O0Js1ikoBa KapTKa aucepTaii

I. 3arasibHi BimOMOCTI

Jep>kaBHHH 00J1iKOBHI HOMep: 0407U002264
Oco006J1uBi TO3HAYKH: BinKpura

JaTa peectpaunii: 29-05-2007

Craryc: 3axumeHa

PexBi3utu Hakasy MOH / Haka3y 3aKjazy:

I1. BizomocrTi nipo 3700yBaya

Baacue IlpizBume Im'a Ilo-6aTbKOBI:
1. Hepo6oi1 Anna MukoJaiBHa

2. Nedoboy Alla Mykolaivna

KBasmigikamis:

InenTudikarop ORCID ID: He 3acrocosyerbcs
Bup, pucepranii: kanguzaar Hayk
AcnipaHTypa/JIOKTOpPaHTypa: Tak

IIIndp HaykoBOi ceniaIbHOCTI: 03.00.15
Ha3Ba HayKOBOIi CIeniaJIbHOCTI: [eHeTnka

T'anyss / ramysi 3HaHB. He 3aCTOCOBYETHCS

OcBiTHBO-HayKOBa Mporpama 3i creniaJbHOCTI: He 3acTocoByeTbCs

JaTa 3axucry: 17-05-2007

CreniaJbHICTh 3a OCBITOIO: 7.070407

Micue po6oTH 34,00yBaya: YkpaiHchka AUTS4a Crieiani3oBaHa JgikapHs "Oxmaraut"

Kopg 3a €IPIIOY: 01994089

Micue3Haxoa>keHHs: 01135, m. Kuis, Bys1. YopHOBOa, 28 /1

dopma BaacHOCTI:

C(l)epa ynpaBJIiHHﬂ: MiHicTepCTBO OXOPOHM 37I0POB's YKpaiHU

ImenTudikarop ROR: He zacrocoyerbcs



I11. BimomMocTi mpo opranizariiio, e Big0OyBcsl 3aXHCT

Iudp cnenianizoBaHoi BYEHOI pagH (pa30Boi CIeliaai30BaHOi BYEHOI pagH): [126.562.02
IloBHe HaliMeHYBaHHSI IOPHUAHUYHOI OCOOH:

Kop 3a €IPIIOY:

Micue3HaxoaKeHHS:

dopma ByracHoCTI:

Cdepa ynpasiriHHS:

InenTudikarop ROR: He zacrocosyerscs

IV. BimomocTi Ipo niznpueMcTBO, YCTaHOBY, OpraHi3alliio, B sIKi# 0yJ10
BHKOHAHO JHCEPTaIlilo

IIoBHe HaﬁMeHyBaHHﬂ lOpI/I,ZLH‘IHO'l' 0COOM: HanjoHambHa MeINYHA aKaeMist TTiCISaUIIIIOMHOI OCBIiTH iM.
[TJI. IMynuka

Kopg 3a €IPIIOY: 01896702

MicuesnaxomerHﬂ: 04112, m. Kuis, ByJ1. Jloporoxxuupbka, 9
dopma By1acHoCTI:

Cdepa praBJIiHHﬂZ MiHicTepcTBO OXOPOHM 3[0POB'd YKpaiHu

InenTudikarop ROR: He zacrocosyerscs

V. BimomocTi npo guceprauiio

Mosga guceprarii:

Koau TemaTHYHHUX PYOPHK: 34.23.17

Tema gucepranii:

1. Oco6auBOCTi 6iOXIMIYHNX 3MiH Ta MOJIEKYJISIPHO-TEHETUYHUNI aHAai3 B CiM'SIX 3 BUCOKMM PU3UKOM XBopobu ['ore

2. Peculiarities of the biochemical manifestations and molecular genetic analysis in families with high probability of
Gaucher's Disease

Pedepar:

