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Tema gucepranii:
1. Ouinka pisHOMaHITTA raroTuInis mitoxongpiaapHoi JHK HaceneHHs YKkpainu.

2. The estimation of the variety of mitochondrial DNA haplotypes in Ukrainian population.

Pedepar:

1. O6'eKT mOCHIIKEHHS: TTallieHTY 3 KJIIHIYHO BCTAHOBJIEHOIO MiTOXOHZpianbHO naTosorieto (MIT), monyssauifina
BUOipKa. MeTony AOCIIiIpKEHHS: MOJIEKYJISIpPHO-TeHETUYHI (IToJliMepa3Ha JIaHIIoroBa peakliisi, CeKBeHyBaHHS,
noJ1iMOp(i3M LOBXKMH PECTPUKTUBHUX (PparMeHTiB); Qpisoreorpadiuynnmii i ¢pioreHeTUYHMI aHasi3; CTa-TUCTUYHUI
aHaui3. [IpakTu4yHe 3HaYEHHSI OTPUMAHMX Pe3YJbTaTiB: IO aJIFTOPUTMY OOCTEXEHHS NanienTis 3 MII y sKocTi
BaKJIMBOTO JiarHOCTUYHOTO eJIEeMEHTY BKJIIOUeHUI CKPUHIHT NIoyliMOp(dHUX BapiaHTiB MiToxoHIpianbHOi JTHK
(MTIHK) Ha rarunorpynu U5, T ta X. CTBOopeHa 6a3a JaHuX, gKa MiCTUTb [TOBHY KJIiHiYHY i MOJIEKYJISIPHO-TEHETUYHY
iHopmaLiio mopo nauieHTiB 3 MI1. MosleKyJIIpHO-TEeHETMYHA XapaKTePUCTUKA HACeJIeHHs YKpaiHM 3a JaHUMU
noJsiimopdismy rinepsapiabenpHoro cermenty I (I'BC I) KoHTposibHOTO periony i Kogyo4oi o6acti MTIHK e
BaroMMM BHECKOM Y 3HaHHSI [IPO €THOTeHe3 CXiHOCJIOB'SSHCbKUX MONYJIsLiN i ocobsuBocTe reHOQOH B
HaceJleHHs1 €Bponu Ta Asii, a 0TXXe, MOXXe 6yTH BUKOPMCTaHA B AaHTPOIOJIOTIYHUX, apXEO0JIOTiYHUX Ta eTHOrpadiuHux
IOCJIIPKEHHSX 3 JaHoi npobaemu. PedysibraTi aHanisy nonximopgismy MtJHK y BubipLi yKpaiHiiB MOXyTb 6yTH

OCHOBOIO 17151 CTBOPeHHS pedepeHTHOi 6231 JaHUX MPU NPOBEJEeHHI KPUMIHATICTUYHUX AOCI/IPKEHb HA OCHOBI



tunysaHHsa MTIJHK Ha Teputopii YKpainu. Pesynbraty oCigKeHHs BIIPOBaIKEHI B IIPAKTUKY XapKiBCLKOTO
CIlelliasli3oBaHOro MeMKO-TreHeTHYHoro 1eHTpy (XCMI'L) i BinzineHHs HeliporeHeTUKYU [HCTUTYTY HEBPOJIOTii,
ncuxiaTpii i Hapkosorii AMHY, mo nigTBepiKeHO Bif[TOBifHUMU aKTaMu. Pe3ysIbTaTy BKIIOYEHI B METOLUYHI
pPeKoMeHpalii, HaBYasbHi NOCIOHUKY, MiAPYYHUK «Meo4Ha FeHETUKAY, sIKi BAKOPUCTOBYIOTbCSI B HABUAJIbHOMY
[IPOLLEC] 1171 IPOBEAEHHS JIEKLiH | IPAKTUYHUX 3aHATS i3 ctyaenTamu XJIMY, nikapamu XMAIIO, y IpoCBITHULIBKUX
nporpamax AJisl HacesieHHs. CTyliHb BIPOBAIPKEHHS: PE3yJIbTATU NOCIiIPKEHHS BIIPOBAIKeHi B TpakTuky XCMI'L] i
Bifji/IeHHS HEMPOTE€HETUKY [HCTUTYTY HEBPOJIOTii, IcuxiaTpii i Hapkosorii AMHY, mo nigTBepIKeHo BifIOBiGHUMHI
akTamu. Pe3ysnbraTy BKIIOYEHi B METOOUYHI peKOMeHallii, HaByasbHi OCiOHNKY, MiAPYYHUK «MennyHa reHeTHKa,
SKi BAKOPACTOBYIOTHCSI B HABYaJIbHOMY MPOLECI 1171 IPOBEAEHHS JIEKLiH i MIPAaKTUYHUX 3aHSTh i3 CTYJEHTaMHU
XIMY, nikapssmu XMAIIO, y IpOCBITHULPKUX ITporpamax 11t HacesieHHs1. Cdepa (rany3b) BAKOPUCTAHHS:

MeagulrHa, TEHETHKA.

2. Object of the study: patients with clinically revealed mitochondrial pathology (MP), population sample. Purpose
of the study: to determine haplotypes of the population of Ukraine for assessing the variety and degree of kinship
of populations and the effect of the genetic background on the manifestation of mitochondrial diseases. Methods
of the study: molecular-genetic (polymerase chain reaction, sequencing, polymorphism of lengths of restrictive
fragments) ones; phylogeographical and phylogenetic analyses; statistical analysis. Practical significance: screening
of polymorphous variants of the mitochondrial DNA (mtDNA) on U5, T and X haplogroups was included into the
algorithm of examination of patients with MP as an important diagnostic element. A database was created, which
contains complete clinical and molecular-genetic information on patients with MP. The molecular-genetic
characteristic of the population of Ukraine by the data of polymorphism of hy-pervariable segment I (HVS I) of the
control region and the encoding area of mtDNA is a notable contribution to the knowledge about the ethogenesis
of the eastern Slav populations and peculiarities in the genetic funds of the population of Europa and Asia and,
therefore, can be used in anthropological, archeological and ethnographic studies on this problem. Results of the
analysis of mtDNA polymorphism in the sample of Ukrainians can serve as a basis for creating a reference database
when conducting criminal law investigations on the basis of mtDNA typing on the territory of Ukraine. Results of
the research were introduced into the practical work of the Kharkiv Specialized Medical-Genetic Centre (KSMGC)
and the Department of Neurogenetics of the Institute of Neurology, Psychiatry and Narcology of the Academy of
Medical Sciences of Ukraine, as it is confirmed by corresponding acts. The results are included into
methodological recommendations, manuals, textbook “Medical Genetics”, which are used in the educational
process for delivering lectures and conducting practical classes with students of Kharkiv State Medical University,
doctors of Kharkiv Medical Academy of Postgraduate Education, in instructive programmes for the population.
Novelty of the obtained results: for the first time, the structure of the mitochondrial genetic fund of the population
of Ukraine was characterized by the data of polymorphism of nucleotide sequences of HVS I of the control region
and the encoding area of mtDNA. Indices of the genetic variety of mtDNA were calculated; haplogroup frequency
rates and phylogenetic relations of mtDNA haplotypes in the population sample and the sample of patients with
MP were established. A detailed characteristic of mi-tochondrial markers in the modern Ukrainian population with
a re-construction of the evolutional processes in the context of Slav peoples and European populations was
obtained. The influence of population polymorphisms was assessed. In the patients’ sample, additional
polymorphisms (genetic background) were revealed in U5, T and X haplogroups, which together with their main
causes may play a certain part in the manifestation of mitochondrial dis-eases. The results are the first
systematized data on the ethnogene-sis of the population of Ukraine, obtained on the basis of studying the
polymorphism of HVS I of the control region and the encoding area of mtDNA; they prove existence of genetic
peculiarities of mtDNA in modern Ukrainian populations and substantiate the ne-cessity of their consideration for
effective prognosticating, diag-nosing and preventing monogenetic and multifactor pathology, as-sociated with
functional insufficiency of mitochondria. Introduction: Results of the research were introduced into the practical
work of KSMGC and the Department of Neurogenetics of the Institute of Neurology, Psychiatry and Narcology of
the Acad-emy of Medical Sciences of Ukraine, as it is confirmed by corre-sponding acts. The results are included
into methodological rec-ommendations, manuals, textbook “Medical Genetics”, which are used in the educational



process for delivering lectures and conduct-ing practical classes with students of Kharkiv State Medical Uni-
versity, doctors of Kharkiv Medical Academy of Postgraduate Education, in instructive programmes for the
population. Sphere of application: medicine, genetics.
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