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PED®EPAT

Junmomuas pabora comepxkur 51 crpanuiy, 30 pucyHkos, 34
UCIOJIb30BAaHHBIX UCTOUYHUKA JINTEPATYPHI.

Ki104eBbie cJI0BAa: CUHIPOM XPOMOCOMHOM
HECTABMJIbBHOCTH, CUHJIPOM HHWHMEI'EHA, CHUH/POM JIVU-BAP,
CUHJIPOM  BIIYMA, JE®EKTHI PEIIAPALIUM, MOJIEKYJISPHO-
I'EHETUYECKWE HAPYIIEHUS, MMMYHOJIOTMYECKU TTPO®UJIb,
MVYTALNUA.

O0bekT uccaenoBanmsi: mnanueHtel 'Y «PHIIL Jlerckoil oHKoIOTHH,
reMaToJIOTUU U UMMYHOJIOTHI.

Hear  aummomMHOM — pabOThI:  ONpPENEIUTh  UMMYHOJOTHYECKUH |
MOJIEKYJIIpHO-TeHeThYecKkuii mpoduiie cuaapoma Huiimeren, cunapoma Jlyu-bap u
cuHApoMa biyma y manueHTOB JETCKOTO BO3pacTa Ha Tepputopuu PecryOmuku
benapycs.

B pabote ObUTHM MCTIOIB30BAHBI CIEAYIONIME METOABI: aHAIU3 PE3yJIbTaTOB
UMMYHO(GEHOTUITUPOBAHUS JTUM(OLUTOB, IEpBUYHAS 00pabOTKa OHOJIOTUYECKOTO
MaTtepuaina c nociaeayromuMm BeiaenenneM JIHK dhenon-xiaopopopMHbIM criocoboM,
onpejieieHre  KOHIeHTpauuu W creneHu  ouuctku  JIHK — meromom
cnexktpodoromerpun, amiupuxanus pparmentoB JJHK meTomom noammepasHoit
nenHoit peakiuu (I1LIP), snexrpodopes npoaykros [1IIP B arapoznom rene, SSCP,
CEeKBeHUpOBaHUE MeTojioM (CaHrepa, CTaTUCTHYECKas oO0pabOTka C MOMOIIbIO
CHEIUATN3UPOBAHHBIX TTPOTrPAMM M MHTEPHET-UCTOYHHUKOB.

[Ipu wanmucanuu paboOThl OblIa MCMOJB30BaHAa KOMIUIEKCHAs METOJUKA C
MpUMEHEHUEM psifia OOIIeHAYyYHBIX METOJOB (HaOMIOACHUE, WHTEPIpETaIus,
aHaJIu3 U CUHTE3).

OcHOBHBIE pe3yIbTaThl TUTIJIOMHON PaOOTHI:

. MPOAHAM3UPOBAHBI W M3YyYECHBl HMMYHOJIOTHYECKHE (PEHOTHUIIBI
auMGOoIUTOB nepudepruyeckorl KpoBH y MAIMEHTOB ¢ cuHApoMoM HuliMmereHa,
cunapomoM Jlyn-bap u cunapomom biryma;

. pPacCMOTPEHBI MOJIEKYJIIPHO-TEHETUYECKNE HAPYLICHUS Y TTALIUEHTOB C
cunapoMmoM Hulimeren, cuaapomom Jlyu-bap u cunagpomom biyma;

. MIPOAHATTM3UPOBAHBI dY(PPEKTUBHOCTh U BO3MOXKHOCTH MPUMEHEHHBIX
METOJIUK;

. chOpMyTUPOBAHBI BEIBOJIBI.

JlurioMHast paboTa COCTOUT U3 TPEX TJIaB, BBEACHUS, 3aKITFOYCHUS U CITUCKA
MCIOJIb30BAHHBIX UCTOYHHUKOB.



PODEPAT

Jpimnomuas pabora 3msirgae 51 craponky, 30 mantoHkay, 34 BIKapbICTaHbIS
KPBIHILIBI JTiTapaTyphl.

Kmouasbisi cioBbl: CIHIPOM XPAMACOMHAN HECTABIJIBHACLI],
CIHAPOM HAMMETEHA, CIHJIPOM JIVI-BAP, CIHJPOM BJIYMA,
JO®EKTbBI POITAPALBII, MAJIEKYJIAPHA-I'EHETBIYHbBIA [TAPYIISHHI,
IMOHIYHA®IALBIA, IMEHIBIAT TA®IALBIA, IMOHI TALBIA,
IMBOHI'TALBIA.