1. Bnepie 6yJy10 BUBHAUYEHO PiBHI HOPMaJbHOI IIIOKOLEepe6PO3na3HOi Ta XiTOTPUO3UAA3HOI aKTUBHOCTI IJ151
HaceJieHHA YKpainu. ByJsio BU3HaYeHO CyMapHi 4aCTOTU MaXKOPHUX ajliejiel, 3HalIeHMX B YKPAIHChKUX TALli€HTIB 3
XT'. Ha 0cHOBI 6i0XiMiYHUX JTOCJIiKeHb BCTAaHOBJIEHO, 1[0 XiTOTPUO3WIa3HA aKTUBHICTD € HAT[iINHUM MapKEPOM [JIJIsT
NiATBEPKEHHS 1iarHo3y xBopoOu ['olie HaBiTh IIPU JOCTATHBO BUCOKIi 3a/IMIIKOBiI aKTUBHOCTI
rioKouepe6posngasyu. O6IpyHTOBAHO YHEMOXK/IMBIJIEHHSI BUKOPUCTAHHS 610XiMIYHMX METO/IB IJ151 BCTAHOBJIEHHS
reTepo3uroTHoro Hocircraa XI'. PesynbpraTtu 6i0xiMiuHOro 06CTEXKEHHS B OiIBIIOCTI BUIIAIKIB MiATBEpAKeH]
MOJIEKYJISIPHO-TEHETUYHUMU MeTOaMu. [IpoBeIeHO CKPMHIHT MaXKOPHUX MyTaliil B reHi GBA cepep, 27 nauieHTiB 3
26 ponuH. [IpoaHanizoBaHO NOMMUPEHHS MaKOpHUX MyTauil N370S ta L444P B reHi rioxouepedpo3niasu cepef,
yKpaiHChKOi nomnyJiuii nauieHTis 3 xsopo6o1o ['ome. CymapHa 4aCTOTa MaKOPHUX MyTaliil B reHi GBA B rpymi

nanieHTiB 3 XI' ckiasna maike 58%, B TOH Yac SIK cepeiHsI 10 €BPOIIENChbKUM KpaiHam - 65,1%. 3pobaeHo aHami3



reHoTur-(QpeHOTUIIOBUX KOPEJIALil y NauieHTiB 3 XBopo6oio ['omie. Po3po6eHuii aropuTm 1a60paTopHOro
00CTesKeHHs], SIKUH [103BOJIsIE IPOBOAUTY Bepudikallilo AiarHo3y xBopob6u ['omie Ta 3a OIIOMOr00 MaJjio 3aTPaTHUX
Ta BUCOKOiH(OOPMATHUBHUX 6IOXIMIYHUX METO/iB, Ma€ BeJIMKe IIPaKTUYHE 3HAaYeHHSs ITPY ITPOBEeIeHHi peTpo- Ta
IIPOCIEKTUBHOIO MEIUKO-TEHETUYHOTO KOHCYJIbTYBaHHS OOTSDKEHUX LIi€10 MATOJIOTI€I0 POOUH. AJITOPUTM

BIIPOBAI)KEHO B IIPAKTUKY B MEOUKO-T€HETUYHOro neHTpy YICI "OXMATIONT".

2. Levels of the normal activity of glucocerebrosidase and chitotriosidase were defined for the Ukrainian
population. The frequencies of the genotypes for Ukrainian Gaucher disease (GD) carriers were determined. As the
biochemical investigations have shown, the activity of the chitotriosidase can be a valid marker for Gaucher's
disease diagnosis verification even if the glucocerebrosidase activity is rather high. Impossibility of using of the
biochemical methods for the determination of the heterozygosity of the GD was proven. The results of the
biochemical studies were confirmed by molecular-genetics methods in most cases.The screening of the major
mutations in GBA gene was conducted for 27 patients from 26 families. Prevalence of the major mutations N3708S
and L444P were determined. The frequency of the major mutations in GBA gene was 58% for Ukrainian patients,
while average European one is 65.1%. The analysis of the genotype-phenotype correlation was made. The
Ukrainian patent of "Gaucher's disease diagnostics method" was taken out and was applied to the medical care
practices as a departmental innovation.The diagnostics algorithm that allows verification of the Gaucher's disease
diagnostics with the help of highly informative and low-cost biochemical methods has the big practical value
during medical-genetic consulting of families aggravated with this pathology. The algorithm has been applied to
the practices of the medical-genetics center of the UCSH "OHMATDIT".

