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PE®EPAT

Jumnomuast pabota 53 crpanuiisl, 9 pucyHkoB, 8 Tadbmaun, 40 HCTOUHUKOB.
CHUHJIPOMBI OBYCJIOBJIEHHBIE TPUCOMUEN AYTOCOM

KitoueBbie cioBa: MO3auIu3M, H30XPOMOCOMA, pOOEPTCOHOBCKHUE TpPAHCIIOKA-
1005051

Lens paboThl: 00paboTKa JaHHBIX MPEUMIIAHTAIMOHHOW  JIMArHOCTUKU
»eHIKH nporpammbl OKO 1 o1ieHKa 4acTOThl BCTPEYAEMOCTU XPOHUYECKUX MATO-
JIOTUM Y YYAaCTHUKOB UCCIIEAOBAHUA.

Metobl UcCIe0BaHUs: IOKYMEHTAIbHBIN, BRIOOPOYHBIN, OMUCATEIHHOM CTa-
TUCTUKHU U KOPPEJSAMHU, JTadopaTopHas JUarHOCTUKA

[lomy4yeHHble MaHHBIE: B HCCIEAOBAHUE BKIIOYEHBI JIAHHBIE O COCTOSHHH
3IOPOBBSL JUI] C TpUcOoMuUeH 1o 21 xpomocome. B uacTHOCTH, XpOHUYECKUE U OCTPHIE
3a00J1eBaHUS AbIXaTEIbHOW, BBIICIUTEIIHON, CEPJIEYHO-COCYAUCTON  CHUCTEMBI.
OTtaenbHO paccMaTpuBalId (PaKTOp BO3pacTa M MOJia JIUL], a TAK)KE OCHOBHBIE
MICUXOHEBPOJIOTUYECKUE MTOKA3ATENIN U YPOBEHb HHTEIUIEKTYAJIbHBIX OCOOCHHOCTEN.

JIist BBISBJICHUS CTPYKTYPHI XPOMOCOMHOM MaTOJIOTUU 3MOPHUOHOB ObUIH
MOJIYYEHBI TAHHBIE MPEUMIUIAHTAIMOHHON TUArHOCTUKU >KeHIIMH nporpammbl JKO.
[IpoBenu pa3zaeneHre >KEHIIMH Ha 2 TPynmbl: ¢ HedPexkTuBHBIMU nonbITKamMu KO
u ¢ niepBou noneiTkor IKO.

N3 mpencraBiieHHBIX JaHHBIX, OCHOBHYIO 4acTh B XpPOMOCOMHOW MaTOJIOTHU
HEXU3HECTIOCOOHBIX AMOPHUOHOB, UMIJIAHTAIIUS KOTOPBIX TIPHUBENA ObI K
NPEPHIBAHUIO WJIM OCTAaHOBKE pa3BUTHUS OEpPEMEHHOCTH, COCTaBMJIA MaTOJOTUs
ayrocom — 60,3%.

Cpenu 5SMOpHUOHOB C XPOMOCOMHOM TATOJIOTMEW MO  HUCCIEIyEeMbIM
XpPOMOCOMaM, UMEIOIIMX MOTEHIMAN JJi1 UMIUIAHTAllMd U JadbHEUIIero pa3BUTHS,
PEBATUPOBAIIU IMOPUOHBI C TPUCOMHEN XpoMocoMbl 21, ux nons cocrasuiia 47,3%.

VY xenuuH monoxe 35 net ¢ nepBoit monbeiTkoit IKO okono 30% >mMOproHOB
MMEIOT T€HETUYECKYIO TATOJIOTHIO.



ABSTRACT

Graduate 53 pages, 9 figure, 8 tables, 40 sources.
SYNDROME CAUSED BY TRISOMY AUTOSOME

Keywords: mosaicism, isochromosome, Robertson translocations

Research methods: documentary, sample, descriptive statistics and correlations,
laboratory diagnostics

Data obtained: data processing of preimplantation diagnostics of women of the
IVF program and assessment of the frequency of occurrence of chronic pathologies
among study participants.

