) I MIHICTEPCTBO T S Buropenn
OXOPOHH cference
3110P0B'A i
YKPAIHI

EUROPEAN SOCIETY OF HUMAN GENETICS Rare Diseases Doctors
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CKPUHIHI B VKPAIHI:
BITPOBAJIKEHHS €BPOITEMICBKOI'O TA
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3 Harogy Mi>XKHapOIHOTO IHSI
HEeOHATA/JIbHOI'O CKPUHIHTY
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3A I TPUMKU

MiHicTepCTBO OXOPOHM 340pOB’Sd YKpaiHu
€BporneicbKe TOBAPUCTBO TeHEeTUKU JIIOOAVUHU
€BpornericbKa OpraHisailis 1o piKiCHMM 3aXBOPIOBAHHSIM

€Bporneiicbka pedepeHcHa Mepexka

OPTAHI3ATOPU KOH®EPEHIIII

HaiioHasibHMIT YHiBepCUTET OXOpOHU 30poB’s iMmeHi IT.JL.IIlynmka

HalijioHa/sibHa auTs4a crieniajgizoBaHa jJikapHs «OXMaTanuT»
MO3 Ykpainu (HICJI «Oxmataut» MO3 YkpaiHm)

BceykpaiHcbKa acoliiallist creliajaicTiB 3 MeIUMUYHOI Ta 1abopaToOpHOI
reHeTuku (BACMJIT)

OPT'KOMITET

Harasnis ['opoBeHkO 3aBimyBauka kadenpu MegMUHOI Ta 1abOpaTOPHOiI reHeTUKM
HallioHa/IbHOTO YHIBEPCUTETY OXOPOHM 3[0POB’S iMeHi
[T.JI.Ilynuka, O.M.H., ipodecop, wieH-kopecnoHaeHT HAMH
Vkpainu, [Tpesument BACMIIT

Haranis CaBuuyk [TpopexTop 3 HAyKOBOi po60TH HallioHaTbHOTO YHIBEPCUTETY
oxopoHu 300poB’s iMeHi I1.JI.Ilynuka, aA.M.H., mpodecop

TersiHa IBaHOBa Menuunnii gupekTop 3 MmeauuHnux nutadnb HACJT «OxmaTaut»
MO3 Vkpainu, K.M.H.

Haranist OnbxoBu4 3aBimyBau jabopaTtopii megnuHoi reneTuky HICJT «OXMaTauT»
MO3 Vkpaiunu, 1.6.H., Bie-nipe3ument BACMJIT

304 Poccoxa Iupextop PedepeHc-11eHTPY 3 MOJIEKYJISIPHOI AiaTHOCTUKM

MO3 Ykpainu, K.M.H, Bile-npe3ugeHT BACMIJIT

Oner [TomoseHko 3acTynHuk reHepajiibHoro aupekropa HICJT «Oxmataut»
MO3 Vkpaiuu



Hopori Koneru!

MuHy0 GisibIle I’ SITAECSITY POKIB BiITOMI, SIK MAcCOBMI CKPMHIHT HOBOHAPOIKEHMUX
BIIepIlie AO3BOJIMB BUSIBJSTY i IOUYMHATY TPECUMITTOMATUUHE JIiKyBaHHS TSIKKUX
CIaJKOBMX 3aXBOplOBaHb. CaMe 3aBOSIKM OOKJiIHIUHIl AiarHOCTUILI i paAHHbOMY
BTPYYaHHIO Ha CbOTOAHIIIIHII AeHb B CBiTi, HATPMUKIIA, MIPAKTUIHO HEMOXX/IMBO 3HANTHU
nairieHTa 3 MaHiecTHOO KaacuuHoio popmoio peHinkeToHypii. [IpoTsirom 1ux

I SITIECSITY POKiB PO3BUTOK IiarHOCTUYHMX i TepareBTUIHMX MOKIMBOCTEN 3p00VIn
HEeOHAaTa/IbHMI CKPUHIHT CIIpaB/i PeBOJIOLIIIHOI BiX010 B CMCTeMi rTpOMaZChbKOI0

30 0pOB’S, sIKa J03BOJIM/IA 3SHU3UTY MAJIFOKOBY iHBaJIiAi3allilo i cMepTHicTh. Ha Big3Haky
1IbOT'0, MisKHApOJHA CHiJIbHOTA, IIOPiYHO, 28 YepBHS, B IeHb HAPOIKEHHS «0aThKa»
HeOHaTaJbHOTO CKpUHiHTY PobepTa I'aTpi, Big3Hauae MikHapogHuit JeHb MacOBOTO
HEOHATAJIbHOTO CKPUHIHTY.

