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1. Anani3 myrauiii reniB SMN Ta NAIP B poinHax BUCOKOTO PU3UKY CIiHalIbHOI M'130B0i aTpoii

2. Analysis of SMN and NAIP genes mutation in families with high risc of spinal muscular atrophy

Pedepar:

1. lncepraliito prUCBsIY€HO BUBUYEHHIO MOJIEKYJISIPHO-T€HETUYHUX OCHOB I1aTOreHe3y CIiHaJIbHOI M's130B0i aTpodii
(CMA). OTpuMaHi pe3yJbTaTy HiATBEPIXYIOTb [IPOBiAHY POJb MyTalill reHa telSMN, ski 6ys0 BusgsneHo y 100%
xBopux Ha CMA, B pO3BUTKY 3aXBOPIOBaHHA. BCTaHOBJIEHO, 1110 B XBOpUX HA CMA 3 TOMO3UTOTHOIO JieJIeli€lo Iunle
7-ro ex30Hy reHa telSMN, nocsinoBHicTh 8-r0 ek30Hy reHa telSMN e yacTuHOIO XMepHoro reHa cen/telSMN.
BcraHoBI€HO acoliallilo Mixk HassBHICTIO TPOTSIKHOI [ieellii, 1110 3aXO0NJtoe 7-1 Ta 8-11 ek3oHU reHa SMN i 5-11 ek30H
re"a NAIP, Ta po3BUTKOM I-T0, HAWTSKYOTO TUILY 3aXBOPIOBAHHS, TOJi SIK XUMEPHUH reH cen/telSMN BusiBieHO
TiZIBKYU Y XBOPUX 3 XPOHIYHOI0 popMoIo 3axBopioBaHHs (II-11 Ta III-i1 Tunu). 3arpornoHOBaHO METOJ, BUSBJIEHHS
HociiB MyTallii, 1110 TpU3BOAUTH N0 po3BUTKY CMA, siknii 6a3yeThCs Ha JE€HCUTOMETPUYHOMY aHaJli3i KiJIbKOCTi
aMIlIi(piKOBaHMX 3a AONIOMOTIOI0 I0JIiIMEPa3HO] JIAHIIOrOBOI peaklii KOIil MOCifOBHOCTI 7-TO €K30HY TEJIOMEPHOTO
Ta LleHTpoMmepHoro reHiB SMN. Anani3 myTaniii resis telSMN i NAIP e BucokoiHpopmaTtuBHUM AJis AiarHocTuku CM

A (BKJIIOYAIOUY ITpEHATaJbHY) Ta MACOBOT'O CKPUHIHTY HOCIiB IIbOrO 3aXBOPIOBaHHS B YKpaiHi.



2. The dissertation is devote to studing for the molecular basis of pathogenesis of spinal muscular atrophy (SMA).
Our data support the thesis that mutations of the telSMN gene could play a major role in determining SMA,
because of it's mutations were found in 100% of our patients. There is determined that in SMA patients with
gomozygous deletion of telSMN exon 7 only, the remaining telSMN exon 8 was a part of a chimeric cen/telSMN
gene. There is established associations large-scale deletion involving SMN exons 7 and 8 and NAIP exon 5 with
SMA type I, while chimeric cen/telSMN gene is associated with chronic form of SMA (type II and III). The method
for SMA carrier detection based on PCR products of exon 7 of telSMN and cenSMN genes densitometry analysis
was proposed. It was shown that mutations of telSMN and NAIP genes analysis is high informative for pre- and
postnatal diagnostics and population SMA carrier screening in Ukraine.
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