIIHIYHOTO 3aCTOCYBaHHS
merogy TMC i BU3HAUEHHS BMICTY LIMPOKOTO CIEKTpa

6ioximiuanx MapkepiB CXOP B BucymeHux rumsmMax Kpo-
Bi OTpeOyBaJIN PO3IVISI LY NPUHLUITIB PO3MINPEHHS Mepe-
JKy WX 3aXBOPIOBAHb IS BKJIIOYCHHS B HAIllOHATBHI
Ta perioHajbHI MPOrpaMH HEOHATAILHOTO CKPHHIHTY. Y
2002 pomi Amepukancbka Koseriss MeIHMUHIX TCHETHKIB
IpoBeJa aHalli3 e()eKTUBHOCTI PI3HUX CKPHHIHTOBUX ITPO-
rpaM i po3MnoAiiania BCi KIiHIYHI ()OPMU HA TPU TPYIH:
3aXBOPIOBAHHS 3 BHCOKOIO, ITOMIPHOIO i HU3BKOKO e(eK-
TUBHICTIO Tepamii. Y mepury rpymy BKIO4YeHi 29 HO30-
JIOTi{, MIO MIISATafoTh 000B’SI3KOBOMY BHSIBIICHHIO TPH
MacoBOMY CKPHMHIHTY HOBOHapojpKkeHHux: 4 dopmu remo-
robiHonarii, 6 aMiHOALUTYPiid, 5 TOPYIIeHb OKHUCIICHHS
JKUPHHUX KHUCJIOT, 9 OpraHidyHuX anuaypid i me 5 pisHux
CTaHiB: BPODKEHUH TIMOTHPEO3, MYKOBICIIiZI03, TalaKTO-
3eMisl, aJJpeHOTeHITATBHUHN CHHAPOM, Ae(inuT GioTHHIIa-
3u. Ciiz 3a3HauuTH, 110 Mapkepu 20 CXOP 3 3a3HaucHOi
rpynu xBopoO (core panel) BusiBsiroTbest MeTogoM TCM.
BinOip 3axBOproBaHb ISl BKIIOYEHHS B IIPOTPaMy CKpH-
HiHTY Oa3yBaBcsl HAa HACTYIMHHX KpuTepisx: (1) giTko BU-
3HaueHa KIIiHIYHA Ta 0i0XiMiyHA KapTHHA 3aXBOPIOBAHHS,
(2) BuCOKHMIA CTYIIIHB IHBAJTIH3AIIii T CMEPTHOCTI, (3) BU-
COKa YacToTra 3ycTpiuaemocti, He MeHmie 1:10 000 — 1:15
000 HOBOHAPOMKCHHUX 1 (4) HASBHICTH anPOOOBAHOIO JIi-
KyBaHHsI, €EKTHBHOIO Ha JIOKJIiHIYHOMY eTarti [19-21].

CraH CKpHHIHTY HOBOHapO/KEHHX B YKpaiHi. B Ykpa-
1HI HEOHATaTBPHUN CKPHUHIHT Ha (eHinkeToHypiro (OKY)
i BpopkeHuit rimotupeo3 (BI') mouas 3actocoByBarncs B
OKpeMHX perioHax 3 cepenuau 90-X poKiB MUHYIOTO CTO-
aitrs. Y 2003 p. 1 2005 p. Hakazamu MO3 VYkpainu Ne
641/84 Ta Ne 152 3anpoBajpkeHO MacOBUI CKPUHIHT HO-
BoHapomkennx Ha ®KY 1 BT, B 2014 3arBepmxenuii YHi-
¢ikoBaHMIA MTPOTOKON MeandHOI gomomoru mpu OKV ta
iHmMX rinepdeninananinemiax. Jiaraoctuka BI' ommca-
Ha B [IpoTokonax HagaHHSA MEIMYHOI TOTIOMOTH TITSIM 3a
daxom "{utsua ennokpunosoris” (Hakaz MO3 Ykpaiuu
Ne 254 Bix 27.04.2006). 3 2009 p. HeoHATANBHUI CKPU-
uinr va ®KVY i1 BI' npoBoamBcs BiAmoBigHO 710 3akoHY
VYikpainu Ne 1065-VI "[Ipo 3aranpHoaep)KaBHY Iporpamy
"Harmionaneauit mnan i ctocoBHO peamizanii KonBeH-
uii OOH npo npaBa autuaM "Ha niepiox g0 2016 poky".

Ha rtenepimniii yac B YkpaiHi CKPUHIHI HOBOHapO-
JOKEHHX BIIPOBAJUKEHO JUIsi 4 3aXBOPIOBaHb: (hEHIIKETO-
Hypii, BPOKEHOTO TiMOTHPEO3Y, AAPCHOTCHITAIBLHOTO
CHHIPOMY Ta MYKOBICHMIO3Y, SIKHH MPOBOJUTHCS 3 BH-
KOPHCTAaHHSAM HHU3BKOIPOIYKTHBHOTO IMyHO(IIOOpOME-
TPUYHOIO MeTony. B okpemux Bumagkax po3LIHPEHUH
CKPHHIHI HOBOHApO/KCHUX 3 BHKOPHUCTAHHSIM METOIY
TMC BUKOHYETBCSI HA KOMEPIIiHHIIl OCHOBI B 3apy0iXHUX
naboparopisix. lle cBiqunuTh PO 3HAYHE BiJICTAaBaHHS Ha-
101 KpaiHU B MUTAHHI, SKE, KPIM €THYHOTO Ta MEAUIHO-
ro, Ma€ Ba)KJIMBE COI[laJbHE Ta EKOHOMIYHE 3HAYEHHS, 1[0
MiATBEPIUKYETHCS 3apyOlKHUM JTOCBIIOM.

Cail TakoXX 3a3HA4YMTH, L0 BIAMOBIIHO 1O 3aKOHY
Vipainu Ne 2461 «IIpo 3abe3neueHHs: npopiIaKTHKN Ta
JIKyBaHHS PIJKICHUX 3axBOproBaHb» Bix 15.04.2014, Ta
Haxkazis MO3 Ne 778 Bixg 27.10.2014 pori, Ne 919 Big
30.12.2015 ta Ne 731 Bix 29.06.2017, «Ilepemix piakic-
HUX (Op(aHHNX) 3aXBOPIOBAHB, M0 MPHU3BOAATH IO CKO-
POYCHHS TPHUBAJIOCTI KHUTTS XBOPUX a00 1X 1HBaJIAU3aI]
Ta JUIS SIKUX ICHYIOTh BU3HAHI METO/M JIIKyBaHHS» BKIIIO-
yae Oinbire, HK 60 criaIkoBUX XBOPOO OOMIHY pPEeuOBHH.
JlocBia po3BHHYTHX KpaiH CBIIYHUTH PO TE, 10 PO3IINpeE-
HUH ckpuHIiHT HOBOHapomkeHnx Ha CXOP € ehekTuBHIM
IHCTPYMEHTOM 3HYDKCHHS JUTAY0T CMEPTHOCTI Ta iHBa-
nigHOCTi. Jlyist BUpIIIEHHS LbOTO TIMTAHHS B YKpaiHi BKe
CTBOpEHa IopuaAnYHa 0a3a, ajie BIJICYTHICTh NPAKTHYHUX
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KPOKIB IIPU3BOAUTH 10 301ITBIIICHHS KIIBKOCTI TiTCH-iHBa-
nigiB moHaiiMenmre Ha 70-180 ocib koxkHOTO poKy [22].

KitouoBMM NHTAaHHSAM BIPOBAPKEHHS PO3LIMPEHOTO
CKPHMHIHTY HOBOHAPOKEHNX 3 BUKOPHCTAHHSIM BHCOKOIIPO-
JyKTUBHOTO 1 TouHOTro Metoxy TMC B YkpaiHi € BiCYTHICTb
Y JIep’)KaBHUX MEJIMKO-TeHETHYHHX JIa00paTopisiX Cy4yacHOro
AHATITHYHOTO OOJNAJHAHHS Ta JOIOMDKHOI 1H(PaCTPyKTy-
PH, a TAKOK (PaxiBIliB-aHATITUKIB 3 TICBHIM PiBHEM ITi/Ir0-
ToBKM. TMC — TEXHIYHO CKJIaIHMHA METOM, SIKMA BHMAarae
BUKOPUCTaHHSI KOIITOBHOTO BaKyyMHOTO Ta XpOMarorpa-
(biuHOrO OOMaIHAHHS, CIEIATFHOTO MPOrPaMHOro 3a0e3-
TIEYCHHsI, PEarcHTIB 3 I30TOMHUMH MITKaMM, BUCOKOYMCTHX
ra3iB, CEpBICHOTO OOCITYrOBYBaHHS 3 3JTy4ECHHSIM 3aKOp-
JTIOHHUX (axiBIlB, a TAKOXK KBai(hikoBaHOTO repcorary. Ha
TeTepilHINA Jac IepskaBHOI 1aboparopii, sika Oyma 6 crpo-
MO)KHA 320€3MeUUTH aHAIITUYHY YaCTHUHY PO3LIMPEHOTO
CKPHMHIHTY HOBOHApO/PKEHHX B MaciuTadax xo4a O OJHOTO
MicTa, a He KpaiHu B IioMy, He icHye. [IpakTranuii nocsin
CBIJTYMTH TIPO T€, II0 HABITH 332 YMOB JOCTaTHHOTO (DiHAHCY-
BaHHS BIPOBapKeHHST MeTony TMC B MpakTHKy aHATITHY-
HUX J1abopaTopiif TpHBa€e IEKiJIbKa POKIB.