Came Tomy, 28 yepBHS 2022 poKy, Brepiiie B YKpaiHi Ipoiige MixkHapogHa KOHdepeHIis 3
IMTaHb HEOHATAJIbHOT'O CKPUHIHTY. B 11ei1 feHb YKpaiHa cTaHe He Jiiiie €BPOIeCbKUM, a
71 CBITOBMM 1IEHTPOM OOGrOBOPEHHSI HOBUX IPOTPECUBHUX ileii Ta MPOPUBIB y raaysi
MIPeCUMITOMATUYHOI AiarHOCTUKY Ta JIIKYBaHHS PiIKICHMX 3aXBOPIOBaHb.

Oco06yimBOro 3HaueHHs1 HabyBae 11e¥ 3axiz Tomy, mo 'y 2021 poii MiHicTepCcTBO OXOPOHU
300pOB’s1 YKpaiHM CIiJIbHO 3 Acollialli€lo cIieliaaicTiB 3 MeIMYHOi Ta JIJabopaTOpPHOI
reHeTuku (BACMIJIT) po3po6uin IMpoeKT Ta MiiroTyBaau 6a3y Aj1s1 BIPOBaIKeHHS HOBOI
CUCTEMM PO3IIMPEHOT0 CKPMHIHTY HOBOHAPOIKEeHUX, SIKUI BKIIOYA€ BUSIBJIEHHS 21
TSIKKOTO PiIKICHOTO 3aXBOpIOBaHHS. Lleil mpoeKT miaATpuMasio HaliBuIle KepiBHUIITBO
Hallloi JepskaBu. HarlioHasibHa MporpamMa rnmoBmMHHa 6yna craptyBaTu 1 uepBHs 2022 poKy.
Ha >kasib, cTpalliHa BiliHAa, SIKY pOCis po3Ioydasia IIpOTH HAIllol KpaiHu, BTPYTUIIAcCs y
BIIPOBAIKEHHS 1Ii€i CMCTeMMU, ajie He 3yIMHUIA 10ro.

Mu gy>ke BASIYHI KJIIOYOBMM €BPOIIEVICBKMM OpraHisalisim — EBporeiicbkoMy TOBapUCTBY
reHetuku aroavHn (ESHG) Ta €BporelichbKiit opraHisaiiii 3 piIKiCHUX 3aXBOPIOBaHb
(EURORDIS - Rare Diseases Europe), a TaKOX IIPOBiAHMM BUEHUM i KIiHIIMCTAM 3
6araTbox KpaiH, sIKi JIF00’SI3HO MOTOAMINCS MTiATpUMAaTH Haly KoH(epeHIiiio Ta
MOJIIMTICS CBOIMM 3HAHHSIMM i JOCBiAOM opraHisaiiii Ta edeKTMBHOTO QYHKI[IOHYBaHHS
HEOHATAJIbHOTO CKPUHIHTY.

HesBaskaiouy Ha Te, 1110 peecTpallist Ha KoH¢epeHIlii TaKoro piBHS 3a3BMyYaii IJ1aTHA,
OpraHizaTopy LIbOr0 POKY 3HAMIILJIM MOKIMBICTb ITPOBECTHU i1 Ha 6e30Il/IaTHil OCHOBI.

KoudepeHntiist 6yme mpoBOOUTICh B OHJIAMH PEXKMMI.

MoBa kKoHbepeHIIii ykpaiHCbKa, aHIJIi/iCbKa.



BIZIKPUTTS KOH®EPEHIIII

9.00 - 9.30

Bitanug Big MiHicTepcTBa
OXOPOHU 310POB’a YKpaiHu

BikTop JIsmKko,
MiHicTp OXOpOHMU 340pOB’Sd YKpaiHu

BiTanHg Big €EBpomneicbKoOro
TOBAPUCTBA FreHEeTUKU JTIOAUHU

Maypinio Oxenyapni,
[IpesueHT EBpONMeiCcbKOTO TOBapuUCTBa
reHeTUKU JIIOOUHHU

BiTanHg Big €BpomneiicbKoi opraHisarii
Mo PigKiCHUM 3aXBOPIOBAHHIM

Maiika Bino6yp,

lTonoBHMII onmepaniiiHUI AUPEKTOP
€BpoIeiicbKOil opraHisanii mo pigKicHUM
3aXBOPIOBAaHHAM

