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PE®EPAT

Junnomnaa padéoma: Ponp noauMoppu3MOB T€HOB TIIyTaTHOH-S-
Tpanchepas m Mmytaruu reHoB CHST3, MESP2, RUNX2 mnpu BpoXIE€HHBIX
aHOMAJIMSIX PAa3BUTHUS MO3BOHOYHHMKA B COBPEMEHHBIX HKOJIOTMUYECKUX YCIOBHUSAX:
67 crpanun, 19 pucynkos, 15 Tabnui, 84 uctounuka.

[Tonmumopdu3zmsi, I'eHbI TIIyTaTUOH-S-TpaHcdepas, aHOMAaJINH
M03BOHOYHHMKA, MyTanmu renoB, CHST3, MESP2, RUNX2

Ilenv  pabomwmi:  OmnpenenuTs  HaJIW4YUE  MOJIUMOP(PHU3MOB  T'E€HOB
nerokcukarun GSTT1, GSTM1, GSTP1 (llel05Val), GSTP1 (Alall4Val) y
NAI[MEeHTOB C BPOXAEHHBIMH AHOMAJIUSMHU IMO3BOHOYHUKA M MYTAllUd T'€HOB,
OTBEUAIOLINX 3a TEMIIbl POCTa U CTPYKTYpy MO3BOHKOB M MEKIIO3BOHKOBBIX
nuckoB — renoB CHST3, MESP2, RUNX2.

Memoowt Ucci1ed08anuiL: MOJIEKYJISIPHO-TEHETUYECKHE (ITLLP,
CEeKBEHHUPOBAHHUE), CTATUCTHYECKHE.

Ilonyuennwvie pesynomamot u ux nosusna. OnpeneseHbl MOTUMOPPUIMBI
redoB aerokcukammu GSTT1, GSTM1, GSTP1 (llel05Val), GSTP1 (Alal14Val) y
53 mManMeHTOB C BPOXKAEHHBIMH AHOMAIMUSIMHM IIO3BOHOYHHUKA, BBISBICHBI
TOMO3UTOTHBIE U T€TEPO3UTOTHBIE HOCUTENU «IUKUX» U «MYTAHTHBIX» ajlieiei.
[Ipoananu3upoBana dYacToTra BCTpedaemMocTd moaumopdusmoB reHoB GSTMI,
GSTT1, GSTP1 y manueHTOB ¢ BPOXACHHBIMH AHOMAJIMSMH TIO3BOHOYHUKA U
BOCTOYHOEBpOIICHCKOM/eBporneiickor monmysiuuu. [IpoBeeH CKpUHUHT MyTanui
I€HOB, OTBEYAIOIIMX 32 TEMIIBI POCTA U CTPYKTYPY ITO3BOHKOB U MEKITO3BOHKOBBIX
nuckoB — reHoB CHST3, MESP2, RUNX2 y 28 mauuentoB. MyTanuu B JaHHBIX
reHax He ObUIM OOHAPY KCHBI.

Cmenensv ucnonvzoeanusn. Pe3ynbpratel BHeIpEHbI B paboTy JabopaTopuu
MOJIEKYJISIPHO-TEHETHUECKUX HccaenoBanuil B ['ocynapcTBeHHOE yUpexkKaeHHE
«PecnyOmukaHCKUil HAyYHO-TIPAKTUYECKUM LIEHTP TPABMATOJIOTHH U OPTOIEAUI.
[MpeanoxeHa HHCTPYKIIKS IO MPUMEHEHHIO (peructpanuonnsiii Ne 207-1218).

Ooénacmo npumenenus. O6pa3zoBaHue, YKOJIOTHS, MEIUIIMHA.



PO®EPAT

Avinniomnan  paboma: Pons momimapdizmMay TeHAY TIyTaIioH-S-
TpaHcdepasbl 1 mytansli renay CHST3, MESP2, RUNX2 mnpsl mpblpoKaHbIX
aHaMmalliAX pas3Billld Na3BaHOYHIKA ¥ CYy4YacCHBIX OJKaJariuHblX yMmoBax: 67
cTapoHak, 19 mamonkay, 15 tabmii, 84 KpeIHIIIHL.

noyiiMapdi3Mbl, T€Hbl [IIyTallOH-S-TpaHcdepasbl, aHaMalil Ma3BaHOYHIKA,
myTarpii reHay, CHST3, MESP2, RUNX2

M>ma pabomer: Bri3Haublllb HassyHACIH ModiMapdizmay reHay AeTokcikallii
GSTT1, GSTM1, GSTP1 (llel05Val), GSTP1 (Alalil4Val) y mnamsienTay 3
IPBIPOXKAHBIMI aHaMaJIisiMI TTa3BaHOYHIKA 1 MyTallbli TeHay, SIKis aJKa3Baiolb 3a
TAMIIBI POCTY 1 CTPYKTYpY Ha3BaHKOY 1 MEKIa3BaHKOBBIX JbIckay - reHay CHST3,
MESP2, RUNX2.