MepcnekTMBM BNpoBafXeHHs PO3LUMPEHOro

HeoHaTalibHOro CKpVIHiHry

Ha mamy nymKy, MOMKJIMBHM IUISIXOM OIEPAaTUBHOTO
BIPOBA/KEHHSI PO3IIMPEHOTO0 CKPUHIHTY HOBOHAPOKEHHX
MO)ke OyTH 3alydeHHS MPUBATHOI KIIiHIKO-AIarHOCTHIHOI
naboparopii, sika Bukonye TMC-anamisu B YkpaiHi, a He
TpaHcropTye OloMarepiajl B 3aKOpIOHHI Jiaboparopii, Ta
37aTHa BUKOHYBATHM BECh KOMIUIEKC IOCHIDKEHb IEpIIO-
r0 (MacoBOro0) eTaly CKPHHIHTY, & TaKOK YTOUHIOIOUY Jia-
rHocTrKy CXOP 3 BUKOPHCTaHHSAM METOJIIB ra30BOI XpOMa-
Torpadii/Mac-CrieKTpoMeTpii, BUCOKOS(PEKTHBHOI PiTUHHOI
xpomarorpadii, BU3HaYEHHsI aKTUBHOCTI (DEPMEHTIB Ta MO-
JIEKYJSIPHO-TEHETUYHUX JIOCITIPKEHb.

[Momryk Taxoi yaboparopii B YkpaiHi JaB MO3UTHBHI
pesynbraru. Lle mo3Bommio posnouarn y Bepecui 2017
POKy po3poOky IIporpaMu ymockoHaleHHS AiarHOCTHUKH
CIAaJIKOBHX XBOPOO 0OMiHY pEUOBHH Yy HOBOHAPOMKCHUX
i giTeil crapuioro Biky B YKpaiHi, sika 0a3yeTbCsi Ha CO-
iaJIbHOMY MapTHEPCTBI HAYKOBUX Ta MEAMYHUX 3aKiia-
JIiB, MICIICBOI BJIaJix 1 Oi3HeCy Ta nepeadadae 3aayvdeHHs
KOHTpaKTHOI JabopaTopii, sika roToBa BUKOHATH aHAJI-
THUYHY YaCTHHY MacOBOTO €TaIy CKPUHIHTY Ta HONAJIBIIY
yTountorody aiarHOCTHKY CXOP 3 BHKOpHCTaHHAM Cy-
YaCHUX BHCOKOMPOAYKTHBHUX aHAIITHYHHX METOJiB. B
ocHOBY naHoi [Iporpamu Oysu nokiiaieHi HACTYIIHI TPUH-
mun: (1) 9iTKUE pO3IMOIiT BiAMOBIIATBEHOCTI BUKOHABIIIB,
perIaMeHTOBaHUH POOOYMMH ITPOIIECaMH Ta TIPOIEypa-
MU CKpUHIHTY; (i) eleKTpOHHHUIA JOKyMEHTOOOIT 3 (hikca-
i€ro pyxy Oiomatepiary Bil MOMEHTY BiZOOpy 10 BHAAi
pe3yabrariB 1ab0paTOpHUX BU3HAYCHbB, JJOKYMEHTYBAaHHSI
pe3yabTariB X eKCIepTHOT OLIHKHU Ta IPUHHSATOTO PillleH-
HSI CTOCOBHO IMOJAJIbIIKX JiH; (iil) TOKyMEHTOBaHHH 3BO-
POTHIH 3B'SI30K 3 3aMOBHUKOM JIOCIII/KEHb 3 TIOBITOMJICH-
HSIM Pe3yIIBTATIB Ta iX eKCIePTHOI OLIHKM; (1V) CTBOPEHHS
iH(popManiitHOi 6a3u JaHUX I PO3PAXyHKY TPAHUIHUX
PIBHIB KOHIEHTpaIliii MapkepHux crnonyk (cut-off) mss
YKpaiHCBKOi MOMyJALii 3 METOK 3HMKEHHS KUIBKOCTI
XMOHO-HETaTUBHHX Ta XMOHO-TTO3UTUBHUX BU3HAYECHD.

B sikocTi mpororumy Oyma oOpana Ilporpama ckpu-
HIHTY HOBOHapomkeHux PecmyOmniku Ilompmia, 3 ors-
Iy Ha OMM3bKy A0 YKpaiHM KiTbKiCTh HOBOHAPOIKEHHX
(61511 400 000 Ha pik). Ha MOMEHT moyaTKy BIIPOBAJIKEH-
s Metony TMC y 2006-2008 pokax (miJIOTHUI eTar)
CTaH CKPHUHIHTY OyB MOIIOHUM, JJO iCHYIOYOTro B YKpai-
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Hi: jgiarHocTyBascst 3 craakoBux xsopobu (PKY, BI
Ta MYKOBICIHI03) CHJIaMH 8 HepykaBHUX Jaboparopiit
(7 perioHanpHUX + IEHTpaJbHA) 3 BUKOPHCTAHHIM IMYy-
HO(ITYOPHUMETPHIHOTO METOLY (OIMH 3pa30K KPOBI — OJIHE
3axBoproBanHs). Y 2014 poui nepenik CXOP B ITporpami
CKpPHMHIHTY BKJIFOYaB 27 HO30JIOTIH, 24 3 SIKMX BHSIBISUINCS
meronoM TMC nBoma 1abopatopisiMi — IIEHTPaIBHOIO (J1ep-
’KaBHOIO) Ta TIPUBATHOIO (3 TyYCHOIO 32 KOHTpakToM) [23].
Crix 3a3Ha4nTH, 10 AyONIOBaHHS O0JaIHAHHA, TIPO-
LeIyp Ta NPOLECiB € 0a30BUM MPUHIIMIIOM 3a0e3IeueH-
HS HaaidHOCTI Oyab SIKHX CHCTEM, PO3PaXOBaHUX Ha
Oe3rnepepBHE (YHKIIOHYBAaHHS, JIO SIKAX BiTHOCHUTHCS
1 HEOHATAILHUI CKPHUHIHT. 3 OISy Ha Te, IO TaH/EM-
Hi Mac-CIIEKTPOMETPH — 1€ BHUCOKOBAKyYMHI TIPHIaJIH,
SKi TOTpeOyIoTh AKITBKOX A0 A BUXOAY Ha poOoumit
PEeKHUM, Pe3epBHI IHCTPYMEHTH MalOTh MOCTIHHO 3HAXO-
JUTUCH Y poOoYOMy cTaHi. 3aydeHHs] KOHTPAKTHOI Jia-
Goparopii 103B0JIsIE ONTUMI3YBaTH BUTPATH, OCKIIBKU pe-
3€pBHI Mac-CIIEKTPOMETPH, 3a3BHYali, BHKOPUCTOBYIOTHCS
JUIs BUKOHAHHS IHIIMX 3aBAaHb 1| MOXYTb OyTH HepeHa-
JIAIITOBAHi 1 3aJy4eHi 10 aHATITHIHUX IPOLEAYpP HEOHA-
TAJIBHOTO CKPUHIHTY TIPOTSITOM AEKIJIBKOX TOJMH.

MerTa i 3agaui Mporpamu

Ininiaropamu IIporpamu yaocKoHaJICHHS 1IarHOCTUKH
CMaZKOBUX XBOPOO OOMiHY PEHOBHH y HOBOHApPOKEHHX
i miTe#t crapmoro BiKy B YkpaiHi BucTymae HamionansHa
akajeMist MeIM4HKUX HayK Ykpainu, BI'O «Acomiartis nesi-
arpiB Ykpaiun», B['O «Acorialrisi HOOHATOJI0TiB YKpaiHm»,
Y «IITAT HAMH VYkpainm» Ta perioHaiibHi JIKyBaJIbHO-
Tpo(UTAKTHYHI 3aKJIa M.