BitanH4g Big HanioHanbHOro yHiBepCUTETY
oxopoHu 3mopoB’sa imeHi IT.JI.Ilynuka

IOpiit BroBuueHko,
B.o.PexTopa HamioHasibHOTrO YHiBepCcUTeETY
oxopoHUu 370poB’sa imeHi I1.JI.Illynuka

Bitanug Big HamioHanbHOi guUTSI4YO0i
crmenianizoBaHoi AMikapHi «OXMaTouUT»
MO3 Vkpainu

Bonogumup >XoBHip,
lenepanbuuimt nupertop HACJI
«Oxmatout» MO3 Vkpainu

BitanHs Big BceykpaiHcbhKoi acomianii
creliaaicTtiB 3 MeIMUYHOI Ta
nabopaTopHOi TeHEeTUKHU

Hartanisa 'opoBeHkKkoO,
MMpesupgent BACMIJIT

BitanHg Big 'pomancbkoi crijaku
«OpdaHHi 3axBopoBaHHA YKpaiHU»

Terssua Kynemia,
TonoBa I'C «OpdaHHi 3aXBOPIOBAHHS
VKkpaiHmu»

NEP>KABHUI ITPOEKT HOBOI CUCTEMU PO3IIMPEHHOI'O HEOHATAJIBHOT'O CKPHUHTY

9.30 - 9.50

Ilep>kaBHUI MPOEKT HOBOI CUCTEMMU PO3UIUPEHOTO
HEeOHaTaJbHOTO0 CKPUHIHTY, SIK OAMH i3 crioco6iB

MiHiMi3anii momepeaXeHOi CMepPTHOCTI miTei mo
5 pokis

Ipuna Mukuuak,
[Mepmuit 3acTynHUK MiHicTpa OXOpOHU
300poB’sT YKpainu

9.50 - 10.10

CyuyacHUIi1 cTaH peanisalii Jep>XaBHOTO MPOEKTY
HOBOI CHMCTeMM PO3UIMPEHOTO HEOHATAJbHOIO
CKPUHIHTY

Haranis 'opoBeHKO,
HaTtanis OabxoBuu,
Oner Ilono3eHko, YKpaiHa

10.10 - 10.30

HOCIT « OXMATOWUT» MO3 Ykpainu — ExcriepTHU
LEeHTpP KJAiHiKO-/1abopaTOpHOTo 3abe3meUyeHHS
HOBOi CMCTeMM HEOHAaTaJbHOTO CKPUHIHTY B
YxkpaiHi

HaTtanais OanbxoBuu,
Terssna IBaHOBa,
Haranis CamoHeHKO, YKpaiHa



CBITOBWMW A0CBIA PO3LUMPEHOIO HEOHATAJIBHOIO CKPUHIHIY

IHpopManijfiHO-TOricTUUHe 3a6e3MedeHHS IIpod. Nxaukapio Jla Mapka,
CKPUMHIHTY HOBOHApOJXeHUX Itanis

Vcnoixy HeoHaTalbHOTO CKPUHIHTY Ta IIpod. Jlopau Cepse,
NPeCcMMOTOMATUUYHOTO JiKyBaHHS COiHAIbHOI Benuka Bpuranis ta Beabrig

M’s130B0oi arpodii

11.40 - 12.20

[MinTBepa>keHHS AiarHO3y — OAMH 3 IIpod. Amenisa MoppoHe,

HaliBakAMUBIIUX eTaliB y nporpami ITamisa

CKPUHIHTY HOBOHApPOXKeHUX

12.20 - 13.00

YecbKUil JOCBiJg po3mMMpeHHS IIpod. Biktop Koxkuu,

nporpamu NBS: mabopaTopHi Ta eTMUYHI MUTAHHS Yecbka pecnybiika
13.00 - 14.00 Oo6ing

14.00 - 14.40

I[ToTeHiliHi 1IiTbOBi 3aXBOPIOBAHHSI IIpod. Uopu Onisep Cacc,

CKPMHIHTY HOBOHApPOJKeHUX Himeuunna

14.40 - 15.10

IIpod. Minau Mauexk,

MykoBicMA03 — cy4yacHi pekoMeHpganii
Yechka pecnybamka

Po3nanayu OKMCIEHHS XUPHUX KUCTOT: Op. Kapnao Odionici Biui,
CKPUHIHT HOBOHAPOJKEeHUX, AiarHOCTUUYHE ITania

