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I'eorpadusi 00JbHBIX, KOTOPBIM 0KA3aHA MeUKO-
regernyeckas nomoms B OonLenunennn «I'eHernka»
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O01mue MeJUINHCKHE U COIMAJIbHbIEe
npooJiemsl P3

OTtcyTcTBHE B HACTOsIIIEEe BpeMsi B YKpPauHe peajJbHON CTATHCTHYECKOil
uHopmanuu o6 P3, He paspadoTaHbl MeXaHN3MBI ee MOJIyYeHHs

OtcTyTcTBHE JOCTYNHBIX METOAOB paHHell fuarnoctuku P3 B 0oabmuHcTBE
MeINIUHCKHUX YUpeKIeHuil YKpauHbl

OtcyrcTBHe KaYeCcTBeHHON HayuHOIl nH(popMmanun 06 P3, rocrynHoii
HINPOKOMY KPYI'y CHEIHAJIHCTOB U HACETEeHNIO




OrpannyeHHast JOCTYMHOCTh KA4YeCTBEHHOr0 UTUTEILHOTO JIeYeHUsI 00JIbHbIX
cP3

Tsakeaple conuagdbHbIe mocjaeacTeusa P3 ai1a odimecrea n ceMbH

OtcyrcrBHe JOCTATOYHOI0 KOJIHYECTBA CIIENMAJINCTOB BEICOKOI0 YPOBHSI,
KOTOpPbIe CMOTJIN ObI 00eceYnTh Ka4eCTBEeHHYI0 AuarHocTuky P3

Hannune Y2KoHOMIIeCKOMI HEONMPABAAHHOCTH q)llHaHCOB])IX 3aTpart B CBA3H C
PEAKOCTBIO 3200J1€eBaHUAA

O0c/iefoBaHNEe HOBOPOK/ICHHBIX
r. XapskoBa u obJjiactu Ha DKY ¢ 1985roaa

"TlooTamHoe BBEACHNE CKPUHUHTA [N, o /)

HOBOPOXKICHHBIM [10ITaBCKOH, A‘i : f" t‘"’t““”'Ky.-
N I . P nopl o
Yepuurosckoii u CyMcKol obactei Sl

4 * |Khimel'nisskyi (t:‘lie/rkajy

G L - innytsya givohrad
CxpuHUHT ObLT 00€CTIEUEH g2 e Dfipropetrovsi

i

PEruoHaJIbHBIM YIIPABJICHUCM

3APaBOOXPAHCHU .

C 2005roaa - HaumoHanbHas
nporpamma, LleHTpann3oBaHHas
nocraeBka Tect-cuctem “Neonatal
Phenylalanine”, AniLabsystem
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Yactora PKY & pernone obcrieAoBanHs

Xapexosckas Monrasckas Yephurosckas Cywmckas

Yactora BI' B pervoHe obcnenoBams
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YaeabHbIN Bec pa3an4HbIix Gpopm P3,
BbIsiBJIeHHBbIX B XCMI'Il B 2011romy

OTHOCHTEILHOE
KoJu4ecTBo, %

Hapyimenne 06MeHa AMUHOKHCJIOT
W3 HUX:
HapYIIEHHs] 00MEHA CepocoJepsKAlUX AMUHOKUCIOT

MuToxoHApPONATHH
Hapymenusi MmeTa6o,1M3Ma yrieBoaoB

Oprannyueckue anuaypHu
W3 HUX:
IJIyTAPOBOii AUy pPHH

MoHoreHHbIe 00J1€3HI HEMETA00IHIECKOT0 reHe3a
B TOM 4HCJIE:

AOCOII0OTHOE OTHoCHUTEIBLHOE

HaumeHoBaHHe rpynnbl HApyIeHHH 0
KOJIHYECTBO KoJIn4ecTBo, %0

Buabsimca CHHAPOM

I'emuruneprpodust
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3A IIEPEUHNUCIEHHBIMU COCTOAHUAMU
CKPBIBAIOTCA PEJAKUWUE BOJIE3HU:

< IlepunaranabHoe nopa:kenune IHHC;

< pe3uayajbHO-oprann4yeckoe nopaxenue [[HC;
< 3IIMP, 3PP;

< JNMWIENCHS;

< JUII;

< (hepMeHTONIATHSA ;

< XpoMoCOMHAasi HATOJIOT U.