AO0'ekt pacaemaBanHsi: nanpleHTel JIY "PHIIL J[3imsgaii aHkamorii,
remMarajorii 1 imyHasorii".

MbTa napliioMHai paOoThl: BBI3HAYBIIL IMYHAJIAriyHbl 1 MajeKyJsapHa-
reHeThIYHbI TTpoditb cinapomy Himeren, ciuapomy Jlyi-bap 1 cinapomy biroma ¥
nanpleHTay J3iisyara y3pocty Ha TIpeITopsii PacmyoOumiki benapychs.

VY mparpl ObUTI  BBIKAPBICTAHBI HACTYIHBISI MeETAJbl: aHall3 BBIHIKAY
UMMYHO(GEHOTUIMPOBaHUS JiMdalbITay, IepuiacHas amnpaioyka Oisariunara
MaTIPbIsTy 3 HacTynHbIM BbuTyudsHHeM JIHK denon-xmapadopmubsiM criocabam,
BbI3HAUOHHE KaHIPHTpaIk 1 cryneHi ausbicTki JJHK metagam ciektpadaTtomeTpsri,
amrutipikanpis pparmentay JIHK meramam mamiMepasHail JaHITy>KHOM PIaKIfbIi
(TTILLP), anextpada3s reni, SSCP, cexkBeHipaBanne MetagaM CaHrepa, CTaTbICThIYHAS
amparioyka 3 JlarlaMorai crenplsili3aBaHbIX IparpaM 1 IHTIPHIT-KPBIHILI.

[Ipel HamicaHHi Tpalbl ObLIa CKapbICTaHA KOMIUIEKCHAas METOJbIKA 3
yKbIBAHHEM IIIDpary aryjbHaHABYKOBBIX MeTajnay (Ha3lipaHHE, 1HTIPIPITAIbIS,
aHaji3 1 CIHTI3).

ACHOVHBIS BBIHIKI JBITUIOMHAMN TTpalb:

. [IpaananizaBaHbl 1 BBIByYaHbl IMyHAJIAT4HBIS (PeHATHIMY JiMdaripitay
nepbiepbIuHail KpbIBi ¥ marpieHTay 3 cinapomaM HuliMerena, cinapomam Jlyi-bap
1 cinmpomam biroma;

. pasrieKanbl MalleKyJIsipHa-TeHEThIYHbIS MMAPYIIdHHI ¥ MarbleHTay 3
ciuapomam Huiimeren, cingpomam Jlyi-bap i cinapomam bitoma;

. nmpaaHamizaBaHbl  A(PEKThIYHACIIH 1 MardypIMacilli MPBIMEHEHBIX
METO/IbIK;

* chapMymIsiIBaHbI BHICHOBBI.
JlpirioMHast mpara ckiajaeriia 3 Tpox pa3asenay, yBAI3eHHs, 3aKII0UIHHS 1
CIICY BBIKAPBICTAHBIX KPBIHIII.



ABSTRACT

The thesis contains 51 pages, 30 figures, 34 used sources of literature.

Key words: CHROMOSOMAL INSTABILITY SYNDROME, NIIMEGEN
SYNDROME, LOUIS-BAR SYNDROME, BLOOM SYNDROME, DEFECTS OF
REPAIR, MOLECULAR GENETIC DISORDERS, IMMUNOLOGICAL
PROFILE, MUTATION.

Object of the study: patients of the State Institution “RNPC of Pediatric
Oncology, Hematology and Immunology™.

The aim of the research: to determine the immunologic and molecular genetic
profile of Niimegen syndrome, Louis-Bar syndrome and Bloom syndrome in
pediatric patients in the territory of the Republic of Belarus.

The following methods were used in the work: analysis of the results of
immunophenotyping of lymphocytes, primary processing of biological material
followed by DNA extraction by phenol-chloroform method, determination of
concentration and degree of DNA purification by spectrophotometry, amplification
of DNA fragments by polymerase chain reaction (PCR), electrophoresis of PCR
products in agarose gel, SSCP, Sanger sequencing, statistical processing using
specialized programs and Internet sources.

When writing the work was used a complex methodology with the application
of a number of general scientific methods (observation, interpretation, analysis and

synthesis).
The main results of the thesis:
. immunological phenotypes of peripheral blood lymphocytes in patients

with Niimegen syndrome, Louis-Bar syndrome and Bloom syndrome were analyzed
and studied,;

. molecular-genetic disorders in patients with Nijmegen syndrome,
Louis-Bar syndrome and Bloom syndrome were considered;

. efficiency and possibilities of the applied methods were analyzed;

. conclusions were formulated

The thesis consists of three chapters, introduction, conclusion and list of used
sources.