MigTBepIKeHHS Ta CTpaTeTii JiKyBaHHS

15.40 - 16.10

. . . IIpod. Pyo6io l'osannbo,
HeoHaTanpHMII CKPUHIHT Ta TaJakKToO3eMis ;

Higepnaugu

16.10 - 16.40
HeoHaTalbHMUIl CKPUHIHT BPOAKEHOT IIpod. Haranis 3eniHchbka,
ouchbyHKIOii Kopu HAZHUPKOBUX 347103 Yxpaina
16.40 - 17.20
CKpUHIHT HOBOHapOJIKeHMUX Ha Ba>XKUil IIpod. OAxenidep Ilaxk,
KoM6iHOBaHuit imyHogedinut (SCID) y CIIA: CIIA

IO MU Oi3HANIUCSH

17.20 - 17.40

Jduckycisa

3AKPUTTSA KOH®EPEHIIII



BikTop JISmKko

MiHicTp OXOpOHMU 340pPOB’SA YKpaiHu

Maypinio J>)keHyapnai

Bine-npesugeHT €EBponeiicbkKOTO TOBAPUCTBA TeHETUKHU
nonuuu. IlIpodecop Kapeapu MegAMUHOT TeHETUKM
Karonuubkoro yHiBepcurtety CBsatoro Cepusi, Pum, Itanisg
OupexTop Bigminy meauuHoi reHeTuku, ®oHp
yHiBepcureTrcbKoi nikapHi A. Ixemenni, Pum, Itanis

Maiika Binoyp

TonoBHuit onepaniinuin gupekrop EURORDIS
SIK TOJTOBHUII BUKOHABUYMI OUPEKTOpP, BiH BifgmoBigae 3a HAraAsMd,
MigTPpUMKY, KOOpAMUHAIil0, PpO3BUTOK Ta PO3IMIMPEHHS ollepaliii,
nporpam i npoektiB EURORDIS, axi oxonnwooThs Taki chepu:
OOocCHimHUIIbKA iHGpacTpyKTypa Ta KJIiHIYHI JoCHigkeHHS;
TepanmeBTUYHUI PO3BUTOK, iHPopmallis Ta JoCTym A0 JiKiB;
oxopoHa 3M0poB&#39;9 Ta EBponelichKi JOBiIKOBI Mepexi;
coliaZlbHi MOCAYrM Ta KOMIIJIEKCHUN HOTJSAM; OHJNAH-CHiTbHOTHU
Mali€eHTiB Ta coliaJbHi Mepexi; pO3BUTOK MOTeHI[iany agBoKaIllii
namieHTiB; iHbopmManiiHO-KOMYyHiKaIiliHi; i pO3BUTOK pecypcis.
Moro ponb nmonsrae B 3ab6e3nevenHi Toro, mob i saxoau 6yau
CTpaTerivyHoO 3HAUMMUMMU, €ePEKTUBHUMMU Ta EKOHOMIUHO
epekTMBHUMU; MO3UILIOHYETHCSA B paMKaXxX Micii, HiHHOCTeI i
crpaterii EURORDIS i 3anyuae nmpaBuJbHUX MapTHEPIB i
3alliKaBJIeHUX CTOPiH.

IOpiit BooBuuyeHKO

B.o. pexTopa HallioHa/lbHOTO YHiBEepPCUTETY
OXOpOHU 3M0poB’sa Ykpaiuu imeni II.JI. lllynuxka,
npodecop Kapeapu akyuepcrBa, TiHeKoJOTii Ta

nepuHarosorii HamioHanbHOTO YHiBEpCUTETY OXOPOHU
3nopoB’s Ykpaiuu imeni I1.JI. llynuka, O.Mm.H., npodecop,
yjeH-kopecrnoHmeHT HAMH Vkpaiuu



/)

Bonogumup JXoBHip

lenepanbuuit pupexkrop HACJ «OxmaTouT»,
MO3 Vkpaiuu, 1.M.H

Haranis TopoBeHKO

3aBimyBauka Kadbenpu MmeauuHoi Ta 1abopaTOpHOI TeHETUKHU
HanioHanbHOTO YHiBEPCUTETY OXOPOHU 30POB’S iMeHi
IM.JI.llynuka, n.M.H., ipodecop, 4YIeH-KOPeCIOHIEeHT
HAMH Vxkpainu, IIpesugear BACMIJIT

Tetiana Kulesha

lTonoBa panu 'poManachkoi CiakuU
OpdaHHi 3axBoprBaHHS YKpaiHM Ta CIiB3aCHOBHUIIS
douny Opdbanui CuHUIi, IKa JOMOMAarae XUTKU OiTIM i3
PiAKiCHUMMU FTeHEeTUUYHUMMU 3aXBOPIOBAHHIMMU.

