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Hapoanomy nenyrary Ykpainu
I'yasieBy B.O.

IllanoBunii Bacuiro Osekcanaposuyuy!

MinicTepcTBO BUCIIOBIIOE BaM cBOro moBary Ta LiHye Bainy 3anikaBieHICTb Y
CYCIJIbHO BayKJIMBHUX MpoLecax, sKi 3apa3 BiI0yBatOTbCS B OXOPOHI 3710pOB’ .

Hama koMaHaa mpaiioe Haj TpaHchOopMali€lo CUCTEMU OXOPOHU 310pOB s IS
M1 JIBULLIEHHS SIKOCTI Ta JOCTYMHOCTI MEAMYHOI JOTIOMOI'Y IPOMaJIsTHaM.

MiHICTEpCTBO OXOpPOHM 310pOB’S YKpalHdW Ha BHKOHAHHS JIOPYYCHHS
IIpem’ep-minictpa Ykpaiuu ['poiicmana B.b. Bix 29.01.2019 Ne 2518/1/1-19 cninbHo
3 MinictepcTBoM (¢iHaHCiB YKpaiHH onpaitoBasio Bam aemyTaTchKMd 3aIuT,
orosiomieHni Ha 3aciganHi BepxoBuoi Pagm VYkpainu 18 ciuna 2019 poky, mo
3BepHEeHHs XapKiBCchbKoro OnaroaidiHoro ¢oHmy «/iTh 31 CHiHAILHOKW M’ S30BOIO
arpodicio» 1oa0 3a0e3redeHHs JiTed XBOPUX Ha CIIHAJIbHY M’430By arpo(diro
HeoOX1IHUM JIIKYBaHHsIM 3a OIO/DKETHI KOLITH 1 Ha/lae 1HpopMallilo, U0 J0AA€ThCS.

XapkiBcbkoMy OnaropiiHoMy QoHay «JiTH 31 CHIHAJIbHOW M A30BOIO
arpodiero» HaIiCIaHO MUCbMOBE [1OBIIOMIIEHHS.

MO3 VYkpainu BHCOKO LiHye Bam BHECOK y mpouec 3a0e3rneyueHHs MalleHTIB
SKICHOIO MeauyHowo jponomororo. Co cb Ha Bamy mniatpumky vy
BITPOBA/DKEHHI MeAMYHOT peQOopMH.

Jlonarok: Ha 3 apk.
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[TpoGiema ophaHHKX 3aXBOPIOBaHb HOCHTH INI0OaNbHUM Xapakrep. JIikyBaHHS
TaKMX XBOPHX € JOBrOTPUBAIUM (B MepeBaXKHiil OiNbIIOCTI BUMNAIKIB MOKUATTEBUM) 1
BMMarae 3HaYHUX I'POLIOBUX BUTpAT.

Bignosiguo no 3akony Ykpainu «[Ipo JepxaBHuii O6romxer Ykpainu Ha 2019
pix» MiHicTepcTBY OXOpOHH 30poB’st YKpaiHu 3a 61o0xeTHOr0 nporpamoro KITKBK
2301400 «3abe3reyeHHs MEIUYHMX 3aXO[IB OKpPEMHUX JEP)KaBHUX IIporpamMm Ta
KOMIUIEKCHUX 3aXOiB IPOrPaMHOTO XapakTepy» B paMKax peaizalil AepKaBHHX
LJILOBUX TPOrpaM Ta 3axOjiB MPOrpaMHOr0 XapakTepy IepenbadeHi BUIATKM Ha
3aKyIIBJIIO JiKapChbKUX 3ac00iB Ta MEIUYHHUX BUPOOIB JUI 3a0e3MeUeHHs XBOPUX Ha
TSDKKI 3aXBOPIOBaHHS Y CyMi 6,6 MIIpJ. IPUBEHb.

VYV Mexax ILie€l OOMKETHOI MpOrpaMH 3iMCHIOETHCS 3aKyMiBIs JIIKAPCHKUX
3ac00iB Ta MeAUYHMX BUPOOIB Jisl 3a0e3eveHHs TSHKKOXBOPHX, Y TOMY YHCIII JITEH,
32 OKpPEMHMMH HO30JIOTiSIMH, TAaKHMH SK: OHKojoris, Tybepkynsos, BIJI/CHL,
remMoiisi, cepleBo-CyJUHHI, Op(aHHi 3aXBOPIOBAHHS TOLIO.

