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AKTyaJIbHOCTh M Hay4yHasi HOBU3HA. bosiee yem 30 myranuii n3BectHoix B rene PRNP
OBLIIO OOHAPYKEHO Cpelu JIIoJel ¢ ceMEeHHBIMU PUOHHBIMU 3a00JI€BaHUSIMH, K KOTOPBIM OTHO-
CUTCS KJaccuueckwii Bapwant Oone3nu Kpehrndensara-SAkoda (SCID), 6onesnnr ['epcTtmana-
Crpayccnepa-llleitnkepa, dartanpHas ceMmeiiHas OecCOHHMIIA. MyTanmuu B JTaHHOM TI'eHE ObLIN
BBISBJICHBI TaKXKe y 3a001eBIIMX 0e3 ceMeiHON HCTOpuH MpUOHHOTOo 3aboneBanus. Jlanusie 60-
JIE3HHM CBA3aHBI C MEPEX0I0M HOpMaIbHO# (opMel (PrPC) Gombioro nmproHHOro Geika uenoBeka
B marosioruueckyto (PrPS¢). Xora 3D crpykrypa PrPSC no cux mop He mosiydeHa, HO COrIacHO
pe3ysibTaTaM aHallu3a CIEKTPOB KPYroBOI'O JUXPOM3Ma YCTAHOBJIEHO, YTO B MATOJOTHYECKOMN
dopme comepkuTcs OONbIIE AMHHOKHCIOTHBIX OCTAaTKOB B OeTa-TsKaX, KOTOphIe, IO-
BUJMMOMY, BO3HUKAIOT Ha MECTE HOpMaJbHOU anbda-cnupanu. [I[puonHsie O00Ne3HU SBISIOTCS
HEU3JICUUMbIMH U BCET/1a 3aKaHYUBAIOTCS JIETAIbHBIM UCXOJIOM.

Lleau paGoThI: BBLICHUTH, KaK U3MEHSAETCS TPETUYHAS CTPYKTypa OOJIBIIOr0 MPUOHHOTO
Oellka dYeloBeKa MpH MyTalusx, NpUBOIIMM K Oonesnn Kpeiirndenpara-Ikobda; BeISCHUTH
BO3MOXKHBIE MEXaHU3MbI 00pa30BaHUs OeTa-CTPYKTYpPHI IPU JAaHHOM 3a00JICBaHUH.

O0bexT u MeToabI HccaeaoBaHuA. OObEKTOM UCCIIEIOBaHMs B JaHHON paboTe BhICTyMa-
JIM TPETUYHBIE CTPYKTYphI OOJIBIIOTO MPUOHHOTO Oenka yeraoBeka. B pabore ObuT MCHonb30BaH
KJIACCUYECKUM METOJI MOJEIUPOBAHMS TPETHUUHBIX CTPYKTYp OenkoB moj Ha3BaHueM «SWISS
MODELY, a Ttakxke cepep «PIC» nns onpeneneHust Xxapakrepa B3auMOJCHCTBUNA MEXIYy aMu-
HOKHCJIOTHBIMU oOcTaTKamu. OpHUTrHHAIBHBIE ANTOPUTMBI, pa3paboTaHHbIE Ha Kadeape oOmei
xumu BI'MY, cyliecTBeHHO JAOMOIHUIN CBEECHUSI O B3aMMOJCHCTBUSAX MEXAY aMHUHOKHCIOT-
HbIMHM OCTaTKaMHU U UX U3MEHEHUSX B pe3yjbTaTe MyTalUi, aCCOLMUPOBAHHBIX C PUOHHBIMU
6one3nsimu. AnroputM «SSPT» crnocobGeH mpeacka3blBaTh BTOPHUUHYIO CTPYKTYPY, BKJIIOUas
0c0o0ble aMHUHOKHUCIIOTHBIE MOTHBEI, YaCTO PACIIOJIOKEHHBIE HA KOHIIaX anb(da-crupaneii u Oera-
Tspkeil. Takue MOTUBBI C BBICOKOH J0Jieii BeposATHOCTU 00pa3yioT N- u C-K31bl JaHHBIX dJIEMEH-
TOB BTOPUYHOU CTPYKTYPBl. AMHUHOKHCJIOTHBIE 3aMEHbl B HUX MOTYT CYIIECTBEHHO BJIMATH Ha
cTabmibHOCTh anbda-cupaneit u Oera-Tsxeil. Anroputm «PDB INTERACTIONS» npeana-
3HauUeH JJIs U3MEPEHUs PACCTOSSHUN MEXy aroMaMH B TPEXMEpPHOU CTpyKType Oenka. [Tpume-
HsuIcs U anroput™ SSP, kotopslii pabotaer He ¢ PDB daitnamu, a ¢ aMUHOKHMCIOTHOHN MOCe10-
BaTEJbHOCTHIO OEIIKOB.

ITosryuyeHHbIe pe3yabTaThl U BHIBOABI:

1. OnpeneneHo BAUsSHUE KaXA0H MyTalluy B OOJIBIIIOM NPUOHHOM OeJIKe YeloBeKa Ha Tpe-
TUYHYIO CTPYKTYPY AAHHOTO OelKa.

2. OmnpeneneHbl BO3MOXHBIE MEXaHM3MBI 00pa3oOBaHMs OeTa-aMWIOWJa TPU OOJIE3HU
Kpeiitudenbara-Axoba.

YpoBenb BHeapenus: kadenpa odmeit xumun BI'MY, kadgeapa GnoopraHu4eckoil XuMun
bI'MY.
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