Memaown 0ace0a6anuay: MaJIEKyJIIpHA-T€HETHIYHbISA (ITLLP,
CEKBEHIpaBaHHE), CTATHICTHIYHBIA.

Ampoimansla 6blHIKI § iX HAGI3HA. Y BHIHIKY MPaBEA3EHBIX JaciieIaBaHHIY
ObLIa pacrpaliaBaHa METO/IbIKa BISTYJIeHHS najimapdizmay renay GSTM1, GSTT1,
GSTP1 rs1695, GSTP1 rs1138272. [IlpaBem3ensl aHaii3 4YacTOTHara
pasmepkaBanHsi Mytanelii remay GSTM1, GSTT1, GSTP1 § nausleHtay 3
IPBIPOXKAHBIMI aHAMaJIisIMI TTa3BAHOYHIKA.

BrHauansl momimapdizmel reHay nmerokcikarii GSTT1, GSTM1, GSTP1
(llel05Val), GSTP1 (Alal14Val) y 53 nampleHTay 3 MPBIPOIXKAHBIMI aHAMAISIMI
Ma3BaHOYHIKA, BBIAYJICHBI TOMO3ITOTHBIC 1 TE€TEPO3ITOTHBIE HOCHOITBHI «JI3IKIX» 1
«MyTaHTHBIX» anensy. [IpaanamizaBana yactara BcTpeuaeMocTi mosiMapgizmay
reray GSTM1, GSTT1, GSTPl y mnampieHTay 3 MOpBIPOAKAHBIMI aHaMaJisAMI
na3BaHOYHIKA 1 YycXoJHeeyparneiickail/eypaneiickaii mamynsubisiid. [IpaBeazeHsl
CKPBIHIHI MyTallbli TeHay, SKis aJKa3Balollb 3a TAMIBI POCTY 1 CTPYKTYpY
Ma3BaHKOY 1 MEXIa3BaHKOBBIX Abickay - reHay CHST3, MESP2, RUNX2 y 28
nanpleHTay. MyTalnpli ¥ Aa/13eHbIX FeHaX He ObUIl BBISYJICHBIS.

Cmynens evikapvicmanusa. BuiHIKI YKapan€Hbpiss ¥ mpaity jgabapaTopbli
MaJIEKYyJIIpHA-TEHETBIYHBbIX  JacielaBaHHsay y  /[[3sapxkayHyro  yCTaHOBY
«PacmyOikaHCKi HABYKOBA-TIPAKTBHIYHBI IPHTP TpayMarajorii 1 apTamesliy.
[IpananaBaHa IHCTPYKIIBIA Ta YKbIBaHHI (paricTpanbiitabl Ne 207-1218).

Booénacuv npeimanenna. Anykarpisi, SKajorisi, MEIbIIbIHA.



ABSTRACT

Thesis: The role of polymorphisms of glutathione-S-transferase genes and
mutations of CHST3, MESP2, RUNX2 genes in congenital vertebral malformations
In modern environmental conditions: 67 pages, 19 figures, 15 tables, 84 sources.

polymorphisms of glutathione-S-transferase, , vertebral malformation, gene
mutations, CHST3, MESP2, RUNX2

Objective: Determine the presence of polymorphisms of the genes
detoxication GSTT1, GSTM1, GSTP1 (lle1l05Val), GSTP1 (Alall4Val) in patients
with congenital vertebral malformations and mutations of genes that are
responsible for the growth rate and structure of the vertebrae and intervertebral
disks - the genes CHST3, MESP2, RUNX2.

Research methods: molecular genetic methods (PCR, sequencing),
statistical.

The results obtained and their novelty. Polymorphisms of detoxication
genes GSTT1, GSTM1, GSTP1 (lle105Val), GSTP1 (Alall4Val) were determined
in 53 patients with congenital vertebral malformations, and homozygous and
heterozygous carriers of “wild” and “mutant” alleles were detected. The frequency
of occurrence of polymorphisms of the genes GSTM1, GSTT1, GSTP1 in patients
with congenital vertebral malformations and the Eastern European/European
population was analyzed. A screening of mutations of the genes responsible for the
growth rate and structure of the vertebrae and intervertebral disks - the CHSTS3,
MESP2, RUNX2 genes in 28 patients was carried out. Mutations in these genes
were not detected..

Degree of use. The results are implemented in the laboratory of molecular
genetic studies of the Republican Scientific and Practical Center for Traumatology
and Orthopedics. Offered instructions for use (registration number 207-1218).

Application area. Education, ecology, medicine.