Bapro 3asHaumtH, WO B pamkax OromkerHoi nporpamu KIIKBK 2301400
3aKyNOBYIOTLCS JIIKKM Ta MEAMYHI BUPOOHU 1O 15 3aXBOPIOBaHHAM, SIKi BIAHOCSTECS [0
opbanunx (xBopob6a [oure, mepBuHHI (BpOKeHi) iMyHONehiUMTH, MYKOBICLHIO3,
(heHiKeToHy pif, rinoapHui HaHi3M/HaHI13M pi3HOTO MIOXOJKEHHS,
MYKOIOJIicaxapu03, IOBEHUIBHHII pEBMAaTOINHMH apTpUT, remModimis, XBopoba
[Tomme, xBopo6a ®abpi, imiomarudHa ciMeliHa TOpCi¥iHa MUCTOHIA, OyJIBO3HMIA
eriiepMoi3, JiereHeBa aprepiajbHa rinepTeH3is, THPO3UHEMIS Ta
rinepdeninananidemis 3 AediuMTOM TeTparifpobionTepuHy), 3arajibHUA OOIUKET,
BizBeaeHMM 11 opdaHHUX MaToJIOrid AopiBHIOE 1,8 MJpPA I'pHUBEHb, IO CKJIAIa€
61u3bK0 27% BiJ 3arajJbHOrO OKOHKETY [IPOTPaMH, 3a KOO 3aKyOBYIOThCS JIIKU JUIs
40 HO30JIOT1H.

[llopoky MiHicTepcTBO OXOpOHM 31IO0pOB'St 3BepTaeThcsi A0 MiHicTepcTBa
dinaHCiB YKpaiHu i3 mpoxaHHsAM Ipo (GiHaHCYyBaHHS OFOJKETHOI IIPOrpaMM Ha piBHI
14 mMpa rpuBeHs, 1o 6 103BoNUI0 MOKpUTH 100% moTpely B JiKaxX yCix rpOMasH.

3aKymiBMs NpenapaTiB Ta MEIMYHIX BUPOOiB IS JIIKYBaHHS XBOPHX Ha CIIIHAJIbHY
M’30BY aTpodir0 3a KOIITH JeP)KaBHOro OIOJDKETY MOMJIMBE TUIBKU Y pa3i BUIUICHHS Y
nepxaBHOMy Oro ket Ha 2019 pik 10AAaTKOBUX KOLITIB Ha 3a3HAYEHMH 3axi.

OckinbKH KOWITIB, 0 BUALIAOTECT MO3 Ykpainu y nepxaBHOMY OroKeTi Ha
2019 pik, HEJOCTATHRO [UIS 3aJOBOJICHHS OTPeOH BCIX XBOPHX 110 40 HampsMax, 1o
BXxomiaTh 10 OromkerHol mporpamu KITIKBK 2301400 «3abe3neueHHs MeAMYHUX
3aXOJIB OKPEMMX JEPXKaBHUX IPOrpaM Ta KOMIUIEKCHHX 3aXOJiB IPOrPaMHOIO
xapaktepy», MO3 VYkpaiHu Hapa3i He MO)K€ rapaHTyBaTH PO3LUMPEHHS CIIEKTPY
HO30JIOTIH, L0 MiAJIAraTUMYTh (iHaHCYBaHHIO.

CTpiMKHMHA pO3BHTOK MEIHYHOI HAayKH CBOTOJHI O0OyMOBIIOE IOCTiiHE
PO3IUIMPEHHS TiarHOCTUYHUX Ta TepaleBTUYHUX MOXIHBocTeld. OcobiauBo 1e
BiJI4yBa€THCS MO BiJHOLIEHHIO O PiAKICHUX (Op(aHHUX) CIIaJKOBUX 3aXBOPIOBaHb.



KoxHOro pOKy CBiTOBa MeIWYHA IpaKTHKa IONOBHIOETHCS HOBMMHU METOJAMM
JIarHOCTHKY Ta JIKYBaHHSA LIUX XBOPOO 3 METOI KOpeKIii cragkoBO 00yMOBJIEHHX
HOPYIIEHb | 3MEHIIEHHST 3aXBOPIOBAHOCTI, 1HBaJIiAW3allil Ta CMEPTHOCTI HACENIEHHS.

