OT3bIB
Ha accepraunonnyio padbory Tynedaesoii Acenn KaiipaToBubl 1o
Teme « Kanunro-muieMuoI0rnueckas XapakTepueTHRA
MYROUoaucaxapuioson y aereii B Peenybanke Kaszaxcran»
Ha coneranue crenenn qoxropa puaocoduu (PhD)no
cneunadprocTn 6D110100 - «O6man meanuuna»

Jlucceprannonnas padora Tynebaesoii Acens KalipatoBHbl nocssiieHa
AKTYQTLHON TeMe — SMHACMUONOMHH, KIHHUYECKOH KapTHHe U MONEKYNsSPHO-
FCHCTHYECKOH JIHAarHoCTHKe  Mykonoaucaxapuaoszos (MIIC) B Pecny6auke
Kasaxcran. Juccepraums TyneOaesoit A.K. sBusiercs nepBbIM  HaydHbIM
HCCICIOBAHHEM,  TOCBIUICHHBLIM — H3YUEHHUIO  KJIMHHYECKOro  Te4YeHwus,
FEHCTHYECKUM  Xapaktepucetukam o snugemuonorun MIIC B PK u umeer
OolIblIOe  (pyHAAMEHTANBLHOE W IIPAKTHYECKOE 3HAYEHME B IeJHaTpUHecKol
[MpaKTHKe.

AKTYQJIBHOCTL BBINOJAHCHHOH AUCCEPTALMOHHON paboThl He BbI3bIBAET
COMHCHHH, 4TO CBA3AHO C BBICOKOH CMEPTHOCTHIO U paHHel WHBaUIU3aLHUed
natnenros ¢ MIC, oreyrersuem meronoB auarnoctuku MIIC B PK, penxoit
YACTOTOH Jlannoil naronoruu. OcoObIll MHTEpeC MHPOBBIX HCclenoBaTeneil K
pejikiy opdanibiv 3a00/1eBaHUAM CBA3aH ¢ pa3spabOTKOH HHHOBALMOHHBIX
FCHHO-MHKCHEPHBIX METOA0B HX lICUelns, MO3BOMSIIOLUIMX PH CBOEBPEMEHHO
HAUATO Tepanun 100NTbCs Xopoeh Y(PPeKTHBHOCTH.

HMspectno, uro  80%  opgaHHbiX  HacAeACTBEeHHBIX  Ooie3Hel
MAHHQECTHPYIOT B pAHHEM JIETCKOM BO3pacTe W 3aHUMaroT okosno 30% KoeyHoro
(poHAa ACTCKUX CTALMOHAPOB, XAPAKTEPH3YIOTCS OCTPLIM TEUCHHEM M PAHHHM
(10 3-5 zier) neranshbiv o uexonoM, 40% padHeidt  geTckoll cMepTHOCTH
odycaosneno HbO. B Kasaxcrane nonoQubie neeiie/loBaHus He MPOBOIMIINCE,
qacrora MITC, ocoGennocTi KIMHHYECKOro TeYeH s, CIIeKTp MyTauuii paHee He
ObI/IH OlMCAHDI.

Huccepraunonnoe nccinenoBadue Tynebaesoit A.K., Bnepsble NO3BOINIO
YCTAHOBHTEL  paclpoOCTPAHEHHOCTb,  OMNHCaTh  OCOOEHHOCTH  KIHHHYECKOH
KAPTHHBLL M NPOBECTH  OLEHKY S(eKTHBHOCTH (hepPMEHTOZAMECTHTELHOI
repanuu.  Oco0yI0  3HAYMMOCTL  TIPEACTABISIIOT PE3YJbTATBl  MOJIEKYNSPHO-
FeHeTHYCCKUX Heenenosanuil, v OonbHelx MIIC B PK Oblin oOHapykeHbl H
OfHCaHbl HOBbIe MyTaumn B renax [DUA, IDS, ARSB w GALNS, panee e
NPCACTABACHHDBIC B MCHKLYHAPOAHBLIX FEHETHYECKUX MH(pOpPMALHOHHBIX Oazax
myrati (Human Genetic Mutation Database). Iokasano, 4To npu HoCHTeNILCTBE
OJLHNX 1 TeX ke myTauni nauneHTsl ¢ MIC uMeloT pasiiniuHyio KIMHUYECKYIO
gapruny. Honyuennsie pesynpTarsl MONCKYISPHO-TEHETHYECKOrO HCCTe I0BAHUS
ABISIOTCS OCHOBOM U CO3AaHMs 0a3bl MYTALMH, XapaKTePHBIX 1S MOMYJASLHH
PecnyOnuikn Kazaxcran,