YTO KE OKA3AJIOCDH ITPAU
YTOUYHEHUU JINATHO3A?

v MUTOXOHJPUAJILHBIE BOJIE3HU

v TE®ULUT KAPHUTUHIIAJIMUATOMNI-
TPAHC®EPA3BI (11);

v HAPYUIEHMS [IUKJIA MOYEBUHDI:

- IE®@ULIAT APTUHA3BI ;

v MAPATHJIPOKCU®EHUIYKCYCHASI ALIUAYPUS ;

v METHUJIMAJIOHOBASI ALIMIY PUSI;

v IPOIMTUOHOBASI ALIUAYPUS;

v HAPYIIEHUE OKUCJIEHUSI JKUPHBIX KUCJIOT C
JUIMHHOM LENBIO;

v TJIVTAPOBASI ALUMIYPUS (1, 2 TUIIBI);

v TPUMETWJIKPOTOHUIT IMLIUHYPUSI;

GM1 IrAHI'JIMO3U103;
BOJIE3HbB AJIBIIEPCA,;
BOJIE3HbB I'OLE;
MYTAIMUMA B T-PHK-aeiinun u T-PHK-1u3uH,;
JEAKOJIUCTPODUSI;
IT'OMOIIUCTUHYPHUSA || U 11l THUIIA,
MUTOXOHJAPUAJIBHBIE BOJE3HU
HAPYIHIEHUE OBMEHA KUPHbIX KUCJIOT;
JEOUIUT I'NNMIOTATUOHCHUHTETAS3BI ;
HBO ITYPUHOB:

- JIEOUIUT KCAHTUHOKCHUJIA3BI,

- IE®@ULIUT TYAHUHALIETAT-
METUJTPAHC®EPA3DI;

v HBO IMPUMUINHOB,;

v JE@ULIAT AUTUAPONUPUMMUIMH -
TETUAPOTEHA3BI

v
v
v
v
v
v
v
v
v
v




Po,qoacnomoraTeanoe
Y yqpexq:l,eHwe Yyactue B

nporpaMmax
KOHTpOnNS

KayecTtBa
CKpMHMHr—LI,eHTp
(nabopatopus XCMI'LL)

Bpau-reHeTuk,

crieLvan1anpyoLuics S
Bpau-HeoHartoror, ﬁ Ha BeeHUn OeTen ¢ Jflaﬁo P;KTFC'.) H:—lﬂ
negmarp HaCrMeACTBEHHBIMY AEEKTaMm [PETe

meTabonuama (UEIGISTBUCLE

7

Hesponartoror, ncuxonor
[Ownetonor, Bpay Y3/
3HpokpuHoror (B

BaHUA

Peructpauus . cuctema
. ACC({LI,VIaLI,VIﬂ Bpaven r(fHeTVIKOB / e
pesynbTaTos 1 ceMen, umetoLmx aeten ¢ OKY, B pPMUD

B 6a3y AaHHbIX
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JIBycTOpOHHSISI HEMpPoOIacTOMA
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Cunapom ®@paHyecKeTTH
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Cunapom Perra Ha ¢done gepunura
(poJIaTHOrO MUKJIA
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MdeHOMEH CMHTPOIINN — COBPEMEHHAas
ocooeHHoCTH P3

HecoBepiieHHBIN OCTEOTeHE3.
Hepuuurt ¢goaarHoro nukJjia

HecoBepiieHHBIN OCTEOreHe3
Hepuuut ¢osaTHOro HUKJIA
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Cunapom JJiepca-/laniioca ¢ HapyleHueM o0MeHa
cepocojepKalX AMHUHOKHNCIOT 1
MYKOMNOJIMCAXAPH/IOB.