Merta [lporpamm — posmmpeHHS 10 29 HO30IOTIH
MEePeNiKy CHaaKOBHX XBOpoO OOMiHYy pEYOBWH, SIKi BH-
SIBIISIIOTHCS Y HOBOHAPO/DKEHHUX Ta JITEH CTapIIoro BiKy,
3a0e3MeUeHHs] CBOEYACHOTO MEAWYHOIO CYIPOBOILY Ta
JIKYBaHHSI BHUSBJICHUX XBOPHX, IO JJO3BOJHMTH 3HH3UTH
piBEHb HEOHATAJBHOI, MAJIOKOBOI 1 AUTAYOI CMEPTHOCTI
Ta iHBaJiHOCTI. B pamMkax BUKOHaHHS IpOrpamMH IHepen-
0aueHo CKPHUHIHTOBY JIarHOCTHKY Op(paHHUX XBOPOO y HO-
BOHAPOJDKEHHUX JIiTel Ha 0a3i POJONOMIYHHX Ta JIIKYBalb-
HO-NIPO(ITAKTUYHUX 3aKJIA/IiB HACEJICHHUX ITyHKTIB B Pi3HHUX
perioHax YkpaiHW, y pa3i BHSIBJIEHHS MaTolorii — IpoBe-
JICHHST (paxO0BOTO KOHCYJIBTaTHBHOTO JIIKAPCHKOTO CYIIPO-
BOZY, KAaTAMHECTHYHE CIIOCTEPEIKEHHSI, JIIKyBaHHS Ta pe-
abimitamist xBopux. [TapanensHO MIaHYETHCS IMiITOTOBKA
JIPYKOBAaHHMX MarepialliB Ta PO3MNOBCIOPKEHHSI HayKOBOT
iHpopManii Mpo Ba)IIMBICTh PAaHHBOTO BHSIBJICHHS 1 IMO-
yarky JiikyBanHst CXOP.

3anpononosana [Iporpama € iHHOBALIHHIM ITPOEKTOM
B YKpaiHi, sKka 6a3yeThcs Ha MPUHIAIAX 1 IPAKTHII CKPHU-
HiHry HOBoHapomkeHnx BOO3 (WHO Scientific Group on
Screening for Inborn Errors of Metabolism / World Health
Organization, 1968)) Ta Hu3ku MbkHapoaHux HacraHoB Ta
Meroanunux pexomeHnpaiiii [24-26]. Ilepemnik 3 29 ocHo-
BHUX CXOP 0OyB pekoMeHIOBaHWH 10 00OB’S3KOBOTO
BKJIIOUCHHSI B TPOTPaMH CKPHHIHTY HOBOHApOKEHHX
AMepuKaHCHKOIO KoJeriero MemmdHol reretukn (ACMG
Act Sheets and Confirmatory Algorithms) e y 2005 poui
Ta OyB BKJIIOYEHHMH y OUIBIIICTh HAI[IOHAIBHHUX IPOrpam
CKPUHIHT'Y HOBOHAPO/IKEHHUX Y PO3BUHYTHX KpaiHax [27].

Peanisauisi 3anponoHoBaHoi [Nporpamun 403BONUTL:

- CyTTEBO PO3MHUPHUTH KUTBKiCTh TsKKUX CXOP, siki
JIIaTHOCTYIOTBCS Y HOBOHAPODKEHHUX Ta MiANAIOTHCS JIi-
KyBaHHIO [IPU CBOEYACHOMY BHUSIBIICHHI;

- 3HU3UTHU PiBEHb PAaHHBOI IUTAYOI iHBAJIIHOCTI Ta,
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BIAMOBIAHO, 3arajbHOI 1HBAJIIIHOCTI HACEJICHHSI,;

- 3MEHIIUTH TTOKa3HUKN HEOHATAIBHOI, MAJIFOKOBOI Ta
JUTSI01 CMEPTHOCTI;

- CTBOPHUTH CHCTEMY JOKYMEHTOOOITY 010 PAaHHBOTO
CKPHHIHTY HOBOHApOJKEHHX, PeecTpalii Ta o0liKy XBO-
pux Ha CXOP nuisixom BIpoBapKeHHs CydacHUX iH(op-
MAIlIIfHAX TEXHOJIOTIH Ta JIOTiCTHUKH 13 KOHTPOJIHOBAHUM
3BOPOTHIM 3B’ SI3KOM;

- CTBOpHUTH iH(opMaLiliHy 6a3y OiOXIMIYHHX JaHUX
YKpaTHCBKOI TOMYJISIIT 715l PO3paxyHKy T'PaHUYHUX PiB-
HIB KOHIIEHTpALiil MapKkepHUX crionyk (cut-off);

- ctBopuTH peectp nauienTiB i3 CXOP 3 meroro me-
JIMKO-TEHETHYHOTO KOHCYJIBTYBaHHS IIPH YTBOPEHHI CiM T}

- CKOPOTHUTH OIO/KETHI BUTPATH HA YTPUMAHHS 1 JIKY-
BaHHS 1HBATIIIB.

PaHHe BUSIBJICHHS Ta CBOEYACHHUH MOYATOK JIIKYBaHHS
HaJlae maHc 30eperTy 310pOB’s Ta SKICTh KUTTS JITAM 3
TSOKKUMH CIIAJKOBHMHU XBOPOOaMU OOMIHY pEYOBHH. Y
KOPOTKOCTPOKOBIH NMEPCHEKTUBI BUSIBICHHS Ta KOPEKIIis
CIaJKOBOI MATOJIOTI] O3BOJINTH MOKpAIIaTH MOPAIbHHUNA
Ta eMOLIHNKA cTaH 0aTbKiB 1 Onm3pkux aiteit 13 CXOP;
y JIOBIOCTPOKOBI# IMEPCIICKTHBI — HAJACTh MOMKJIHUBICTH
MOBHOLIIHHOTO YXHUTTSI XBOPHM JIITSIM, MOJKJIMBICTh peajti-
3yBaTH cele, CTaTH €eKOHOMIYHO aKTHBHHM YICHOM CyC-
MUIBCTBA, @ HE CITOXKHUBAYEM COILIaJIbBHUX PECYpCiB.

OuikyBaHWA eKOHOMIUHUHI edekr. Ha cporomui B
YkpaiHi yTpUMaHHS OfHI€] TUTHHU-IHBAJIIa B CIIEIiali-
30BaHOMY IHTEpHaTi 00XOIUThCs Oro/pKeTy B 98 THC. TpH./
pik. IlopiBHSIHHS OIO/PKETHUX BHAATKIB Ha YTPUMAaHHS
IHBaJI|/IiB Ta BUTPAT Ha IPOBE/ICHHS PO3LIMPEHOTO CKpPH-
Hinry #Ha CXOP cBiunTh mpo HOro BUCOKY €KOHOMIUHY
edexTuBHICTD (pucyHOK Nel).

Ha oaHoro xsoporo
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Puc.1. ®parmeHT 1 — po3paxyHKOBi GlOAXKETHi
BUAATKN Ha YTPMMaHHSA O4HOro iHBaniga Ha npo-
TA3i XUTTA (CUHA NiHiA) npu He BuABneHHi CXOP
y HOBOHapoAXeHOro Ta BUTpaTu Ha NPoBeAEeHHS

po3wWwupeHoro ckpuHiHry Ha CXOP (4yepBoOHa niHif).
®parmeHT 2 — po3paxyHKOBi GroKeTHi BUAATKM Ha
yTPUMaHHS rpynu iHBaniais (nepepaxyHoK Ha KinbKicTb
HOBOHapomKkeHuX B YkpaiHi y 2016 poLiji) Ha npoTA3i KnT-
TA (cuHA niHiA) npu He BUsABRNeHHi CXOP y HoBoHapomxe-
HUX Ta BUTPATU Ha NPOBEAEHHS PO3LUMPEHOrO CKPUHIHIY
Ha CXOP, Lo CNpUYMHAIOTb iHBanigHICTb.

3rizHo 3 JaHWMU, TPUBEJCHUMH Y 3BiTi MiHicTepcTBa
oxoponu 310poB's Ilombmii 3a pesynbraraMy BHKOHAHHS
nep>kaBHOI [IporpaMu HeoHaTaIBHOTO CKpUHIHTY y 2015-
2018 poxkax, npsiMa (piHaHCOBa CKOHOMIsI OIOKETHUX KO-
IITIB 32 paxyHOK 3HW)KEHHSI BUTPAT Ha YTPUMAaHHS 1 JIKY-
BaHH;I IHBJII/1iB XBOPHX Jinie Ha aBi xBopoou (PKY i BI')
cxinamae 107,44 mumH. 3motux Ha pik [23]. Crig 3a3Ha4nTH,
mo kpim OKV i BT HefipomeTabomiyHi TOPYIICHHS BUHHU-
KaroTh IIPH Ie(eKTax UKy CEUYOBUHN Ta OKUCIICHHS JKHP-
HUX KucioT, opranoaruaonarisx (IVA, GA 1) neituunosi,
MPOITIOHOBIM Ta METWJIMAJIOHOBIM alifeMisX, TOMOIMC-
TUHYPIi, aedinuTi GloTHHITa3M, ranakrozemii ta iH. [Tpu
IIbOMY, HEOHaTaJIbHa MaHi]icTarlist rocTpoi ennedanonarii
BUHUKa€ npH 6mn3bKo 70% BCiX BPOMKEHUX MOMUIIOK Me-
Tabomi3My, SIKi MalOTh TOCTpy MaHidecTamito [29-31].