Jdep>kaBHHHM peecTpaniiiHuii Homep JiP:

IIpiopuTeTHHH HANIpSIM PO3BHTKY HayKH i TEXHIKH:
CrpareriyHu# NpioOpHTETHHUI HAIIPSIM iHHOBaLLiMHOI Aig/ILHOCTI:
ITizcyMKH JOCTiI>KEeHHS:

Iyo6sikaii:

HaykoBa (HayKOBO-TE€XHiYHa) IPOAYKILis:
ConiasibHO-€KOHOMIYHA CIIPSIMOBAHICTh:

OxopoHHi gokymeHTH Ha OIIIB:

BrnpoBaakeHHS pe3yJIbTaTiB AHCEpPTalii:

3B's130K 3 HAYKOBUMH T€MaMH:

VI. BizomocTi Npo HayKOBOr0 KepiBHHKA /KEPiBHUKIB (KOHCYJIbTaHTA)

Baacwue IlpizBumie Im's Ilo-6aTbKOBI:
1. TopoBenko Hatamia I'puropisna

2. Gorovenko N. G.

KBasigikamis: n.menn., 03.00.15
ImenTudikarop ORCID ID: He zactocoyerbcs
JonaTkoBa iHdopmarisi:

IloBHEe HaMEHYBaHHS IOPHIHYHOI 0COOH:



Kopg 3a €IPIIOY:
Micue3HaxoaKeHHS:
dopma BaacHOCTI:
Cdepa ynpasiiHHS:

Imentudikarop ROR: He zacrocoyerbcs

VII. BizomocTi npo odiniiHHX ONIOHEHTIB Ta PELeH3€HTiB
OdiuiiiHi OTIOHEHTH
Baacwue IlpizBumie Im's Ilo-6aTbKOBI:

1. Crapony6 Mukosa ®enopoBuy
2. Crapony6 Mukosa ®enopoBud

KBasigikanis: 1.6.1., 03.00.26
ImenTudikarop ORCID ID: He zactocoyerbcs
JonaTkoBa iHdopmanist:

TloBHe HaliMEeHYBaHHS IOPHIHYHOI 0COOH:
Kop 3a €IPIIOY:

Micue3Haxoa KeHHS:

dopma ByracHOCTI:

Cdepa ynpasiiHHS:

InenTudikarop ROR: He zacrocosyerscs

BiacHe IIpizBuie Im'sa I1o-6aTbKOBI:
1. Jlykam Jlro60B JleoHunisHa

2. Jlykau JIto60B JleoHupiBHa

KBasigikamis: k.6.1., 03.00.04
InenTudikarop ORCID ID: He 3acrocosyetscs
HoparkoBa indopmamnist:

IloBHe HaliIMeHYBaHHS OPUAUYHOI 0COOH:
Kopg 3a €IPIIOY:

Micue3HaxoaKeHHS:

dopma BaacHOCTI:

Cdepa ynpasiriHHS:

Imentudikarop ROR: He zacrocoyerbcs

PeuenseHTu



VIII. 3akr04Hi BimoMocTi
BiiacHe IIpi3Buie Im'sa I1o-6aTbKOBI
TOJIOBH pagu

BaacHe IlpizBuiie Im's ITo-6aTbKOBI
rOJIOBYIOYOTO Ha 3acCifiaHHi
BigmoBigasbHUH 32 MiATOTOBKY

00JIIKOBHX JOKYMEHTIB

PeecTpartop

KepiBHuk Bigginy YKpIHTEI, mpo €
BiZITIOBiZaJIbHUM 3a PEECTpalLilo HayKoBOi

OisIJIbHOCTI

[linincpka Mapig AnzpiiBHa

[linincpka Mapisg AnppiiBHa

FOpuenko T.A.