Data obtained: the study included data on the health status of individuals with
trisomy on 21 chromosomes. In particular, chronic and acute diseases of the respiratory,
excretory, cardiovascular system. Separately considered the factor of age and gender of
individuals, as well as the main neuropsychiatric indicators and the level of intellectual
characteristics.

To identify the structure of the chromosomal pathology of the embryos, data of
preimplantation diagnostics of women of the I\VVF program were obtained. Women were
divided into 2 groups: with ineffective IVF attempts and with the first IVF attempt.

From the presented data, the main part in chromosomal pathology of non- viable
embryos, implantation of which would lead to termination or stop of pregnancy
development, was pathology of autosome - 60.3%.

Among the embryos with chromosomal pathology on the chromosomes under
study, having the potential for implantation and further development, embryos with
chromosome 21 trisomy prevailed, their proportion was 47.3%.

In women younger than 35 with the first IVF attempt, about 30% of embryos
have a genetic pathology.



PODEPAT

Jpimomuas padota 53 craponki, 9 mamtonkay, 8 Tadmin, 40 KpeIHiL.
CIH/IPOMBI ABYMOVYJIEHBISI TPBICAMISN AYTACOM
MbTa paboThI: amparioyka Jaa3eHbIX MPIIMITIaHTAIIBIMHAN TBISTHOCTHIKI )KaHYbIH
nparpambl DOKA 1 ampHKa yacTaThl CyCTpakaemacill XpaHIYHBIX MaTalorii Ba
Va3enbHIKay gaciaeaBaHHs.

Meranel  nacienaBaHHS:  JAaKyMEHTaJdbHBI, BbIOapauHbl, amicalbHai
CTaTBICTBIKI 1 KapdJIsbli, TabapaTopHas AbIATHOCTHIKA

ATpbIMaHbI JAJ3€HBIS: y JaciefaBaHHE YKIIOYaHbl JAJ3€HbIA a0 CTaHe
3mapoyst acod 3 Tpeicamisii ma 21 xpamacome. Y TpbIBaTHACII, XPaHIYHBIA 1
BOCTPBISL 3aXBOPBaHHI JIbIXalibHAM, BhITyYaIbHAN, capAduHa-cacyA31CTall CICTIMBI.
AcobHa pazrimagani dakrtap Y3pocTy 1 MOy acod, a TakcaMa acCHOYHbIA
NCIXaHeypasariyHblsl NaKka3ublKi 1 Y3pOBEHb IHTAJIEKTYyaIbHBIX acadiiBacisay.

JUist BBIAYJIEHHS CTPYKTYpbl XpamMacOMHail martanorii 3MOpbIEHAY ObLIl
aTpbIMaHbl JaJ3€HBIA TMPIIMILIAHTAIIBIMHAN JBIATHOCTBIKI KaHYBIH IIparpamMbl
OKA. IIpaBsni nag3en »aH4yblH Ha 2 TPYMbL: 3 HE3PEKThIYHbIMI cripobami DKA 13
nepiaii cripodaii KA.

3 mpazacTayieHblx JaA3€HbIX, aCHOYHYIO YacTKy Y XpaMacOMHa# Martajorii
HEXBIIISI3I0JIBHBIX AMOpBIEHAY, IMIUIAHTALIBIS AKIX TpPbIBsIa O J1a meparblHEHHS
a00 MPBITIBIHKY pa3BIllLs [sHKapHACII, CKIIajia rmarauoris ayrocom - 60,3%.

Cspon »o>MOpei€HAy 3 XpamMacoMHail TaTalorisdi Tma JacieyeMbIX
XpamMacomax, SKis Marollb HMaTAHIBII JUIs IMIUTAHTAIlRIl 1 Jajeiinara pa3BiIls,
niepaBaxkaiii SMOPBIEHBI 3 TphIcamisiii xpamacomsl 21, ix fosst ckiana 47,3%.

VY xaHubIH Majaa3edmbix 3a 35 ragoy 3 nepmail cnpobdait KA kans 30%
AMOpBIEHAY MArOIb TEHETHIYHYIO MATAJIOTIIO.