Y CIIA cycninbHui e(heKT HEOHATAILHOTO CKPUHIHTY
B [IEPILY YEPry OL[HIOIOTh HE IPOIIAMH, a 30epeKEeHUM JUTs
CYCIIUIBCTBA CYMapHHM IHTEJIEKTYaJbHHM IIOTEHIIaJIOM
namiedTiB 31 CXOP, sikuii BUMIPIOETHCS B 3aTATEHOBITOMIX
omuHUIIX 1Q. 3rimHo 3BiTY HamionansHOTO IIEHTPY 3 TIpo-
6meM BpomKeHUX AeeKTiB i mopymeHs po3sutky CIIIA 3a
2004 p. mopivyHe BUSBICHHS Ta CBOEYACHE MTOMICPEIKCHHSI
PO3BUTKY HEIOYMKYBATOCTI, TUTbKU Y 160 HOBOHApOKE-
Hux 3 BI' no3Bomsie 30epertu 14 900 ommunus 1Q. Ilpu
IIbOMY TIPSIMi 1 HeTIpsIMi OIO/KETHI BUTPATH Ha yTPUMAHHS
igBariaiB (1,3 MITH. oapiB HA OAHY JIFOMMHY BIIPOIOBXK
60 pOKiB XKHUTTS) CYMapHO CKOPOTIIIUCH Ha 195 MiH. g0,
a 3 ypaxyBaHHsM Baptocti onunuii 1Q B 13 Tuc. no., 3a-
rajbHa CKOHOMis Oro/pKeTy ckianma 391 muH. nonapis 3
ypaxyBaHHSIM TUIBKH OJIHOTO 3aXBOPIOBAaHHS, TOOTO IpH
BUTparax Ha ckpuHiHTr BI' B 20 MitH. 1071 piuyHa eKoHOMIs
KOIITIB ckiana Maibke 400 MirH. momapis [28].

PesymsraTn 6aratbox AOCHTIIKEHb, BUKOHAHUX B PI3HHX
KpalHax CBiIYarh, 110 BHUTPATH HA PEATi3allii0 PO3IIMPEHO-
IO CKPHHIHTY HOBOHAPODKEHHX IOHalMeHIne B 5-10 pasis
HIDKYE, HDK KOILUTH, TIOTPIOHI Ha yTPUMaHHS Ti€i KUIbKOCTI
THBAJTI/IB, SIKA (POPMYETHCS TIPH HEMPOBEICH] CKPUHIHTY [29)].

®inancyBanHs [IporpaMu TuTaHyeThCS 3MIMCHIOBATH
3a paxyHOK KOIITIB PETiOHAJIBHUX OIOIKETIB, M03a0f0-
JoKeTHUX (DOHIIB, BJACHUX KOIITIB OarbkiB. IIporpama
MOYKE OXOIUTFOBATH SIK BCIX HOBOHAPOIXKCHUX B PErioHi (3a
HasIBHOCTI BIANOBITHOTO (DiHAHCYBAHHS 32 PaXyHOK peri-
OHAJIBHUX OIOJDKETIB), TAK 1 BUKITIOYHO HOBOHAPOPKEHUX
3 BUCOKHM T'€HETHYHUM PH3HKOM (32 YMOB OOMEXEHOTO
¢inancyBanns). [Ipu BigcyTHOCTI Mi€BOi MiATPUMKH 3
00Ky perioHa’abHUX OrOmKeTIB, hinancyBanHs [Iporpamu
TUIAaHYEThCSI 3a0e3MeuyBaTy Ha KOMEpLiHNX 3acanax.

[Tpn manyBaHHI BUTpAT CIIiJ| 3BaXKaTH, IO IPH 3Ha-
yHIl KinbkocTi anamizi (Oins 100 000 Ha pix) BapTicTh
JIMIIE PEareHTIB AJsl BU3HAUYCHHS YOTHPHOX MOKA3HHKIB
IMYHO(TyOPIMETPUYHIM METOJIOM, SIKHH BHKOPHUCTOBY-
eTbesi y JlepykaBHUX MEIUKO-TEHETHUHHX J1a0opaTopisx,
Mo)ke OyTH MOpIBHSIHA 3 BapTICTIO BU3HaUeHHs Ounblie 50
nokasHukiB Merogom TMC.

Cdepu BigmosigampHOCTI BukoHaBmiB. Y Xomi peai-
3anii [Iporpamu BukoHaBIi OymyTh KepyBaTHCS TIIOUUMEI
HOpMaTHBHUMHU fMokyMeHTamMH MO3 VYkpainm, a Takox
HOPMaTUBHUMH JIOKyMEHTaMM KpaiH-4ieHiB €Bporieii-
cekoro Corosy, CIIIA, Kananu ta ABcrpaiiiicekoro Co-
103y BignosinHo n0 Hakasy MO3 Vkpainu Ne 1422 Big
29.12.2016 p., sKuil periaMeHTye BUKOPUCTAHHS Cydac-
HUX, HAyKOBO OOTPYHTOBAHMX MIIXOMIB IO PO3POOKH Me-
JIUKO-TEXHOJIOTIYHUX TOKYMEHTIB 31 CTaHapTH3amii Me-
JINYHOI JOIIOMOT'M Ha 3acalax 10Ka30BOI MEIULIMHH.

BzaemHi 000B’s13x1 BukoHaBLiB [ Iporpamu neraabHO BU-
Ki1azieHi y odiuiitnomy norosopi mixk Y "ITTAT imeni aka-

9



HEOHATOJOTIA, XIPYPTIA TA NEPUHATANIbHA MEOULUUHA
NEONATOLOGY, SURGERY AND PERINATAL MEDICINE

ISSN 2226-1230 (Print) ISSN 2413-4260 (Online)

T. IX, Ne 1(31), 2019
Vol. IX, Ne 1(31), 2019

Key title: Neonatologiéa, hirurgia ta perinatal’'na medicina (Online)
Abbreviated key title: Neonatol. hir. perinat. med. (Online)

nemika O.M. JIyk’ssHoBoi HAMH Ykpainu" ta aHamiTHIHOO
7aboparopiero, sika 3a0e3nedye BU3HAYCHHS MOJEKYISIPHIX
MapkepiB CXOP meTomaMu TaHIEMHOI Mac-CIEKTPOMETDii,
ra3oBoil Ta piHHOI Xpomarorpadii, BU3Ha4YeHHS! aKTHBHOC-
Ti ()epMEHTIB Ta POBEICHHSI MOJICKYJISIPHO-TeHETHYHHX JI0-
CJTIJIKEHb, & TAKOXK 3a0e3Meuye JIOTICTHYHI MPoLecH (TpaH-
criopryBaHHsl Oiomarepiany, IT-migrpuMka, eneKTpOHHMHA
JIOKyMEHTOOOIT). 3aTydeHHS] MEJMIHUX YCTAaHOB JIO CITIBII-
paui B pamkax [Iporpamm Oyme BHKOHYBAaTHCS Ha ITi/ICTaBi
OKpeMHX 3-CTOPOHHIX JIOTOBOPIB.

Cdepu BianosinansHOCTI BrkoHaB1iB OyayTh po3mo-
JIIEH] HACTYITHUM YHHOM:

JY «IIIAT imeni akanemika O.M. JIyk’saoBoi HAMH
VYkpainn»:

- KuiniyHa miarHOCTHKA pO3IMIMPEHOTO TEPEiKy
CXOP 3 29 wnososoriii Bignosinno no Hakazis MO3
VYipainu Ne 919 Bin 30.12.2015 p.; Ne 731 Big 29.06.2017
p., Ta iH., a TakoX JokyMmeHTiB International Society for
Neonatal  Screening  (https://www.isns-neoscreening.
org), CDC (https://www.cdc.gov/newborn-screening), Ta
Clinical and Laboratory Standards Institute (https:/clsi.
org/standards/products/newborn-screening)).

- OpraHni3ailis Ta MpoBEeJCHHS A1arHOCTUKH, JIIKyBaH-
Hs [0 MOJAJILIIOro cympoBoxy niteit i3 CXOP y Bimmi-
neHHi Metaboniynux 3axBopioBanb 1Y «IITAT imeni aka-
nmemika O.M. JIyk’ssHoBoi HAMH Vkpainmy.

- AKTMBHA CIIBIIPAI 3 MEANYHUX YCTaHOBAMH — CITIBBU-
KOHaBIIsIMH [ IporpaMu, KoopHaltist X TsuTbHOCTI O 1iarHOC-
THILI, JTIKYBaHHFO Ta TIOAAIBIIOMY CyTpoBomy aitei i3 CXOP.

- Opranizaiiist HayKOBO-KOHCYJIETaTHBHOTO CYITPOBOJLY
niTed 3 BHUsABIeHMMHU OloxiMiunumMu o3HakamMu CXOP B
paMKax MpOrpamMH KaTaMHECTHYHOTO CIIOCTEPEKEHHS Ta
peabiniTamnii AiTel 3 MEPHUHATAIEHOIO MATOJIOTIEO.

- Opranizaliisi HaBYaHHS JIIKapiB MeaiaTpiB, HEOHATO-
JIOTIB, IUTSYMX XIPYPriB, JiKapiB 3arajbHOi PAKTUKU-Ci-
MeiiHoi meantuau 3 npodiaem CXOP Ha mukiiax remaTnd-
HOTO yJIOCKOHAJIEHHS, iH()OpMAIIii Ta cTaKyBaHHS.

