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PE®EPAT

Junnomuas padota 58 c., 39 puc., 4 Tadn., 43 uCTOUHHKA.

KiroueBbie cjioBa: T€HOMHBIM UMIIPUHTUHI, CUHIpOM bekBurta-BunemanHna,
cunapoM Paccena-CunbBepa, cunapom llpanepa-Bunnm, Cunapom AuHrenbMmana,
OJTHOPOJUTEINIBCKASI IUCOMMUSI, MYJIbTUILIEKCHOE JurupoBanue, 15q11-13, KCNQOT1,
CDKN1C, UBE3A, SNORD116, SNRPN, 11eHTpbl UMIPUHTHHTA.

O0bexTHl HCCIEN0BAHMS: OHOJOTMYECKUM Marepual TalUEeHTOB C
KJIMHUYECKU JIUArHOCTUPOBAHHBIMU HAPYIICHUSIMU UMIIPUHTUHTA, XPOMOCOMHOIO
perumonnl 11p15.5, 15¢911-13 u ux rensi: KCNQOT1, CDKNI1C, UBES3A, noxyc
SNORD116.

Heab: MoOJEKyIIpHO-TCHETUYECKAss JHArHOCTHKAa 0o0Jie3HEe Te€HOMHOTIO
UMIIPUHTHHTA.

MeToabl  HcCCJeI0BAHMS: MOJICKYJISIPHO-TCHETHIECKUE (BBIICIICHHE
nerikonuToB, Bhimenenue JIHK, momumepasnas menHas peakiusi, amIutrduKaius
30HJ1a, 3aBUCSINAS OT MYJIbTUIIEKCHOTO JIMTHMPOBAHUS, PECTPUKIIMOHHBIM aHAIIN3,
aHaJIM3 OJTHOPOIUTENIbCKON TUCOMUU, IIIEKTPOdOpe3), METOABI OMOMHPOPMATUKH.

B pesynbrare wuccnegoBaTenbckoi paboOThl ObUIM TOJIPOOHO H3YYEHBI U
ONpENENIEHbl MOJEKYJSIPHbIE TPHUYMHBI, TMPUBOJAIINE K Pa3BUTHIO CHHIPOMOB
bekButa-Bunemana, Paccena-CunbBepa, [Ipanepa-Buun, AHrenpMaHa.
Pa3paGoTanbl anropuTMbl TPOBEIEHHUS IIUTOTCHETHYECKOTO U MOJIEKYJSPHO-
TreHEeTHYECKOro 00ClieJoBaHUs MAIMEHTOB C JaHHBIMU CHUHAPOMAaMU. Y CTaHOBIIEHO,
YTO TOJIYYCHHBIE B XOJI€ MCCIIEIOBATEIBCKON pabOThl AaHHBIE Cpelu OEIOPYCCKHX
MaIMeHTOB, HE OTINYAIOTCS OT 00IIe MUPOBOM BEIOOPKH, TTPEJICTABIICHHON B CTAThIX,
OJIHAKO OHM HYXKJIAIOTCs B 00Jiee IMMPOKOM BHIOOPKE.



PODEPAT

JlpimtomHast pabora 58 crapoHak, 39 MantoHKay, 4 Ta0ibl, 43 KPBIHIIEL.

KirouaBbisi ¢J0BbI: TE€HOMHBI IMIPBIHTIHT, CciHIpoM beksiTa-Bigsmana,
ciugpom Pacana-CinbBepa, ciaapom Ilpamspa-Bini, Cingpom  AHrenbMmana,
agHabalbKoycKasl JbicaMis, MYJbThITUIEKCHae JiripaBanne, 15q11-13, KCNQOT]I,
CDKN1C, UBE3A, SNRPN, SNORD116.

AO'ekTbl JacjelaBaHHsA. OisUIariyHbl MaTAIPbIT MAalbIEHTay 3 KIIIHIYHA
JBISTHACTABAHBIMI MAPYIISHHSAMI HUMIPUHTUHTA, XpOMOCOMHOro pari€éust 11pl5.5,
15911-13 1 ix rensl: KCNQOT1, CDKN1C, UBE3A, nokyc SNORD116.

MbTta [acjiejaBaHHsl: MaJleKyJIpHA-TE€HETbIYHAs JBIATHOCTBIKA XBapoO
r€HOMHAra IMIPBIHTHIHTY.

MeTaasbl AacjeIaBAHHS: MaJleKyJIsipHA-T€HEThIUHbISA (BBLITYUdHHE
nenkaupitay, BeutyusHHe JIHK, mamiMepasnast maHiyroBasi prakibisi, aMInIi)iKaibis
30HJa, SIKasi 3aJEXKbIIb aJf MYJIbTHIINIEKCHAra JIripaBaHHs, PICTPBHIKLBIMHBI aHaI3,
aHani3 aaHabanbKoycKail npicamii, nekTpadapa3), MeTaibl OisiHpapMaThIKi.

Y BBIHIKY pgaciemauail mpaibl ObUIl Maapals3Ha BbIBYYaHbl 1 BbI3HAYaHbBI
MaJIEKYJISIPHBISL TPBIYBIHBI, SIKI OPbIBOA3SNbL Ja pas3Bilus ciHapomay beksira-
Bimamana, Pacana-CinbBepa, [Ipagspa-Bini, AHrensmana. PacnipariaBanbl airapbITMBI
IpaBs/36HHA ILbITAar€HEThIYHAra 1 MalleKyJsipHa-TeHeTbluHara alcienaBaHHs
nanpleHTay 3 JaJ3€HbIMI CIHApOMaMi. YCTaHOYJeHa, IITO aTpPbIMaHbII ¥ XOz3€
naciequaid paboThl JaHbld cApoJ OenapyckKix HalbleHTay, HE aJpo3HiBarolua aj
aryjabHail CyCBETHail BBIOApKI, MpajcrayjieHaidl y apThIKyjax, agHaK SHBI Marollb
naTp30y ¥ OOJBIIT MIBIPOKA BHIOAPIIHI.



ABSTRACT

Diploma project 58 p., 39 fig., 4 tables, 43 sources.

Key words: genomic imprinting, Beckwith-Wiedemann syndrome, Russell-
Silver syndrome, Prader-Willi syndrome, Angelman syndrome, uniparental disomy,
multiplex ligation, 15911-13, KCNQOT1, CDKN1C, UBE3A, SNORD116, SNRPN,
Imprinting centers.

The objects of research: biological material from patients with clinically
diagnosed imprinting disorders, chromosomal regions 11p15.5, 15g11-13 and their
genes: KCNQOT1, CDKN1C, UBE3A, SNORD116 locus.

The aim of the research: molecular genetic diagnosis of genomic imprinting
diseases.

The research methods: molecular genetics (leukocyte isolation, DNA isolation,
polymerase chain reaction, multiplex ligation-dependent probe amplification,
restriction analysis, uniparental disomy analysis, electrophoresis), bioinformatics
methods.

As aresult of research work, the molecular causes leading to the development of
Beckwith-Wiedemann, Russell-Silver, Prader-Willi, and Angelman syndromes were
studied in detail and identified. Algorithms for conducting cytogenetic and molecular
genetic examinations of patients with these syndromes have been developed. It was
found that the data obtained during the research work among Belarusian patients do
not differ from the general world sample presented in the articles, but they require a
wider sample.