Ipuna Mukmnuak

IIepmwuit 3acTynHUK MiHicTpa OXOpOoHM
300pOB’ss YKpaiHu



Terssua IBaHOBa

Menu4yHUM OUPEKTOpP 3 MeAMUYHUX NIUTAHDb
HACJ «Oxmatnut» MO3 Ykpaiuu, K.M.H

Oner ITono3eHKO

3aCTYIHUK FeHepaJbHOTO OIUPEKTOpA
HIOCJT «Oxmataut» MO3 YkpaiHu

HaTtanig OapXoBu4

3aBigyBau yjabopaTopii MeguUYHOI reHEeTUKU
HOCJ «Oxmataut» MO3 Ykpaiuu, 0.6.H.,
Bime-npesugeHt BACMIJIT

HaTanigs CaMOHEeHKO

3aBigmyBau lleHTpy opdbaHHMUX 3aXBOPIOBaHb
Ta reHHoi Tepamii,
HIOCJ «Oxmataut» MO3 YkpaiHu




IIpod. Oxxaukapuao Jla Mapka

HoueHTt dapmakonorii, YHiBepcuter ®nopeniii
KepiBHuK nabopatopii CKpMHIHTY HOBOHApOIKeHUX,
KjAiHiuHOi ximii Ta papmakonorii, fuTsg4a AikapHs
Meiiep, ®nopeHuis, Itanig.

I[Ipodecop kaiHiuHoOi 6ioximii Ta KAiHiYHOI MOJNIeKYyASIpHOI
6ionmorii YuiBepcuretr ®nopeHnmii.

UneH nupekTuUBHOI pagu ToBapucTBa 3 BUBUEHHS BPOAXEHUX

noMuiaok merabonizmy (SSIEM)

MpesupenT LeHTpy Mac-cnekTpomeTpii ®1opeHTiicbKOTO

YHiBepCcuUTeTy
Unen KoncyanbratTubHoi pagmu CLSI (IHCTUTYT cTaHAapTiB
KJAiHiuHMX JabopaTopiit) 3 mepernsay pekomenpaiiii CIIA mjomo

PO3IIMPEHOTI0 CKPMUHIHIY HOBOHAPOJAXeHUX 3a LJOIMOMOTOI0
TAaHZEeMHOI Mac-CIeKTpoMeTpii.

Ynenow Irtaniicbkol pagu 3 po3MWIMPEHOT0 CKPUHIHTY
HOBOHApOJXeHUX 33 AONOMOrOI0 TaHAEMHOI Mac-CIIeKTpOMeTpii,
MinicTepcTBO OXOpOoHU 340pOB'S ITamii
Ynen Pagu SSIEM (ToBapuCTBO BMBUEHHS BPOJXEHUX NOMUIOK
MeTabonizmy)

IIpod. JIopau CepBe

OOoKTOp MeOUUYHUX HAayK, JOKTOp dinocodii, € mpodecopom
nmepiaTpii HepBOBO-M’sI30BUX 3aXBOpPIOBaHb B OkKchopacbkomMy
YHiBepcuUTeTi Ta 3ampomeHum npodbecopom YHIBEPCUTETY
JIbexa, Benbris. Bin 3akiHuuB JIyBeHCbKUIt YHiBepCUTET
(meguuuHa) i bplooccenp (memiaTpisi), a TaKOX HaBYaBCS K
OUTS4YU HeBpojaor y JdikapHi Pob6eprta Jlebpe ([Tapuxk) i gk
Mmionor B IHcTuTyTi Mionorii B JIa-Ilitbe-Canpnetpiep (ITapux).
loro ocHOBHi HaAyKOBi iHTepecK OXOMNIOIOTh iHHOBAIifiHi
BMMipIOBaHHS pe3yJbTaTiB, AM3aliH KJIiHIYHMX BUIIPOOYBAHb Ta
CKPUHIHT HOBOHApOIXKeHUX. Bi"H 6paB yuacTh K PI y KibKOX
KJiHiYHUX BUNIPOOYBAHHAX 3i cniHanbHOI M’a30B0i aTtpodii,
X-mioTybynsipHoi miomarii Ta m’g930Boi guctpodii JwoimmeHHa,
a TaKOX OYOJII0€ HOBATOPCbKY MPOTpaMy CKPUHIHTY
HOBOHAPO/JAKEeHUX Ha CIMHAJbHY M’S130BY arpodiio
HOBOHapoakeHUX y benbrii.