- TlpoBeneHHS CaHITapHO-OCBITHROI pOOOTH cepel Ha-
CeJIeHHS, CIPSIMOBAHOI Ha mommpeHHst 3HaHb po CXOP ta
BKJIMBICTH TX CBOEUACHOT PAHHBOT JIIarTHOCTUKY 1 JTIKyBaHHSI.

- Ananiz yacroru BunazakiB BusiBieHHs CXOP Tta
edexruBHOCTI BUKOHaHHS [Iporpamu.

- AKTHBHA CIIIBIIPAIs 3 HAIlIOHAJTBHUMH Ta 3aKOPJOH-
HUMJ MEIUYHMMH Ta HAyKOBHMH YCTaHOBaMH, fKi CIie-
iami3yI0ThCI Ha IarHOCTHUIN Ta IJIKyBaHHI OppaHHUX
3aXBOPIOBaHb.

AHaniTr4yHa J1abopaTopis:

- Opranizaiiist Ta 3a0€3MeYCHHS JTa00PATOPHOT JiarHOC-
Tk CXOP Ha nepmomy (MacoBoMy) eTarti po3IHpeHOro
HEOHATAIFHOTO CKpHHIHTY MeToioM TMC, a TakoX BHKO-
HaHHSA Ta0OPaTOPHUX TOCIIKEHb MPU IIPOBEICHH] yTOd-
HIOFOYOT IIarHOCTHKH 3 BAKOPUCTAHHSIM Cy4aCHHUX METOJIIB
razoBoi xpomarorpadii/mac-crieKTpomMeTpii, BUCOKOE(hEK-
TUBHOI PIAMHHOI XpoMmarorpadii, BU3HaYE€HHsI aKTHBHOCTI
(bepMeHTIB Ta MOJIEKYJIIPHO-TEHETHYHHX JIOCTI/PKCHb.

- JloricTnune Ta MarepiajbHe 3a0e3NedeHHs Bimoopy Ta
TPAHCTIOPTYBaHH: OioMaTrepiay B IEHTPAIbHY JIa00paTopito.

- BripoBa/pkeHHst Ha/IiHHOT CHCTEMI BHYTPILIIHBOTO Ta
30BHIIIHBOTO KOHTPOJIIO SIKOCTI JTADOPATOPHUX TECTIB.

- Opranizalisi HaJIe)KHOTO EJIEKTPOHHOTO JIOKyMEH-
TOOOITY Ta 3BOPOTHOTO JIOKyMEHTOBAHOTO 3B'S3KY 3 BiJI-
TOBIZIATIBHUMHY JIIKapsIMU-TEHETUKAMH, HEOHATOJIOTaMH,
mefiaTpaMy Ta JiKapsMHU IHIINX CIeIiadbpHOCTel y Me-
JIMYHHUX YCTaHOBAaX-CITIBBUKOHABISIX [Iporpamu, a Takox
OarbKaMu JiTEH.

VYuacTh maptHepiB 3 €Bpocoro3y. B xoxi nmonepenupoi
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pobotu Han [Iporpamoro Oynu HaaromkeHi KOHTaKTH 3
IacturyTom marepi ta autuau (IMID, Bapmaga, [Toms-
mra). ocsrayta nomosinericts 3 IMID cTocoBHO cTaxky-
BaHHsI JTiKapiB (paxiBIiB-aHATITHKIB Ta (GaxiBI[iB-TeHETH-
KiB) B AIF0UMX JJA0OPATOPisiX HA pOOOUNX MICIISX, HAIAHHS
METOJMYHOI, KOHCYJITaTUBHOI Ta MPAKTUYHOI JIOMIOMOTH
B peaumizarii 3amporonosanoi [Iporpamu B Ykpaini. [lo-
TOIDKeHA MOXIIMBICTH 3alydeHHs Naboparopiit Bimmimy
CKpHHIHTY HOBOHapopkeHnX IMID momo miaTBepmxyto-
yoi giarHoctuku CXOP y ckimagHux BHUMAgKax, a TaKOX
JI0 TIPOBEACHHS 30BHIIIHBOTO KOHTPOJIO SIKOCTI BH3HA-
4yeHHst OioximMiuHuX MapkepiB CXOP.

VYimaneno yroxy 3 Llentpom Tpancdepy MeaMIHHX
TexHosoriii [l03HAaHCHKOTO MEAMYHOTO YHIBEpCHTETY
(M. Io3Hans, [ompmia) CTOCOBHO CTaKyBaHHS (DaxiBIIiB,
cmiBOparli y MOCTAHOBI[l Ta Bamigarlil Ol0aHATITHYHUX
MEeTO/IiB BU3Ha4eHHs OioxiMidHnx mapkepi CXOP, Bripo-
Ba/DKEHHSI Cy4acHOT0 00J1aJHaHHS Ta MEJMYHHUX IIPOTOKO-
JIB, ayIUTY Ta MiATBEPHKCHHS SIKOCT1 JJOCIIIKCHb.

Tepmian BuxonaHHS [Iporpamm. BukoHaHHS mimgro-
ToByoro eramy [Iporpamu Oyno po3nouaro Ha BecHi 2018
poky. Ctanom Ha TpyneHb 2018 p. BUKOHAHO Ta 3aBepIITy-
€ThCSl BUKOHAHHS HACTYITHUX JTii:

- HaBuasnpHUl TpEeHIHT MIXXperioHaJIbHOT IPyIH JiKa-
PpiB-HEOHATOJIOTIB Ha poOOYNX MICISIX y Binginenni ckpu-
HIHTY HOBOHApPOKeHMX I[HCTUTYTy Marepi Ta OUTHHH
(Bapmaga, ITompma, 3 12.10.2018 mo 25.10.2018).

- 3aKymiBys | MOHTX aHATITUYHOTO Ta JOTOMIKHOTO
oOnagHaHHSA JUIs MPOBEICHHS MEepIIoro (MacoBOro) eTamy
CKPHHIHTY Ta IOJAJIBIIO] yTOYHIOIOUO] 1arHOCTUKH.

- 3aKymiBis peareHTIiB Ta po3XiAHUX MaTepiaiis. Bin-
MIPAIIOBAHHS aHATITHUYHUX METOJIB. YTBOPEHHS JIOTiC-
TUYHOI CTPYKTYPH AOCTaBKU OioMaTepiaiy.

- 3aKymiBJsi, HAJATOMKCHHS Ta TECTYBaHHS CIICIiajb-
HOTO MPOTrPaMHOTro 3a0e3neueHHs, 00’ €JHaHHS JTIKyBaJIb-
HO-IPO(UIAKTUYHUX YCTAaHOB, 3aiy4eHux 10 [Iporpamu,
B KOMIT FOTEPHY MEPEKY.

- OpranizoBane BimmineHHS MeTaOONIYHHX 3aXBO-
proBanb B 1Y «IITAT imeni akagemixa O.M. JIyk’ssHOBOT
HAMH VYxpainmy.

3arutanoBadi aii Ha 2019 pik:

- IlinBunieHHs kBamiikamii JKapiB 3a HAPSIMKOM
«OioxiMivHa JIIarHOCTHKA ITOPYIIEHb META00II3MY».

- 3arBepmxenass AMHY HaykoBO-IOCIiTHHAIIBKOI po-
6otu o IlporpamMi yaockoHaIEHHS AiarHOCTHKH CIIaIKO-
BUX XBOPOO OOMIiHY PEYOBHH.

- 3arBep/KeHHsI METOAMYHUX Ta KIIHiIKO-1aboparop-
HUX JIOKyMEHTIB, SIKI PErIaMEHTYIOTb BHKOHAHHS PO3-
MIMPEHOTO CKPUHIHTY Ha 29 cHaJkoBUX XBOpOO OOMiHY
pedoBHH, IO po3pobisumncs Bukonasusgmu [Iporpamu
npotsarom 2018 p.

- 3amyck ninoTHOi yactuHu [Iporpamu y 5 perionax:
M. Kuis, Kuischka obnacts, Jlyranceka Ta J{oHerpka 00-
nacti Ta M. YepHiBLi — 3arutaHoBanui y kBitHi 2019 p.

Posmmpennst [Iporpamu mo Beiit Tepuropii Yipainu
TUTAaHY€THCS 3aBepIIUTH HanpuKiHIli 2020 poky.

3akoHOmaBua 0a3a Ta mATpUMKa YpsmoBa. 3TimHO 3
3akonom Ykpainu Ne 2461 Big 15.04.2014, ta Hakazamu
MO3Y Ne 778 Bix 27.10.2014, Ne 919 Bix 30.12.2015 Ta
Ne 731 Bin 29.06.2017, «Ilepenik pinkicHuX (ophaHHUX)
3aXBOPIOBaHb, 110 TIPU3BOJIATH 10 CKOPOUCHHS TPHBAIOC-
Ti KUTTS XBOpHX a00 iX 1HBaNiAM3aMii Ta U IKUX iCHY-
I0Th BH3HAHI METOIH JIIKYBaHHS», BKIIOYA€E OiIbIIe, HiXK
60 CXOP.