Oonapyxen noaumopdpmm MTHFR G1793A, MTRR
A66G B reTepo3uroTHOM COCTOSIHMU

Moszanuynas ¢popma cuHApOMA
Hlepemesckoro-Tepuepa.
Hepumur ¢pepmMeHTOB (POIATHOIO LMK
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CeMeliHBIH CJIyYal SIMTeHeTHYecKOoil 00JIe3HU.
I'unomernaupoBanue IHK, nepuuut ¢oaTHoro Huk/ia, HapyueHue
o0MeHa MeTHOHWHA (Mo3an4Hast (opma Tpucomun no 21 xpomocome,

XPOMOCOMHBIi1 o tuMopdu3m o xpomocome 1). [ToaumopdpuzMsl B reHax
donarnoro uukiaa: MTHFR 677C/T B rereposuroraom cocrossauu, MTRR
66 G B roMO3UTOTHOM COCTOSTHHH

&

Mmnoronnyeckast Aucrpopusi.
Hepuunt pepmMeHTOB POIATHOrO HUKIA
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JnureHeTnyeckas 00Jie3Hb. HApylIeHUe 00MeHAa
TIAKONPOTEHA0B (1eheKT MOCTTPAHCIAAIMOHHOI
MoauuKanNn IN30cOMAIbHBIX (hepmeHTOB). Hapymenue
odmena oaaTHoro nukiaa (moumopdusm 66A—G (122M) B
reie MTRR B rerepo3urorHom coctosstHuu). XpoMOCOMHBI#i
nojaumoppusm: 46, XY, 14ps+.

AHTeHaTaJbHAs rude/ib ABYX Aerei. ledpunur ¢pepmenton
¢onatHoro nukia. Tpomo6o3 cocyn1oB MmaTku npu 3-i
OepeMeHHocTH. Jleuenue. Poxaenue 310poBoro pedeHka
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O6ciienoBanNe y4eHUKOB ruMHa3uu M. KopoJieHko BbIsIBIIIO
o0oanmoe uyncao P3. OobeanHenne onexaer raMHa3HIO

MNGJE -cunapom
(MUTOXOHAPHAIBLHASI HEHPO-KeTyT0UHO-
KHIeYHasi YHIedasonaTus)

19



Myxkonoaucaxapuao3s, | Tum.

(cunapom I'ypaep)

MELAS Cunapom
o | |WV?-."T |

|
|
|
|

IIposenen moanbii cukBene MmT/IHK.

Hajiinensl mytanun 14470T/C 14766C/T, 15326A/G
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Cunapom IleanBerepa.
I'omouucrTunypus || Tuna

Mo3sauunas popma cunapoma IlepmeBckoro-Tepuepa (46, XX/45, X).
HenedpupennmpoBannas popma MmyKomnoaucaxapugosa. Bropuunas

muToxoHapuonatus (moaumoppusmer 8697G/A, 8860Gs rene TPHK-1u3un).

Iereposurorusniii kommayny (MTHFR, MTRR )
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I'opoackas Accouuanus
Nnpo¢eCCUHOHAIOB-TEHETUKOB M CeMe,
HMEIIIUX JeTer ¢ peHUIKeTOHypH e

HEOTJIOKHBIE JENCTBUS

Pa3paboTath HOpMAaTHBHBIE JOKYMEHTHI.
BBecTn reHeTHYeCKui MOHUTOPUHT P3.

Pa3paborars 1 npuaaTs Koamemmuo u
LlemeByto [ ocymapCTBEHHY 1O
nporpammy «Pejkre 001e3H1».

OTKpBITh KIMHUKY PEAKUX OOJIE3HEH.

3aKOHYNTH MAaTEPUATLHO-TEXHUIECKOE
obecmeuenue LleHTpa peaknx O0oae3HEH.

3aBepmnTh co3aanre cucremsl On-line
JJIS1 KOHCYJIbTAIUNA W KOH(PEPEHITUN.




7. OTKpPBITH rOCYIAPCTBEHHYIO FTOPSAIYO
JIMHUIO JIJI OKa3aHUsI HHPOPMAITMOHHOMN
MOJIJIEPKKU CEMbSAM C P3.

O6ecneunTh WHANBUAYATbHBINA BHIOOD
METOIOB MTOKU3HEHHOTO JieueHus P3
METa00JIMIECKON PUPOIBI.