IIpod. Amenis MoppoHe

OoueHT menpiatpii kadeagpu HelipoHAYK, IMICUXOJIOTII,
IocCHigXXeHb TiKapchKMUX 3aCc06iB Ta 3MOPOB’S miTeii
(NEUROFARBA) Tta kapenpu HelipoHayK OIUTSAUOi AikapHi
Meiiepa, ®nopeHiisa. 3aBigyBau nmabopaTopii MomekyasipHOi
Gionorii HelipomeTaboniunux 3axsopioBadb AOU Meyer,
OdnopeHuig. JocnaigXeHHS 3 MOJMEKYJASIPHOiI Ta KAITUHHOI
6ionorii, xapakTepuUCTMKA Ji30COMaJbHUX 3aXBOPHOBaHb
HaKOMMYEeHHS Ta HelipoMeTabolmiuHMUX po3namiB.
OCHOBHI HanmpsIMKM HayKOBUX AOCJHiAXeHb: KJIiHiUHA reHeTUKa,
6ioximisa, monmexkynsapHa 6ionorisg, kiaiTuHHaA O6iosoris Ta
JiarHocTuKa MeTaboJMiuYHUX pPo3JafdiB, BKAUAOUYM Ji30COMHI
XBOpo6U HakonuvyeHHS. [IpoTarom octanHix 20 pokiB Mu
pO3pO6UAM KOMIIJIEKCHY MaHea b 6ioXiMiuHUX Ta
TeHeTUUYHUX METOMiB A/ OiarHOCTUKMY MeTaboOMiuHUX po3ianiB
B Itanii. Okpim giarHocTMUYHOI poboTU, MU
30CepeXyEMOCh Ha pPi3HUX MpPOeKTax, iHililioBaHUX
KJAiHIYHMMM BUOaAKamMu (HampuKaang, Ji30COMHI
po3jiagy HaKOTUUYEeHHS, IIMKJ CeYoBUMHM). BUKOHAHO MPOEKTH 3
giarHoCTUKYM XBopo6u ®abpi Ta akKTyadbHOCTi ITMTUOOKUX
iHTPOHHUX MYyTalli#t Ta PyHKIiOHAAbHUX AOCHiAKEHbD.
[IpoTATOM OCTAaHHIX AIBAAUSITY POKiB MUTAHHS MIPO Te, SIK OAUH
red, GLB1, moxke BUKJIMKATY ABi pi3Hi MisocoMHi XxBopobu
HaKOMMUUYeHHS, TaHTA03uA03 GM1 i cuaApoM Mopkio, 6yn0 B
eHTpi yBaru HallUX OOCJHifgKeHb.

IIpod. BikTtop Koxuu

€ npodecopom MeauuHoi reHeTUKM Ha Kadenpi memiaTpii Ta
CIMagKOBUX MeTaboJNiuHMUX po3jamiB 3arajabHoi
yHiBepcuTteTrcbKkoi nikapHi B [Ipa3i Ta [lepmioro MegMUYHOTO
dakyabTeTy Kapnosoro yHiBepcurery, IIpara, Yecbka
Pecny6nika. Biktop Koxkuu 3akinuus llIkony 3aranbHOi
Mmenuuuuu Kapnosoro yHiBepcuTteTy B IIpa3i B 1985 poni. 3
MOMEHTY 3aKiHUeHHS ONpanoBaB B [HCTUTYTI cnagKoOBUX
XBOpPo6 06MiHY peuoBMH i cmeniani3yBaBcs Ha KAiHiIUHiN
6ioximii Ta MmeguuHiit redetruii, y 2012 poui cras
npodbecopom MeauuHoi reHeTuku B Kaprosomy
YHiBepcuTeri.