HeoOxiqHicTh BIPOBaKEHHS B HALIIK KpaiHi pO3ILH-
PEHOr0 HEOHATAJIBHOIO CKPUHIHTY aKTHBHO OOroBOpIO-
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€ThCS B CTICIATPHAX MEIUYHUX BHIAHHAX 1 JOOpE BimoMa
B Ypsai Ta MiHicTepcTBI OXOPOHU 3M0POB'S YKpaiHu, Ha
odimiitHOMYy caifti stkoro 21 rpymas 2018 p. Oymu 3ampo-
MOHOBAHI JUIsl TyOIIYHOTO OOTOBOPEHHSI 3MiHH JI0 MOCTa-
HoBu KabGinery MinictpiB Ykpainu Bix 30 tpaBus 2018
p. Ne 427, siki CTOCYIOTBCSI BUSIBIICHHSI HOBOHAPOJDKEHUX
3 CIaJKOBMMH 3aXBOPIOBAHHS Ta CBOE€YACHOTO TOIEPE-
JKEHHSI PO3BUTKY IHBaNigu3amii AWTSIYOTO HACEICHHS
KpaiHu Ta 3abe3nedeHHs, mounHaoun 3 1 cigas 2020 p.,
0€30111aTHOTO MPOBEJICHHS PO3LIMPEHOT0 HEOHATATLHOTO
ckpuHinry. Icnytounii nepenik CXOP 3 yoTHpboXx 3axBo-
PIOBaHb, SIKi BUSBIISIIOTHCS Ha TEIEPILIHIH Yac, IUIaHy€eTh-
cs po3muputu 1o 22 [22].

3 omsiy Ha HEOOXIAHICTh BUPIMICHHS KOMIUTICKCY (i-
HAHCOBHX, TEXHIYHUX, Ol0AHAITUYHUX, JIOTICTHYHUX Ta
IT-nutanp y Macmradi minoi KpaiHu, KOPOTKI TEpMiHM
BIIPOBAPKEHHS PO3IIMPEHOI0 CKPUHIHTY HOBOHAPOIDKE-

NitepaTypa

HUX € TIEBHUM BUKJIMKOM.

Bin s iHimiaTopiB Ta CHiBBUKOHABIIIB 3aIIPOMIOHO-
BaHOi [Iporpamm ymockoHaJeHHS MiarHOCTHKH CIIaIKO-
BUX XBOPOO OOMiHY PEYOBHH y HOBOHAPOIDKEHHX 1 JTiTE
CTapIoro Biky B YKpaiHi MU 3asIBJISIEMO PO MIATPUMKY
3anpOIIOHOBAHMX 3MiH JI0 3a3HaueHol mocraHoBu Kabine-
Ty MiHicTpiB YKpaiHu Ta BUpa)kaeMO TOTOBHICTb CITiBII-
paIfoBaTH 3 3aKJalaMu B Till hopmi, SKy 3ampornonye Mi-
HICTEPCTBO OXOPOHH 370poB's Ykpainu. CromiBaemocs,
1[0 HAIll TOCBI/I CTAHETHCS Y HATOI.

OuikyBaHa JIomomora 3 OOKy Ypsiy CTOCOBHO Iij-
TPUMKHM 3alponoHoBaHoi Hamu IIporpamu cTocyerbcs
pozmopsypkensst KaGinery MinictpiB Ta MinicTepcTBa
OXOPOHM 370pOB's YKpaiHH 10 OpraHiB MiCLIEBOTO Ca-
MOBpSAYBaHHS MMPO BcebiuHy miaTpuMKy Ilporpamu Ta
MpaKTHYHY J0NOMOry B ii peaizaiii y perioHaJibHUX 3a-
KJIaJ]aX OXOPOHH 3JI0POB’S T4 POJONIOMIUYHHMX YCTaHOBAX.

1. 3akaau OXOPOHH 3/I0POB'sl Ta 3aXBOPIOBaHICTh HaceneHHs Ykpainu y 2017 poni / Craructnunuii 30ipHuk JlepkaBHOI cirysx0n
craructuku Ykpainu. Kuis, 2018. 109 c. (http://www.ukrstat.gov.ua/druk/publicat/kat u/2018/zb/06/zb_zoz 17.pdf).

2. Autunkin IOI., Bonocoseus OIl., Maiinanuuk BI., Bepesenko BC., Moiceernko PO., Buroscrka OB. ta in. Ctan
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MNPAKTUYECKHUE IIATA
11O COBEPHIEHCTBOBAHUIO ITUATHOCTUKHU
HACJIEJICTBEHHBIX BOJIE3HE OBMEHA
BEHIECTB Y HOBOPOXJIEHHbBIX
M JIETEW CTAPIIETO BO3PACTA B YKPAUHE

10.I. Aumunkun, T.K. 3namenckas,
A.B. Bopoovesa, H.3. Ky3neuyog*,
A.A. Incenuaxo™

I'Y « AHCTHTYT nmeAHATPUHU, aKyLIEPCTBA
U THHEKOJOTHU HMEHH aKaJeMHKa
O.M. JlykbsanoBoiit HAMH Ykpanub»
(r. KueB, Ykpauna)
KanHuko-1uarnocTuyeckuii ueHtp «@apmouorecT»™
(r. Pybe:xnoe, Ykpauna)

Pe3rome. YpoBeHb neTCKOM cMepTHOCTH B YKpa-
MHE IPOrPECCUBHO CHUIKACTCS B TEUCHHUE TOCIEHETO
JECSATUIICTHS, HO OCTAETCSl OYEHb BHICOKHM IO CPaB-
HeHHIo co cTpaHamu EBpomeiickoro Coro3a. [lokasza-
TEIb CMEPTHOCTH MIIAJEHILEB NEPBOr0 TrOAa JKU3HU
B Ykpaune B 2,5-3 paza Beime, ueM B cTpaHax EC,
IpU 9TOM YPOBEHb CMEPTHOCTH HOBOPOXJIEHHBIX B
TEYEHHUE IMEepPBOro Mecsla XH3HMU IPEBBINIACT Cpel-
HeeBponehckuil B 6,6 pa3. DOTO CBHAETEILCTBYET O
CYIIECTBEHHOM OTCTAaBaHMHU HAIIedl CTpaHBl BO BHE-
JpPEHUH COBPEMEHHBIX CTAaHIAPTOB OKa3aHUS MeEIH-
[UHCKOHM MOMOIIHU, Kak OepeMEeHHBIM KEHIMHAM, TaK
U HOBOPOXJICHHBIM C MCIOJb30BaHUEM COBPEMEHHBIX
METOJI0JIOTHI AMAarHOCTHKHU U JICUCHUSI.

Oxaum n3 HambGosiee >(G(GEKTHUBHBIX Hampasie-
HUH JesITeNbHOCTH, KOTOopas obOecrmedymna cyle-
CTBCHHOE CHHMJKEHHE YPOBHS AETCKOM CMEPTHOCTH
U HHBAJMJHOCTH B pPa3BUTBIX CTpaHax Mupa, cra-
JI0 BHEAPEHHE paCIIMPEHHOT0 MacCOBOTO CKpHU-
HUHTa HOBOPOXJCHHBIX C  IEJBI0O  BBISBICHUS
HacJeICTBeHHBIX Oose3Hel ooMena BemectB (HBO) —
opdaHHBIX 3a00eBaHN, KOTOPEIE BOSHUKAIOT BCIE-
CTBHE TeHeTHUeCKux nedextoB GpepmenToB. Hammaue
HBO, kak mpaBuio, He yaaeTcs yCTaHOBUTH IIPHU Bpa-
4eOHOM OCMOTpE HOBOPOXKJACHHBIX M3-32 OTCYTCTBHUS
KIMHUYECKUX cuMnTomMoB. Juarnoctupyror HBO
IByMs crocobamu: (i) MO KIMHUYECKUM IIPOSBICHU-
aM B (opMe «katacTpod HEOHATAIbHOTO IEPHOIa»
W CHUHIpOMa BHE3AMHOW CMepTH MiajaeHmes, (ii) mo
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PRACTICAL STEPS TO IMPROVE
THE DIAGNOSTICS OF INHERITED
METABOLIC DISEASES
IN NEWBORNS AND OLDER
CHILDREN IN UKRAINE

Yu.G. Antipkin, T. K. Znamenskaya,
O.V. Vorobyova, I.E. Kuznetsov¥,
A.A. Dzhenchako*

SI "Institute of Pediatrics, Obstetrics and
Gynecology named after academician
O.M. Lukyanova of NAMS of Ukraine"
(Kiev, Ukraine)
Clinical-Diagnostic Center «Pharmbiotest»*
(Rhubizhne, Ukraine)

Summary. The infant mortality rate in Ukraine
has been progressively decreasing over the past
decade, but remains very high compared with the
countries of the European Union. The mortality rate
of infants in the first year of life in Ukraine is 2.5—
3 times higher than in the EU countries, while the
mortality rate of newborns during the first month of
life exceeds the average European level by 6.6 times.
This indicates a significant backlog of our country in
the implementation of modern standards of medical
care for both pregnant women and newborns using
modern diagnostic and treatment methodologies.