[ToBbicUTh 3 (PEKTUBHOCTH
IPEKOHIENIIMOHHON TPOPIITAKTAKHN CPEIH
HaceJIeHUs, KaKk METOa TIEPBUIHON

PO UITAKTUKH.

. IIoBBICUTH OTBETCTBEHHOCTD
POAUTEIIEN 32 KAYECTBO MOJATOTOBKHU K
PEeIPOAYKTUBHOM (PYHKIIMU CEMBH.

. ChopmupoBath 00IIECTBEHHOE
MHEHHE O COIMaIbHON 3HAYMMOCTH
nedyeHus P3.

. [IpuBneur CMMU, oO1IIECTBEHHBIE
OpTraHU3AIMA U COLUATIBHYIO
peKIamy.

. Ilogmepkath pOAATEIILCKUE
acCoIrallii, MTHTErPUPOBATH UX
B3aMOJIEUCTBHE CO CIICIIMAINCTAMMU.
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EJUHCTBEHHBIN
BbIXO/

KOHIIEHTPALIUA YCWINN
IT'OCYJIAPCTBA, CHEIIUAJIVICTOB
U ACCOLIMAIINM CEMEMH C P3 B
CO3JIAHUU CUCTEMBI
OKA3AHUSA TIOMOIIHA FOJbHBIM
C PEJKUMHU (OP®AHHBIMMN)
3ABOJIEBAHUSIMU B YKPAUHE

1 rosiocyro «3A»!

o
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dddexThl peaduauTAAH

«CBAATOC CEMENCTBO»

Ho nierorepamii Micas gierorepamii
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Cunapom MakkbroHa-OJuiopanrta

Ilocse 10 e peaduanTanuu poauJINCh IBOE 3I0POBBIX JIeTel —
Codusa u Ockap v :

IIpuMep MeRIYHAPOTHON UHTErPALIUMN
Yepuuros-XapbskoB-J10H10H

26



PE3OJIIOIIS (mpoekT)
®opymy «<PA3OM 3APAJIN JITEN»,
IPUCBAYEHOr0 MPO0JIeMaM PIIKICHUAX
3aXBOPIOBAHb, XaPYYBAHHA | eTHYHUM

npoodJemMam,
SIK [J1002JIbHUM CKJIAA0OBUM SIKOCTI JKUTTH

28-29 mororo 2012poky,

XapkiB, YkpaiHa

28-29 mwortoro 2012poky y micti XapkoBi Bin0yBcs
®opym «<PA3OM 3APAIU JITEM>,
OpraHizoBaHuil

@opyM nponnos 3a miaTpuMkn Paan HanioHAAbHOI 0€e3leKu Ta
000poOHN YKpaiHM.




Yuacuukun @opymy 3rogni, mo “PigkicHi 3axBopoBaHHs’ — 1€
3aXBOpPIOBAHHS, fAKI HecyThb y c00i 3arpody sl KUTTA a00 XpoHizauiro
NpPOrpecyloyoro 3aXBOpIOBaHHsA. be3 JikyBaHHsS — Wi 3aXBOPIOBaHHS
NpU3BOASTH A0 cMepTi a00 10 iHBagigu3aimii xsoporo. Ili 3axBoproBanHs MalOTh
nommupenicTs cepen Hacejaentss 5 Ha 10000 @oo 1 na 2000) Pexomennanii Paxu
€pponn 08.06.200% oiir y cepepi Piokicnux 3axeoprosansy 2009/C 151/02).