floro ocHOBHi iHTepecu — reHeTuuHi, 6ioximiuni, kniHiuHi, enigemionoriuni
Ta €eTUYHI aCMeKTHU CHagKOBUX MeTaboliuHMX po3nafiB (a caMe MOPYIIE€Hb, IO BIJIMBAKTH
Ha MeTaboyi3M BiTaMiHiB rpynu B Ta aMiHOKMCJIOT CipKM) Ta CKPUHIHT HOBOHAPOIKEeHUX.
ITpodecop Koxkuu 6yB KepiBHMKOM acCIlipaHTiB Ta acnipaHTiB, BiH € aBTopom noHan 140
ny6aikamiin y MikHAapOAHUX peleH30BaHUX JXKypHaaax, KiTbKOX po3AiniB y KHMUrax, a TakKoX
cTaTeit Ta po3miNiB y yechbKiif MeguuHiit niTepatypi. Bin 6yB uJeHOM paj KiIbKOX
MikHapogHuX HaykoBux toBapucts (SSIEM, ERNDIM Tta ESHG), a TakoX € 4ieHOM
BukonaBuoi pagu E-HOD 3 2013 poky. 3 2009 pokynpodecop Koxkuu € ronoBow YecbKoro
KOOPAMHAIIMAHOTO [eHTPY 3 NUTAaHb CKPUHIHTY HOBOHAPOJKEeHUX.



IIpod. Hopu Onisep Cacc

Enpodecopom GioaHamiTuku Ta 6ioximii B YHiBepcureri
npukaagHux Hayk bonH-Pelin-3ir y HimeuunHi Ta ouonie
OOCHiZHUIBKY TPYNY 3 BPOIAKEeHMUX MOMMUJIIOK MeTabonizmy.

Bin (kniniunwMit) 6ioximMik 3a 0CcBiTOI0, 30CcepemkeHuit Ha

po3yiamax MeTabo/MisMy aMiHOKMCJIOT 3 pPO3TaJdyXXeHUM
JAHIIOTOM (BK/JIIOUYAKUYM MOPYIIEHHS KeTOTeHe3y Ta
KeTOo/i3y), allMJII0OBAaHHS Ta JealMJIOBAaHHS (BKJIYAUYN
reHeTUYHi JediluTu amiHoanuaas, Taki IK xBopoba
KanaBaHa) Towo.

IIpod. Minau Mauek

FonoBa IHcTUTyTYy 6ioyorii Ta MegAMUYHOI reHEeTUKY
KapnoBoro yuiBepcuTetry B [Ipa3i Ta KepiBHUK
HanioHanbHOTro IIeHTPY MYKOBiCIIMA03y IIbOTO

iHCTUTYTY.

Op. Kapno Jionici Biui

HOokTtop Kapno [lioHici-Biui € kepiBHMKOM Bigminy
MeTa6oJIiYHMX 3aXBOpIOBaHb, MeTaboysiuHOi mabopaTopii
Ta JOCHiIJHUIBKOTO Bigminy meraboniuHMuX 3aXBOPIOBAHb Y
IuTg4iin nikapui bamb6ino /Ixke3y B Pumi, Itamis.

BiH 3aiiMaeThCs DOCHIIKEeHHSIMMU BPOIKEHUX MIOMUIOK
MeTa60Ji3My, 30cepeqMBIINCh HA HEBigKIaZHOMY
Ta JOBTOCTPOKOBOMY JIiKyBaHHi (BKJIIOUAlOUM TpaHCIJaHTalIlil0
MeYiHKM), HOBUX TEeXHOJIOTiAX MOKpaleHHs
NiarHOCTMYHUX MPOIEeCiB MIJIIXOM aHaNi3y 6iomapkepis,
CKPMHIHTY HOBOHAPOJKE€HUX Ta po3poobIi
pekoMeHpalili. Bin 6epe akKTMBHY yuacTh y Mmepexi MetabERN
Ta € yieHoM pob6ouoi rpynu MiHicTepcTBa
OXOpOHM 3M0poB’sa ITasnii 31 CKPMHIHTY HOBOHAPOIKeHUX.



IIpod. Pyoio 'ozanbb0

IIpodecop, memiarp 3 MeTaboOJNiUYHMUX 3aXBOPOBAHb MegUUYHOTO
meHTpy MaacTpuUXTChbKOTO YHiBepcuTety+. Ilicisg 3akiHUeHHS
cepenHboi mkoau B IcnaHii Ta CIIA BoHa NpoAgOBXKUjIa BUBUATHU
MeIULUHY B YHiBepcuTerax BaneHncii Ta Amcrtepmama. lani BoHa
crienjianisdyBassacs 3 nepiaTpii B guTsAdiit nikapui EMmmu B
AmvcTrepnami. [IloTiMm BOoOHaA mepeixana B MeAUUHUN LEHTP
yHiBepcurery Panbyn vy HeiimereHi, mo6 oTpuMaTu CTUIEH[iI0 3
MeTab6OJiYHMX 3aXBOPIOBAaHb i CTYMiHb JOKTOpa dinmocodii 3
MIiTOXOHJpiaJlbHUX 3aXBOPIOBAHb.