One of the most effective way that allowed to
reduce significantly infant mortality and disability
rates in the developed countries of the world proved
to be introduction of expanded newborn screening as
a tool of early detection of wide spectrum of inherited
metabolic disorders (IMD) — orphan diseases caused
by genetic defects of particular enzymes leading
to alterations in specific metabolic pathways. As a
rule, IMDs occurrence cannot be established during
medical examination of newborns due to the absence
of clinical symptoms. Therefore, IMDs are diagnosed
in two ways: (i) with clinical manifestation in the
form of “neonatal catastrophes” and/or sudden
infant death syndrome, (ii) according to the results
of a biochemical examination of the blood of all
(asymptomatic) newborns (i.e. screening). Delays
or errors in the diagnosis of these diseases often
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pe3ynbpraraM OMOXMMHUYECKOTO 00CIeaOBaHUS KPOBHU
HOBOPOXXJICHHBIX (CKpHHUHTA). 3aJepKKa WIIH OMINO-
KU B IHATHOCTHKE YTUX 3a00IeBaHUI 4aCTO MPUBOIIT
K HEoOpaTHUMBIM TOBPEXKJICHUSM MHOTHX OPraHOB H,
B MEPBYIO OYepe/b, TOJOBHOTO MO3ra (HEBpoOJOTruyec-
KHE HAapyUICHUS, ICUXUYECKOE perpecc, ciaboymue).

HeonaranbHbli CKPUHHHT — HM3MEpEHHE B KpoO-
BH HOBOPOXICHHBIX KOHIICHTPAIWi OIpeaeIeHHO-
ro Habopa BEMECTB, XapaKTePHU3YIOUHUX KIIOUYEBHIE
mporeccsl 0EIKOBOTo, YTJIEBOAHOTO W JHUIMHIHOTO
oOMeHa ¢ IIeJbI0 paHHEro BBISBICHHUS M Hadaja Je-
yeHus nereil ¢ HBO u mpeporBpamieHus uX HHBa-
auau3anuu ObpLTo Havato B 60-X TOAAaxX MPOIIIOTO
Beka B CIIIA ¢ onHoi Oone3HW — (EHUIKCTOHYPHH.
CerogHs mpoTrpaMMBl HEOHATAJIBHOTO CKPUHHUHTA
BHeJIpeHbl Oosiee, yeM B 50 cTpaHax mupa u obec-
Ne4YuBaloT JuarHoctuky Oonee 45 HBO. 3Hauutens-
Hoe (B 8-10 pa3) pacmupenume konmuectBa HBO,
KOTOpBIE MOTYT OBITh OOHApy>KEHBI NPHU HCCIENO0Ba-
HUH BBICYNICHHHIX Ha (UIBTPOBaNbHOI Oymare ms-
TeH KpPOBM, CTAJO0 BO3MOXHEIM Oxarojaps BHeIpe-
HHUIO BBICOKOTIPOM3BOJUTEIBHOTO METO/a TaHAEMHOM
macc-cnektpomerpun (TMC) B koHie 90-x romos
OpouuIoro Beka. B oriamume oT mMMYyHOQIyopHMe-
TPUYIECKOTO METO/1a, KOTOPHIH MO3BOJISET ONMPEACIITH
OJIMH TI0Ka3aTenb B 0gHOM mpobe kpoBu, TMC mo3Bo-
JSeT U3MEPATh KOHICHTPALUNH HECKOIbKUX JCCATKOB
BENIECTB B OJJHOW MpoOe KPOBH.

B Hacrosimee BpeMs B YKpauHe CKPUHHHT
HOBOPOXJICHHBIX BefeTcs 1o 4-m 3aboneBanusm: de-
HUJIKETOHYPHUHU, BPOXKJIEHHOMY THIIOTHPEO3y, aape-
HOTCHUTAIBHOMY CHHIPOMY H MYKOBHUCIHAO3Y C
UCIIOJB30BAHUEM HHU3KOMPOAYKTHBHOTO HMMYHO(]-
JTyOPUMETPUIECKOTO METOoAa. B OTAENIBHBIX cilydasx
pacUIMpPEeHHBIH CKPUHUHT HOBOPOX/EHHBIX C HCIOb-
3oBaHueM Metona TMC BBINOJHSIETCS HA KOMMepuec-
KO# ocHOBe B 3apy0OexHbIX Jaboparopusx. [Ipu sTom,
cormacHo 3akoHy YkpawmHbl Ne 2461 «O6 obGecmede-
HUH PO HUIAKTHKHY U JICUCHUSA PEIKUX 3a00IeBaHMII»
ot 15.04.2014, u Ilpuxkazos MO3 Vkpaunsr Ne 778
oT 27.10.2014, Ne 919 ot 30.12.2015 u Ne 731 ot
29.06.2017, «Ilepeuenp peakux (opdaHHbIX) 3ab0Ie-
BAaHWH, MPUBOASIINX K COKPAIICHUIO MPOJOIKHTEINb-
HOCTH JKU3HU OONBHBIX VTN UX WHBANHUIH3AMNN U IS
KOTOPBIX CYIIECTBYIOT NpPU3HAHHBIE METOIbBI Jede-
HUs» BKII04aeT 0oxee 60 HacIeACTBEHHBIX Oone3He
oOMeHa BeIecTB. DTO CBUIETENHCTBYET O 3HAUUTEINb-
HOM OTCTaBaHHMM Halllell CTPaHbl B BONPOCE, KOTOPBIH,
KpOME 3THYECKOTO W MEAMIIMHCKOTO, UMEET Ba)kKHOE
COI[MAIPHOE W YKOHOMHYECKOE 3HAYCHHE.

KinroueBsiM BOTPOCOM BHEAPEHUS PaCIIHPEHHO-
ro CKpMHMHTa HOBOPOXICHHBIX C HCIOJb30BAHHEM
BBICOKOIIPOU3BOAUTENBHOIO U TouHOTro MeToga TMC
B YKpauHe SBJISIETCS OTCYTCTBHE B TOCYJAapPCTBEHHBIX
MEIMKO-TEHETHYECKUX JTabopaTOpusX COBPEMEHHOTO
AHAIUTUICCKOTO O0OPYAOBAaHUS W BCIOMOTATEIBHOM
HHQPACTPYKTYypHl, a TakXe CHEHAINCTOB-aHAIH-
THKOB C JOCTAaTOYHBIM ypOBHEM MoATOTOBKH. TMC
— TEXHUYCCKHU CIOKHBIA METO, TPEOYIOIHI UCITOIb-
30BaHMS JIOPOTOCTOSIIETO BaKyyMHOTO W XpOMaTo-
rpaguueckoro 00OpyqOBaHHUS, CHEIHAIBHOTO IIPO-
TPAMMHOTO O0ECTeUYCHHUs, pEarcHTOB C M30TOMHBIMU
METKaMH, BBICOKOYHCTHIX Ta30B, CEPBUCHOTO 00CTy-
KMBAHUs C MPUBICYCHUEM HHOCTPAHHBIX CIEIHANNC-
TOB, a TaK)Ke KBAJIU(UIMPOBAHHOTO NEPCOHANA.

YuuThiBass HalW4Yue YAaCTHOW KIMHUKO-JHAT-

lead to irreversible damage of many organs, first
of all, the brain (neurological deficits, mental
retardation, oligophrenia). Newborn screening
— measurement in dried blood spots, sampled in
asymptomatic newborns, concentrations of a specific
set of substances which characterize key processes of
protein, carbohydrate and lipid metabolism as a tool
of early IMDs identification and prompt treatment
initiation of affected children to prevent metabolic
decompensation episodes and disability development
was started in the 1960s in the United States with just
one disease — phenylketonuria.

By now, newborn screening programs have been
implemented in more than 50 countries of the world
and provide diagnostics of more than 45 IMDs. A
significant (8-10 times) expanding the spectrum
of IMDs that can be detected upon examination of
dried blood spots on filter paper has been achieved
by application of a high-throughput quantitative
bioanalysis method — tandem mass spectrometry
(TMS) in the late 1990s. Unlike routinely applied
immunofluorimetric method allowing to measure just
one biochemical agent in one blood sample, TMS
allowed to analyze concentrations of several dozen
substances in one dried blood spot.

Currently, in Ukraine newborn screening is carried
out for 4 diseases: phenylketonuria, congenital
hypothyroidism, congenital adrenal hyperplasia,
and cystic fibrosis using the low-throughput
immunofluorimetric method. In some cases, expanded
newborn screening using TMS method is performed
on a commercial basis in foreign laboratories. At
the same time, according to the Law of Ukraine No.
2461 “On ensuring the prevention and treatment of
rare diseases” dated April 15, 2014, and the Orders
of the Ministry of Health of Ukraine No. 778 dated
10.27.2014, No. 919 dated December 30, 2015, and
No. 731 dated June 29,2017, “The list of rare (orphan)
diseases, that lead to a reduction of patient’s lifespan
or their disability, and for these diseases there are
well-established methods of treatment" comprises
more than 60 inherited metabolic disorders.