Ile, 6e3yMOBHO, BiIHOCHTBCS i OO PIIKICHOTO TSDKKOTO iHBAJiAW3yHOUYOro
CIIaZKOBOI'0 3aXBOPIOBaHHS cIiHanbHa M’s30Ba aTpodis (CMA). Iloromxkenns FDA
nperapaty HyciHepceH (Spinrasa™), sk €IMHOrO Ha ChOTOJHI TapreTHOro 3acoly
nikyBanHst CMA, 00yMOBHJIO MOro BIPOBaJUKEHHS B MEAWYHY MPaKTHUKYy 1
CIIOHYKaJI0 Ha pPO3pOOKYy METOMIB paHHBOI [MIarHOCTUKM LBOTO 3aXBOPIOBAHHA 3
METOI0 MiJBUINEHHS e(QEeKTUBHOCTI JiKyBaHHsA. Jleski 3 LKUX METOJiB, HalpUKIal
KinbKicHa (ryopeciieHTHa MojliMepa3Ha JIaHIIoroBa peakuis, OyiIu BU3HaHI K TaKi,
0 MOXYTh BHKOPHCTOBYBATUCH JJISI MacOBOTO HEOHATaJbHOro CKpuHIHry CMA.
[lum Oyiio o6ymMoBiieHe pinieHHs KOHCYIbTaTUBHOIO KOMITETY 3 IUTaHb CIAJKOBUX
po3naaiB y AiTeil i HOBOHApOpKeHUX JlenapTaMeHTy OXOPOHH 30POB’s Ta MeAUYHOI
nonomoru CIIIA (Advisory Committee on Heritable Disorders in Newborns and
Children US Department of Health and Human Service, ACHDNC) npo BHeceHHS
CMA po mnepeniky peKOMEHJOBaHMX IIATOJNOTIYHMX CTaHIiB JUISL IPOBEICHHS
HEOHATaJIbHOTO CKPUHIHTY.

Aune, naBite rpymna excreptiB ACHDNC, ski nogainy NIpOeKT BIPOBaKEHHS
HeoHarajgbHOro CckpuHiHry Ha CMA Ha 3aTBep/DKEHHs, 3a3Ha4aloTh, LIO
BIIPOBADKEHHs TAKOro CKpHHIHIY Oyae MoTpeOyBaTH II€BHOTO 4acCy 1 BENMKHX
3ycuib. Lle 0OyMOBIIEHO HEOOXITHICTIO CYTTE€BOTO DPO3IIMPEHHS (QiHAHCYBaHHS
IIPOrpaMU HEOHATAIBHOIO CKPUHIHTY Ta BIPOBAIXKEHHS HOBUX TEXHOJIOTIA B poOOTY
BiAMOBiAHMX nabopaTopiii, Tomy 1o miarHoctTuka CMA 6a3yeTbesi Ha 3aCTOCYBaHHI
BHCOKOBAPTICHOIO MOJIEKYJIIPHO-TeHeTUYHOIO  aHalidy, SKMH Joci Maike He
BMKOPHMCTOBYBaBCs B IIPOrpaMax HEOHATAIbHOIO CKPHHIHTY. TakuMm dYuHOM, 3a
nanumu ACHDNC, crasom Ha moudatok 2018 poky mume nsa wmratu CIIA
(Macaugycerc Ta }Ota) modanu poGoTy i3 BIPOBa)K€HHSI HEOHATAJIbHOTO CKPUHIHIY
Ha CMA. XopaHa iHIa KpaiHa CBiTy, B TOMY YKCJIl €BpOIIEWChbKa, HE 3asBjsia MPO
oYaToK pobOTH i3 IMIUIEMEHTallil MACOBOTO HEOHATAIBHOrO CKpHHiHTy Ha CMA.

B 2009 poui E€sponeiicekoro Kowmicieto B pamkax Ilporpamu miii
CniBroBapucTsa y chepi rpomancekoro 310poB'st €C (pobouuit mian Ha 2009 pix)
Oya0 3amovaTtkoBaHO 3axin «OmiHKa NpPakTUKA CKPHHIHTY HOBOHApPO/DKEHHMX Ha
piAKicHI 3axBOpIOBaHHs y AepkaBax — wieHax €Bponeiicekoro Corosy». Pamoro €C
Oynu pospobiieHi  Pekomenpauii momo Al B ramysi pLIKICHHX 3aXBOPIOBaHb
(European Commission. Council Recommendation of 8 June 2009 on an action in the
field of rare diseases (2009/C 151/02). Official Journal of the European Communities
C151, 3/7/2009, p. 7-10), siki nependa4aroTh NMPUHHATTS HALIOHAIBHUX ILIAHIB Ta
cTpareriii MO0 PiAKICHUX 3aXBOPIOBaHb Ta BCTAHOBJIOE HAIpSMH CHIiBOpall Ta
KOOpAWHAIl MDK JepxaBamu — wieHamMu €C Juig Kpamoro BHKOPUCTaHHS
Hal[lOHAILHUX pECypCiB Ta JAOCBiMy y Wil ramy3i Ta 3MEHIIEHHS HEpPIBHOCTI Y
IOCTYIIHOCTI JO BHCOKOSIKICHOI MEAIWYHOI JOIOMOrd. BinmoBiiHO A0 3aBlaHb,
BU3HAaYeHUX €Bporeicbkolo Kowmicieto, Oyno Takoxk po3poOIeHO TOKYMEHT
(Newborn screening in Europe. Expert Opinion document, 2011), sikuéi MiCTHTbH
iHopmaito st po3podbku noganemux obroopers B Mexax EUCERD (European
Union Committee of Experts on Rare Diseases ) a0o iHIIUX BiAMOBITHUX CTPYKTYP,