Pesyabrars nayunoii pabotsl TyneGaesoit A.K. npencrasnensl B Hay4HbIX
[y OJMKALISAX KYPHAIOB, PEKOMEHlYeMbIX KOMUTETOM 10 KOHTpOImo B cdepe
oOpusoBanist 1 Haykn Muuucrepersa ofpasosanus W Hayku PecnyGnuku



Kazaxeran; na MemwAyHapOAHBLIX H pecnyOJHKAHCKHX KOH(PepeliLLHSiX B BUJAE
YCTHBIX H IIOCTEPHBLIX IOKIA108. (8 JLOKIa10B: 4 NOCTepHbIX, 4 YCTHDIX)

[HocTasaenusie TyuneOaenoil ALK, uens u 3ana4yd  Mccse10BaHHSA
«KNMHIKO-MHACMHOMOIHYECKAs  XAPAKTEPHCTHKA  MYKOMOJIHCAXapHI030B Y
aered B Pecnybnuke Kazaxcran» moJiHOCTBIO BLIMOMHEHBI U MOCHEA0BATSIbHO
PACKPLITLL B BOCLMU [J1aBaxX JIMCCEPTALMOHHOIO UcciiejloBaHus. Kecnonb3yemblie
MOJACKYIAPHO-TEHCTHUCCKUE  METOIbI  SABISIIOTCA  COBpPEMEHHbIMH, o0beM
BLIOOPOK  0CTATOYEH [l NONYYeHHsT  JOCTOBEPHLIX  Pe3yabTATOB,
craricTHieckas  00padoTka  NpoBeAeHa ¢ HCIOJBL30BAHHEM COBpPEMEHHBIX
KOMIIBIOTEPHBIX HPOIPAMM, 4TO OTPAKEHO B HAYYHOH HOBHU3HE M NPaKTHYECKOH
SHAYHMMOCTH BBITOMHCHHOO AUCCEPTALHOHHOTO HCCEeL0BaHMS.

Lynebaesa  AK.  sBasercss MNOANOTOBIAEHHBLIM — CHELMANHCTOM O
Hepeonnduumposannoii Meanunuie 1 MoxeT ObITh PEKOMEH/10BaHA A7 YYaCTHs!
B 1 ocyaapersentoii nporpamme «Passinrie nepconnGUUHPOBAHHON MeIHLIHHBI
B PK na 2018-2012 rro», Beinonunenue koropoii Oyaer rnposeineno Ha Oaze
KasHMY um. C.J1. Acdenausiposa.

Jluccepraust Tynedaeroii AK. SIBJISIETCS *AMOCTOSTE/ILHBIM,
JAKOHUYCHHBLIM - HAYYHBIM  HCCJILOBAHUEM, [0 AKTYaJlbHOCTH MOCTABIEHHbBIX
A4, HAYYHOH  HOBM3HE M [PAKTHYCCKOH  3HAYMMOCTH  [TOJHOCTHEO
COOTBETCTBYCT NPEALABIAAEMbIM TPeOOBAHHUAM K JAOKTOPCKHUM AMCCEPTALUIM
PhD no cnewnansioctn 6D110100 — OBmias mMeauuuna ¥ pekoMeHyeTcs K
nyOanuHOM 3almTe Ha JluccepraumoHHOM coBeTe
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