Yuacanku @opyMy 3a3HAYAKOTH, 0 B KpaiHi JiarHOCTOBAHO 3HAYHY
KinpKicTh P3 (XBOpoOM HaKONWYEHHsI, B TOMY YHCJi, MyKONOJicaxapuio3u,
HellpoJereHepaTuBHI 3aXBOpPHOBaHHsA, XxBopoOa [ome, xBopo6a Ilomme;
MITOXOHAPiaJdbHI XBOpOOM, eNireHeTHYHi XBOPOOM, OHKOTeHEeTHYHI CHHIPOMM;
HEPBOBO-M’ 5130Bi XBopoOM (cmiHaiabHa M si3oBa arpodist, M’ si30Ba AucTpodisn);
MYKOBICIIMI03; OpraHiyHi amuaypii; emireHeTMYHi XBOpPOOW, OHKOTreHeTHYHI
CHHAPOMH, MOPYIIEHHsSI OKMCIEHHS KUPHUX KHUCJIOT), (peHlIKeTOHypis Ta iHmri
NOopyLIeHHsI MeTa001i3My amiHokHuca0T. He3Baxkaroun Ha He3HAYHY HUDPY A5
KOKHOI0 PiIKiCHOr0 3aXBOpPHOBaHHsA, B oOcsirax /lep:kaBu me Moxke 03HAYATH
0araTo THCHY NALIE€HTIB, [0 HE OTPUMYIOThH 21eKBATHOI I0MIOMOTH.

Yuacanku @opymMy 3a3HAYAKOTH, IO PIIKICHI 32aXBOPIOBAHHS, sIKi paHime
BBa)KAJIMCS HeKypadelbHUMH, ChOr0Hi ycmilHo Jgikyorbesi. HaBits Ti ¢popmu,
sIKi paHille BBa:KAJHCH CY0JeTAJbHUMHU 1 JeTaJbHUMH, IPH PAHHLOMY
BUSIBJIEHHI MOKYTh MiIgaBaTHCs KOpeKIii 3 TMOBHOI 200 YacTKOBOI
peadiiiTanielo XBOpUX NMpPH yMOBi JiKkyBaHHsI Ha mpoTs3i xkutTs. Lle m103Bojasie
MOBEPHYTH B CYyCHiJIbCTBO (PI3BMYHO- i cCONIaTbHO - aJaNTOBAHUX, MPale3aTHUX
JIIOJeH.

Yuacaukun @opymy YyCBiIOMJIIOIOTH, [0 Bil JOCATHEHb HAYKH, CHiJIbHHX
Oiil Jep:kaBU MeaMKiB, 0aThbKiB Ta CycHiJibcTBa B HIJIOMY, 3HAYHOI MipoIo
3aJIe’KUTh SIK 3/0pOB'Sl  Hamii, Tak i JKUTTA WAli€eHTIB 3 piakicHUMHU
3aXBOPIOBAHHSIMH. YYACHHKH MAIOTh METY 00 €IHATH TBOPYMW MOTEHIiaN /JIsi
NorJu0JieHHs1 3HaHb, OOMIH JOCBiIOM, pO3pPOOKHM NLISAXIB BIPOBAIKEHHS
HalicyyacHIIIMX MeTOAIB JiKyBaHHS, TIATHOCTHUKHU Ta NPoPilakTHKHN pigKicHUX
3aXBOPIOBAaHb, iHINIIOBATH 3MiHM 10 3aKOHOJABCTBA YKPAiHU /JIsi BUPilIeHHS
IUX MUTAHb.

Yuyacaukn @opymMy 3BepHYJHM yBary 3aKOHOJABHiB, CYCHiIbCTBA,
npodecionaiiB Ha Te, [0 HEIOCKOHAJIA HOPMATHBHO-NPAaBOBA 0232, Jep:KaBHO-
CTATHCTHYHHN 00JiKk (BiZCyTHiCTH peecTpy piAKiCHHX 3aXBOPIOBAHB),
BIICYTHIiCTh CHCTEMHOI0 MiAX0Ay /10 JiKyBaHHS Ta 3a0e3MeYeHHs JiKapchbKUMHU
3ac00aMHM XBOpHX HAa PpiAKicHI 3aXBOPIOBaHHSI He A03BOJISIIOTH 3a0e3MeYHTH
NpaBa 3HAYHOT'0 NPOIIAPKY CYCHIBLCTBA, 10 MIOTPE0YE JOMOMOTH.