CIIPSIMOBaHMX Ha MiATOTOBKY €BPONEHCHKUX PEKOMEHJALid INOJ0 BIIPOBAKEHHS
' CKpUHIHTOBHX Ta iHIIUX A1arHOCTUYHUX TECTIB JUI HACEJICHHS.

Ha mincrasi nporo nqokymenty ExcriepTHa rpymna 3 HEOHATaJbHOI'O CKPUHIHTY
€C (European Union Network of Experts on Newborn Screening (EUNENBS)) B
2012 poui 3ampomnoHyBan¥ 31 3aXBOPIOBaHHS I IOETAITHOTO BIIPOBA/XKEHHS B
kpainax €Bpormneicskoro coro3y. CriHansHa M’s130Ba aTpodis, HaBiTh MiCNA PilEHHS
ACHDNC npo mo4arok BpoBapKeHHsI HeoHaTanbHoro ckpuHinry Ha CMA B CIIIA,
He Oysa BKJIIOYEHA O IepesiKy 3aXBOPIOBaHb JJis IIOETAIHOrO BIPOBA/KEHHS B
KpaiHax €BpONenCchKOro Co3y.

Takum YMHOM, 3BaXKAKOUX Ha Te, 1IO:

1z Heonaranpuuii ckpuHinr Ha CMA mnotpeOye CyTTE€BOro pO3LIMPEHHS
(inancyBaHHs, sAKe He Nepenbadene [lepxaBHUM OropkeToM YKpainu Ha 2019 pik;
24 BigcyTHs moctoBipHa iH(opMalis IOJ0 IEeHETUYHOI XapaKTEPUCTHKH

xBopux Ha CMA B YkpaiHi i yacToT cepex HUX Jenewii 7-ro ex3oHy rena SMNI,
BUSIBJIEHHS $KOi 1 IIOKIaJeHe B OCHOBY HEOHATalbHOIO CKPUHIHIY Ha L€
3aXBOPIOBAHHS;

3. BincyTHill mocBix mpoBedeHHS HeOHaTallbHOro CKpHHIHTy Ha CMA B
KpaiHax €Bporny;

FOBODMTH MO [OYATOK BIPOBA/PKEHHS  HEOHATAJIBHOIO CKPHMHIHTY Ha
criHanbHy M’s30By artpodiro B Ykpaini mepeayacHo. Kpim Toro, HeoHaTalbHUN
ckpuHiar Ha CMA moTpe6ye BIPOBaI)KeHHs B PAKTHKY BiANOBiTHUX 1abopaTopii
HOBMX CYYaCHMX BHMCOKOTEXHOJIOTIYHMX METOIIB [iarHOCTMKM 1 3aKyMiBIIO
BHCOKOBAPTICHOrO J1abOpaToOpHOro oOjafHaHHA. TakuM YHHOM, MEPLI  HDK
po3MoyMHaTH pobOTy MO MIArOTOBUI 10 iMIUIeMeHTamil wiei mporpamu B YKpaiHi,
HeOoOXiJHO MpOMTH eTan JOOCHAIIEHHS JabopaTopii i MiArOTOBKM BiINOBIIHHAX
dbaxiB1iB.

3acTynHuk gupekrTopa JlenaprameHnry —
HAYAJIbHHUK BiIJiJdy 3 NUTAHb HAJAHHA
MeIHYHHUX MOCIYT HACeTEHHIO

JlemapraMeHTy BIpPOBaJ:KeHHs pedopm

A. I'aBpuiirok
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