OT3bIB
Ha aBTopedepat quccepraun Koxukona Jleonnaa PycianoBuya no teme
«Oco0eHHOCTH KJIMHHYECKOr 0 NposiB/1eHNsl BApHAHTOB B reHe NBAS npu SOPH-
CHHIpPOMe», NIpPeICTaB/IeHHOH Ha COMCKaHMe YUEHOM CTeleHH KaHAuIaTa
MEeIHIHHCKHX HAYK N0 cnenHaabHocTH 1.5.7. 'eHeTHKa (MeAHIIHHCKHE HAYKH)

IIpeacrasneHHas AMccepTallMOHHAs paboTa MOCBANICHA M3YUYEHUIO MOJIEKYJSIpHOU
IIPUPOBI CBSA3M BapUaHTOB B reHe NBAS ¢ xnuHu4deckuM nposiBiennem SOPH-cuHapoma.
Pabora BBINOJIHEHA Ha MaTepuale AKYTCKOW MOMyJAINH, OJHAKO WMEET IICHHOCTh Ha
MHUPOBOM YypoBHE. K JOCTOMHCTBaM HCCIEJOBaHUSA TAaKKe€ OTHOCHUTCS INHUPOTa METOJIOB,
OPUMEHEHHBIX JUISL  OCYIIECTBIEHUS IIOCTABICHHON IeIW W BKIIOYAIOMIMX Kak
1ab0paTOpHBIE UCCIEAOBaHU, TaK U OMOWHGOPMATUIECKIE aHATU3E. Pe3yIbTaThl UMEIOT
KaK MpHUKIaJHYI0, TaK U GyHIaMEHTATBHYIO [IEHHOCTh. YacTh pe3yabTaToB, CBSA3aHHAS C
pa3pabotkoii TecT-cuctemsl 1uist [T1{P-muarnoctuxu a7 MakopHoi MyTtanuu ¢.5741G>A
[p.(Argl914His)], uMeeT mNpaKTUYECKylO0 HAmpaBlICHHOCTb. B TO ke Bpems,
OnonH@opmaTnueckoe Npe[cKazaHue HU3MEHEHUs cTabwibHocTH Oenka NBAS m ero
CBS3BIBAHUS C APYTUMH O€lIKaMH, Ui KOTOPHIX M3BECTHO B3aMMOJEHCTBHE, MMO3BOJIHIO
aBTOPY BBEIABUHYTH psifl IPEAIIONI0KEHUI O TOM, ¢ KAKUMH UMEHHO HapyIIeHUsIMHU B Oelke
NBAS moxeT ObITh CBSI3aH KaX/Ablii 13 HaOMOJaeMbIX MpH 3a00JeBaHUH (HEHOTHIIOB, H
paciuupser IpeacTaBIeHUss O Oellok-0enKOBOM B3aMMOICHCTBUUM BHYTPH KOMILIEKCA
NBAS-RINT1-ZW10 u 3Toro koMiuiekca ¢ IpyruMu OellkaMu, a B OyIyIieM MOXeET OBITh
MOJIE3HO JUIS TEepCOHanu3upoBaHHoW Ttepanuu SOPH-cuHapoma B 3aBUCHMMOCTH OT
UCXoaHOM MyTanuu. ClexyeT 3aMETUTh, YTO pe3yJIbTaThl paboTHl MUPOKO MPEACTABICHEI
Hay4yHOH OOLIECTBEHHOCTH: IOJyYEHHbIE pE3yJbTaThl M TOATOTOBICHHBIA 0030p
JAUTEpaTyphl OMyOJIMKOBaHBI B TPEX CTAThAX B M3BECTHBIX B OTpaciu >KypHajiax, a
TIOJTyYEHHBIE JaHHbIE U pa3pabOTaHHBIN 71 UX aHaIu3a MPOrpaMMHBIM KOJI HAXOIUTCS B
OTKPBEITOM JIOCTYII€ B COOTBETCTBYIOUIMX PEMO3UTOPUAX (CCBUIKH €CTh B MOJHOM TEKCTE
JccepTanun).

