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TEHETUYECKUH NOJIMMOP®U3M I'EHA ®PYKTO3A 1,6-AUPOCHPATA3bI
U ET0 CBA3b C METABOJIMYECKMMHU PACCTPOHCTBAMHU

MamaTkyJsi0Ba /Innadpys A6aycamaj KU3u
UHCTUTYT UMMYHOJIOTUH U T€eHOMHUKH YeJIOBeKa NpHU
AkaaeMum HayK Pecny6/1MKH Y36eKuUCTaH
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BBegeHnue: 'eHeTU4eckuil nosMmMopdusM reHa ¢ppykrosa 1,6-gudpocdarasel (PPY-1,6-JPK)
SIBJIIeTCS NpeJMeTOM LIMPOKOr0 HCCJeJOBaHUsA CpeAu HAydyHOro cooblecTBa B 00/1aCTH
reHeTUKU M MeTabosM3Ma. JTOT TeH HWrpaeT KJ/KWYEBYH pOJIb B peryasiiud obMeHa
yIJIeBOJIOB U MOXKeT OKa3bIBaTh BJIMSAHUE HAa pa3BUTHE MeTAa00JIMYECKHUX PACCTPOMCTB.
060CHOBaHHUE AKTYa/IbHOCTU HUCCAeA0BaHUA: MeTabo/iMyecKrMe pacCTPOMCTBA, TaKKE KakK
OXXUpeHUe, [AuabeT U CcepAedyHO-COCyAUCTble 3aboJsieBaHUd, SABJAITCA Cepbe3HbIMU
npo6seMaMy 06LIeCTBEHHOr0 3/0p0Bbs. [lOoHMMaHWe B3aMMOCBSI3U MEXAY reHeTUYeCKHUM
nosiuMmopdusmMom resa ®PY-1,6-/1OK v pazaBUTHEM TaKUX PACCTPOUCTB MOKET MPOJIUTH CBET
Ha KX MeXaHHW3Mbl BO3HUKHOBEHMSI'U CHOCOOCTBOBATh pa3pabOTKe HWHHOBALMOHHBIX
MeTO/I0B JUarHOCTUKU U JieUeHUs.
Ilesin ¥ 3aAa4M pa6oThI: Llesiblo JAHHOTO UCC/IeJ0BaHUSA SABJISAETCSA U3yUYeHHUE CBA3U MeXy
reHeTu4yeckuM nosaumopdpusmom reHa ®PYy-1,6-1®K u metabo1MyecKUMU pacCTPOHNCTBAMH.
KoHKpeTHble 3aZjaud HcCCAe[J0BaHUA BKJKOYAKOT aHajJu3 JIMTepaTypPHbIX HCTOYHUKOB,
onpejie/ieHMe U3MEeHEeHUW aKTMBHOCTU (pepMeHTa, NpOoBeJleHHe TeHeTHYeCKOro aHasn3a
Ha/IM4UsA MOJUMOP(HBIX BapUAHTOB I'eHa U OLeHKY CBS3U C pa3BUTHEM MeTabO0JIMYeCKHUX
PacCTPOMCTB.
0630p MCTOYHHUKOB, UCIOJIb30BAaHHBIX B pa6oTe: /I BBINOJHEHUS HCCIeL0BaHUSA ObLI
poBeJieH 0630p Hay4YHbIX CTATel, peneHsui 1 MoHOTrpaduit, HOCBSILIEHHbIX TeHETUYECKOMY
nosumopdusmy reHa DPY-1,6-IOK = u" ero~ "acconydanuu Cc MeTabOJUYECKUMU
paccTporicTBaMu. B paboTe Takke MCN0JIb30BaIMCh JAHHbIE U3 00111eJOCTYNHbIX 6a3 JaHHbIX
HccaeJOBaHUM reHoMa.
OnuvcaHue METOAOB U METOAUK, IPUMEHEHHbIX aBTOPOM: /[yil IpoBe/ieHUs UCCieJOBaHUS
MbI UCNI0JIb30BAJIM METO/Ibl MOJIEKYJIIPHOW OMOJIOTUM U T€HETUKHU, BKJIIOYas N0JMMEPa3HYI0
nenHywo peakuuto (PCR) u cexkBeHupoBaHue reHa ®PY-1,6-//lOK. Mbl Takke npoBesu cO60p
JlaHHBIX O MallMeHTax C MeTabOoJMYeCKUMHU pPaCCTPOMCTBAMU U KOHTPOJIbHOW TCpyIIIE,
aHaAJIM3UPOBa/IM aKTUBHOCTb pepMeHTa U OLEeHUBAJU HaJW4YHhe NMOJUMOPPHBIX BapUAHTOB
reHa.
IlpuBeaeHue pe3y/IbTATOB UCCAeAO0BAaHUA: AHaA/JU3 INOJYYEeHHBIX pe3y/bTaTOB IMOKa3aJl,
yTto nosuMopdusMm reHa OPY-1,6-J]OK cBsizaH ¢ u3MeHeHHWEM aKTUBHOCTU depMeHTa U
MOXEeT YBEJUUUTh PUCK PAa3BUTHUA MeTA00JIMUECKHUX PACCTPOMCTB, B TOM YMCJIE OKUPEHUS,
JiuabeTa U cepJleuHO-COCYAUCThIX 3ab6osieBaHUM. Bosiee Toro, 6bljla 06Hapy:KeHa 3HauYUMasi
accouuanus Mexzy olnpejfieJleHHbIMU BapuaHTamu reHa ®PY-1,6-/I1OK u onpeneseHHbIMU
dbeHOTUNTMYECKUMU NIPOSIBJIEHUSIMU MeTab0/IMYeCKUX PAaCCTPOMCTB.
HTorosele BbIBOABL: MccnenoBaHuve mNoOATBepKAaeT CylLleCTBOBAaHHWE CBfISU MEXAy
reHeTuyeckuMm mnosumopdusmMom reHa PPY-1,6-J/PK u pas3BuTHeM MeTaboOJUYECKUX
pacctpoiicTB. [loHMMaHue 3TOM CBA3M MOXET ObITh MOJIE3HBIM JJi Ppa3paboTKU
MHHOBALIMOHHBIX MOAXOJ0B K JWAarHOCTUKE W JIEYEHUI0 TaKHWX PaCCTPOUCTB, KOTOpbIE
YYUTBIBAIOT UHAUBUAYATbHbIE TeHETUUECKUEe 0COOEHHOCTH MallMeHTOB.
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