¥

A

V 2000 poui BoHa po3mnouasia po6oTy nmepiatrpa, 3ocepenxkyouuch Ha MmeTab6onizmi B MUMC+.
Bona mae 6araTtuii 1ocBig y pigKicHUX MeTabOJMiUYHMX 3aXBOPIOBAHHIX, BKAOUYAUYU
rajjakTo3emito, AJS IKMX BOHA PO3pob6mMIa MiXKAUCIUIIIHAPHY, MiKDaKyJIbTeTCbKY Ta
MiXKHapOAHO BU3HAHY JiHil0 gocaigXxeHb. g gocaigHULbKaA JiHig BOpOBaAXXeHa B MiXXHapoOaHY
Mepexy ranmakrosemii (GalNet) (www.galactosemianetwork.org), 3acHOBaHy Ta O4YOJII0BaHY HEW B
TicHiN cnmiBmpani 3 iHMMMMU BiZjoMMMM MeHTPaMM B Lii ranys3i Ta acomianigasmu nmagientis. MUMC+
BU3HaHUI ekcnepTHuM meHTpoM NFU 3 rpynu posnafniB rajaktosemii Ta € unenom MetabERN,
€BpormnelicbkKoi pedbepeHTHOI Mepexki AaST CMagKOBUX MeTaboJiYHMUX pO3TajiB.

IIpod. HaTtania 3eniHcbKka

3aBigyBauka BifmiNy AUTSUYOi eHOOKPUHOJOTiIi YKpaiHChKOTO
HayKOBO-MPAaKTUUYHOTO EHTPY €eHAOKPUHHOI
xipyprii, TpaHcnjaHTaLii eHIOKPUMHHUX OPraHiB i TKAaHUH
MO3 Vkpaiuu, n.mMm.H., mipodecop
lonoBa BI'O «Aconialliss AMTIYNX eHOIOKPUHOJOTIB YKpaiHU»

IIpod. Oxkenidep Ilak

IIpodecop neniarpii Kanidopuiiicbkoro yuiBepcutety B CaH-
O®paHuucko. Joktop [lak Kepye NiarHOCTUMUYHUM II€eHTPOM
nepBMHHUX iMyHOomedinuTtie UCSF Ixeddpi Momenna. BoHa e
yneHOM MeIMUYHO-KOHCYJAbTaTUBHOTO KoMiTeTy ®OoHIY
imyHomediumuTy, KomiTeTy 3 nepBMHHOI iMmyHOmedinuTHoi
XBOpo6U MiskHAapOOHOTO COI0O3Y iMYHOJIOTiYHMX TOBApPUCTB.
Bim3Havawouu nmepeBaru y BUXMBaHHI Ta pe3yabTaTax gias
HEMOBJSAT i3 TSKKUM KoMOiHOBaHUM imMmyHomedinuTom (SCID) micas
IiarHOCTMKM Ta NiKyBaHHS Ha paHHiX eTamax KUTTS, AOKTop Ilak
3aJiymarna Ta po3pobusia CKpMHIHTOBUIT TECT HOBOHAPOAKEHUX,
SIKUI BUKOPUCTOBYE YHiBepcaabHO 3i6paHi nmasimu
cyxoi kpoBi anst BusgBineHus SCID.

Ile TecTyBaHHS, sIKe B JaHUIl 4aC 3aCTOCOBYETHCS B HEOHATAJbHOMY
CKpUHiHTY HOBOHapoaxkeHux y CIIA ta B gepani 6inpmiit KinbkocTi KpaiH, J0O3BOJISIE PAHO
BUSBJISITU Ta JIiKyBaTU HeMOBJAT, ypaxeHux SCID Ta iHMMMM 3aXBOPIOBAHHSIMU 3 HEJOCTATHBOIO
KinpkKicTio T-kaAiTuH. OKpiM JAOTASAY 3@ HNalieHTaMM B SIKOCTi iMyHOJiOTa Ta HaBYaHHSA JikKapiB-
6ioysoriB Ha Bcix piBHAX, JOoKTOp Ilak Bele MOCAiZHMIIbKY IpOTpamy, sika 30cepeakeHa Ha
iMYHHUX po3JyiafgaxX JOAVMHNW, & TAKOX HAa MOOEJSIX PO3BUTKY AiMbOUUTIB y MuUIei.