This indicates a significant backlog of our country
intheissue ofnotonlyethicaland medical significance,
but great social and economic importance.

The key issue of the expanded newborn screening
implementation using high-throughput and accurate
TMS method in Ukraine is the absence of modern
analytical instruments and supplementary equipment
in the state medico-genetic laboratories, as well as
analysts with sufficient level of training. TMS is a
technically complex method based on application of
expensive vacuum and chromatographic equipment,
special software, isotopic labeling reagents, high-
purity gases, instruments maintenance with the aid of
foreign experts, as well as qualified lab staff.

Such private clinical diagnostic laboratory, where
TMS-measurements are performed routinely at site
and biomaterials are not transferred abroad exists
in Ukraine. This laboratory is capable to perform
the full range of measurements at the initial stage of
newborn screening (TMS-analysis) and the secondary
confirmatory testing using gas-chromatography/
mass-spectrometry (GC/MS) and high performance
liquid chromatography (HPLC) methods, as well
as enzymes activity assessment and molecular-
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HOCcTHYeCcKol nabopaTopum, BeIMONHSAOmMed TMC-
aHaNMu3bl B YKpawHe, a He TPaHCHOPTHUpYyOImel 6uo-
MaTepuan B 3apyOexHbIe JabopaTOpuH, CHOCOOHOI
BBIITOJHATh BECh KOMIIJIEKC HCCIEJOBAHUN IMEpBOTO
(MaccoBOro) sTama CKpPUHUHTA, a TaKKe YTOUHSIO-
myt auarHoctuky HBO ¢ ucnonb3oBaHumeM MeTo-
JI0OB Tra30BOH xpomartorpadun/macc-cueKTpOMETPHH,
BBICOKOO(DPEKTUBHON JKUAKOCTHOH Xpomarorpaduw,
ompeaeIeHne aKTUBHOCTH (PEPMEHTOB M MOJEKYISIp-
HO-TCHETHYCCKUE HCCIeq0oBaHus, B ceHTOpe 2017
Obuta Hauata paspaborka [IporpamMmbl ycoBepIeH-
CTBOBAHMS JUATHOCTHUKHM HACJIEACTBEHHBIX OOJe3HEH
oOMeHa BEIIECTB Yy HOBOPOXKJIEHHBIX M JETEH cTap-
mero Bo3pacTa B YKpauHe. MHunumatopamu 3TOH
I[Iporpammbr  saBasitorcss HanuoHnanbHas akagemMus
MEAUIUHCKUX Hayk Ykpauasl, BOO «Accouuamnus
neauatpoB Ykpauns», BOO «Accouumanus HeoHa-
TojoroB Ykpaunb», ['Y «UIIAT umenu akagemuka
O.M. JlykpsaoBoit HAMH VYkpauHBI», MEIUIHHCKHIE
YHHUBEPCUTETH U PETHOHAIBHEIC JIedeOHO-TTpodHIaK-
THYECKHUE YUPEKIACHUSA.

Hens IIporpammbl — pacumupenue a0 29 Ho30-
JOTHH TepeyHs HacJeACTBEHHBIX Ooie3Heidl oOMeHa
BEIIECTB, JAMATHOCTHPYEMBIX Y HOBOPOXKACHHBIX H
JeTel cTapmiero Bo3pacTa, oOecHedyeHHe CBOEBpe-
MEHHOTO MEIUIMHCKOTO CONPOBOXJAEHUA W Jede-
HUSI BBIABICHHBIX OOJIBHBIX, YTO IMO3BOJHUT CHHU3UTH
YpPOBE€Hb HEOHATAaJIbHOW, MIAJAEHYECKOM U JEeTCKOU
CMEpPTHOCTH W WHBaIuAHOCTH. [Iporpamma 06asu-
pyercs Ha ciueaymlux npuHnunax: (i) yeTkoe pa-
crupenesieHne cdep OTBETCTBEHHOCTH HCIIOJHHTE-
Jed, periaMeHTHPOBAHHBIX pabOYMMHU TpoleccaMu
U mpouenypamu ckpuHuHra; (ii) 3JeKTPOHHBIA J10-
KyMeHT0000pOT ¢ (ukcauueil aBmxeHUs Ouomare-
puaza OoT MOMEHTa 0TOOpa 10 BbIJa4d Pe3yJIbTaTOB
1a00paTOPHBIX HM3MEpEeHUH, JOKYMEHTHpPOBAaHUE pe-
3yJIBTaTOB MX JKCIEPTHON OLEHKH M NPUHATOTO pe-
IEeHWs OTHOCHTEIbHO AalbHEeWmuX aedcTBHi; (iii)
JOKYMEHTHPOBaHHAs oOpaTHas CBSI3b C 3aKa3UHKOM
UCCIIe0BAHUI C Lebl0 COOOLIEHUS Pe3yIbTaTOB U UX
9KCNepTHOH ouneHkw; (iv) co3nanue MHGOpPMAIUOH-
HOIl 06a3bl JaHHBIX IS pacyeTa NMpeeIbHBIX yPOBHEH
KOHI[EHTpaIUii MapKePHBIX coeAMHeHn (cut-off) mms
YKPanHCKON MOMYJSIIUY C L[EIbI0 CHUKEHUS KOJInde-
CTBA JIOKHOOTPHUIATEIBHBIX U JIOKHOOJIOKHUTEIBHBIX
pe3yabTaToB.

dunancuposanue [IporpaMMbl miIaHupyercs ocy-
IMIECTBIATE 34 CYET CPEJACTB PETrHOHAIBHBIX OIOJXKE-
TOB, BHEOIOMKETHBIX (DOHIIOB, COOCTBEHHBIX CPEICTB
ponuteneu.

BrimonHeHnue MOATOTOBUTEIHHOTO JTamna
[Tporpammer ObuT0 HayaTo BecHoi 2018 rona. 3amyck
nunoTHod uvactu Ilporpammer B 5 peruonax: Kues,
Kuesckas obnacts, Jlyranckas n [lonenkas obnactu
u 1. UepHOBUBI, - 3amnanupoBad B anpene 2019. Pac-
mupenue [IporpaMMsl 1o Bcell TEPPUTOPUHN YKPAHUHBI
MJIaHupyeTcs 3aBepmnuTh B KoHIe 2020 roxa.

KiawueBble CJIOBA: HacleICTBEHHBIE 00J€3-
HU oOMeHa BEHIeCTB; pACIIMPEHHBIH CKPUHUHT
HOBOPOXXJICHHBIX; TaHJEMHAas Macc-CHEKTPOMETpPUS;
OMOXMMHUYECKHE MapKepbl BPOKICHHBIX HapyIIEHHH
oOMeHa; CHM)KEHHE YPOBHS IETCKON CMEpPTHOCTH H
WHBAJUIHOCTH; MPAKTUYECKHE IIarH.
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genetic studies. On the basis of reached agreement
in September 2017 it was started the development of
the Program of improving the diagnostics of inherited
metabolic diseases in newborns and older children
in Ukraine. This Program has been initiated by the
National Academy of Medical Sciences of Ukraine
with the participation of “Association of Pediatricians
of Ukraine” and “Association of Neonatologists of
Ukraine”, as well as membership of the “Institute
of Pediatrics, Obstetrics and Gynecology named
after academician O.M. Lukyanova of NAMS of
Ukraine”, medical universities and regional health-
care providers.

The purpose of the Program is to expand up to
29 the list of inherited metabolic disorders to be
diagnosed in newborns and older children that allows
early start of treatment and follow-up of affected
patients. Wide implementation of the Program allows
reducing the levels of neonatal, infant and child
mortality and disability.

The Program is based on the following principles:
(i) a clear distribution of the responsibilities
between participants considering newborn screening
procedures and processes;

(i1) implementation of electronic document
management system to register transferring of
biomaterial from the moment of sampling to
presentation of laboratory measurement results, it’s
expert evaluation and medical recommendations for
further actions; (iii) documented customer feedback
to report the results and it’s expert evaluation; (iv)
creation of the database for calculating the threshold
concentrations of biochemical markers and its’
ratios (cut-off) for the Ukrainian population in order
to reduce the number of false-negative and false-
positive results.

Financing of the Program have relied on funding
of regional budgets, extra-budgetary funds and own
funds of parents.

The implementation of the preparatory phase
of the Program was launched in Spring, 2018. The
launch of the pilot part of the Program in 5 regions:
Kiev, Kiev Region, Lugansk and Donetsk Regions,
and the city Chernivtsi is scheduled for April 2019.
The program is planned to be expanded throughout
Ukraine at the end of 2020.

Keywords: Inherited Metabolic disorders;
Expanded Newborn Screening; Tandem Mass
spectrometry; Biochemical Markers of Inherited
Metabolic Disorders; Reduction of Infant Mortality
and Disability, Practical Steps.
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