Takum oOpasoMm, conepxkanue aBTopedepara TO3BOJISAET CcAeIaTh BBIBOM, 4YTO
auccepranuonHas paborta JXoxukoBa JILP. sBisiercs o4eHb MHTEPECHEBIM, ICIBHBEIM M
JIOTHYECKU 3aBEPUIEHHBIM HAy4YHO-KBATM(UKAIMOHHBIM UCCIEAOBaHUEM, BHINOJTHEHHBIM
Ha akTyalbHYI0O TeMy, HMMEIONIMM KaK Hay4yHyI0 HOBH3HY, TaKk W MNPaKTHYECKYIO
3HaYMMOCTh. JluccepraunoHHas paboTa MOJHOCTHIO COOTBETCTBYET TpeOOBaHUSAM II. 9
«[TonmoxkeHust © TMOpAAKE MPHUCYXKICHHUA YUYCHBIX CTENEHeW», YTBEPXKIACHHOTO
IHocranosnenuem [IpaBurenscrBa Poccuiickoit ®enepamuu ot 24.09.2013 r. Ne 842 (B



pelakuuu ¢  M3MCHEHHAMH, yTBepKIAeHHbIMU IlocraHoBnenuem IlpaButenncrBa
Poccuiickoii ®enepanmu ot 16.10.2024 r. Ne 1382), npenbsBiseMbIM K JUccepTalUsaM Ha
COMCKAaHHE YYCHOMN CTETEHH KaHAMJIaTa HayK, a €€ aBTOp 3acIyXUBAET HPHUCYKICHH
YYCHOH CTEMEHU KaHAHWIaTa MEIUIUHCKUX HayK Mo crenuaipHoctd 1.5.7. T'eHetuka
(MEIUIIUHCKHE HAYKH). '

Jlato coriacMe Ha BKIIOYEHME CBOUX IIEPCOHANBHBIX JAHHBIX B JOKYMEHTHI,
CBsA3aHHBIE ¢ paboToH auccepTallioHHOro coBeta 24.1.215.03 Ha 6aze dexepanbHOro
rOCY/IapCTBEHHOIO OFOKETHOTO HAYYHOTO YyupexaeHus «TOMCKHIl HalMOHaIbHEIMA
HCCIICOBATCILCKUM  MEIUUMHCKUI 1eHTp Poccuiickoif akagemMuu Hayk», U HUX
TaJbHENIYI0 00paboTKy.

Bemymmii mHayunblii coTpyaHuk, HayuHo-mccnenoBaTelnbCcKuit HHCTUTYT OHOJIOTHMH
denepanbHOro rocy 1apcTBEHHOr0 OFODKETHOTO 00pa30BaTEIbHOI0 YUPEKAEHHS BEICIIETO
obpasoBanusa «MpKyTCKHil TOCYIapCTBEHHBIH YHHBEPCHUTET», KAHAMAAT OMOIOTMYECKUX
Hayk (crenuanbHOCTh 03.02.07 — reHeTHKa)

%/ Hposnosa ITomua bopucorHa
(moamnuce)

«9 » 4@4@{;}\» 2025 r.
d Fd

KonTakTHas undopmanws:

Hay4Ho-ucciie1oBaTenbckuif  MHCTUTYT OHOJOTHH  (eaepalbHOr0 TrocyIapCTBEHHOTO
OrOJDKETHOrO  00pa30BaTENbHOIO YUPEXKAEHUS BHICIIErO o6pasoBanus «MpKyTckumit
rocy1apCTBEHHBIN YHUBEPCHUTETY, https://isu.ru/ru/university/structure/si/niibio/;
director@bio.isu.ru

664025, UpkyTtckas o6, . UpkyTek, yu. Jlennna, 1. 3, ka6. 120, +7 (3952) 24-30-77
drozdovapb@bio.isu.ru

IMoamuce po3nosoii [Tomuaer boprcoBHEI 3aBepsiio:
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