Yuyacaukn @®opymy 3a3HauyalOTh, [0 CyCHLJIbCTBO, sIKe He 3Haiiome 3
NpoodJ1eMoI0 PilKiCHUX 3aXBOPIOBaHb, MOTPedY€ OCBITHIX 3aX0iB, METOI0 SIKUX
cTaHe YCBiIOMJIeHHsI HUM PiBHUX NpPaB Nali€HTIB 3 PiAKICHIM 3aXBOPHOBAHHAM
Ha IHKJIIO3MBHY OCBiTYy, HOpamo, Ha ydYacTb y TPYAOBiii AisabHOCTI Ta
CyCHiJIbHOMY KUTTIi, HA PO3KPHUTTS 0COOMCTOr0 MOTEHIliATY.
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Y migcymMKy, yuacHuka @opymy
NMPONOHYIOTh!

1.CTBOpUTH MPOTATOM ABOX MicsiiB (10 1
TpaBHsa 2012poky) npu MO3 Ykpainu
Excneprny Pagy no piakicHum
3aXBOPIHOBAHHAM, /10 CKJIAAY SIKOI
BKJIIOYHUTH JIKAPiB-cHeHiagaicTiB,
HAYKOBIIiB, EKOHOMICTIB, IPeJACTABHUKIB
0aTHKIBCHLKHUX acouialii, MpeICTABHUKIB
Oi3Hecy 3 METOI0 PO3POOKH 3aKOHOIABYHUX
aAKTIB YKpaiHU 10 MOTPed XBOPHX 3
PIAKICHUMH 32XBOPIOBAHHAMM.

2. DopyM pekoMeHaye (30KkpeMa) AejieryBaTu
10 Excriepraoi Paau

- 6i0 (hapmayesmuyHUX KOMNAHIIL:
Ceprienko C.B.

I'ydanosa 1.3.

Pogsnina O.I1.

— 6i0 HAYKOBYIE:
npodecop I'peuanina O.5.,
npodecop ®poiosa T.B.;

— ¢id Jll.l\‘[lpl'(i: I\/[Glo llal(lFH"lc]‘;ﬂf\l/;x op2anizaulu .
I'peuanina FO.B. ki a“"“‘e(‘;’;f 18
Oseposa JI.C. S

3au6cpka O.I1. Kynema T. T
Mouonan JI.B. Jlamko K.
Iaciuauk O.B. Bacunenxo A.

€pmonaes M.M. 3OH?THX IL.B.
IMaTiiio A.B. IIysikoBa A.B.

HApons O.0.
IHomagenens JII.
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3. BU3HA4YUTH cTaTyC XBOPHUX 3 PiAKiCHUMH
(opaHHNMH) 3aXBOPIOBAHHAMMU HLISIXOM
B/AOCKOHAJICHHS IIPABOBOI 0a3H.

. TepminoBO cTBOpUTH
3arajibHoJep:kaBHuu peectp P3.

. BinkpuTu Ha 0a3i XapKiBCbKOro
CHeniaai30BaHOr0 MeIUKO-TEHETUYHOI 0
neHTpy BeceykpaiHCbKNM HEHTP PiAKiCHUX
xBOop0o0 MO3 Ykpainu 3 KJIIHIKOIO I
MALIEHTIB 3 PIAKICHUMH
3aXBOPIOBAHHAMMU.

. 3a0e3meun T ANTEeYHY MEpPexKy
JIKYyBAJbHUMM NpenaparaMmu
(xapuyBanusam) s P3.

BpaxoBylouu BHCOKY COHIaJbHY 3HAYYIHICTh
npodaemu P3 Ta HeoOXigHicTH 3aJyYeHHS
Oararbox MiHicTepcTB Ta BHOYIOBH HOBOI
IHHOBANINHOI MOJITHKHA, TPeda NMPUCBATUTH TeMi
PiAKICHUX 3aXBOPIOBaHb CcHeliajJibHEe 3acCiIaHHs
Paju HanioHa/IbHOI O0e3leKH YKPaiHu.

Hanpasutu Pe3osnonio @opymy

BIJ IMEHI OPTKOMITETY ®OPYMY
npodecop I'peuanina O.51.
Maromenko B.M.
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CITACHUBO 3A BHUMAHMUE!
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