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3apoxaeHne BO BTOPOM NonoBuHe XX BekKa
MONEKYNSPHON BUONOrMM CONPOBOXKAANOCH NO-
ABNEHNEM NOHATUI «MONIEKYNSAPHAs 6ONE3Hb» U
«MONeKynsapHas meauunHa [s]. MpeanoxeHHas
[xenimcom YotcoHom u ®peHcncom Kpukom
moaenb cTpoeHua monekynol JHK B BUAEe aBow-
HOW cnupanu [7] no3Bonuna B JOMKHON mepe
oLeHNUTb ee Buonormyeckyo ponb. M3 mogenn
BbiITEKAn MPUHLMN MATPUYHbIX CUHTE30B, T.e.
CMHTE30B, NPU KOTOPbIX NH(DOPMALUA O CTPYK-
Type CMHTEe3UpPyemMOn MONEKYNbl 3aKOAMPOBaHa
B CTPOEHUWU MOJeKynbl-maTpuubl. Ha matpuue
monekynol IHK cnHtesupyerca monexkyna nPHK,
KOTOpas, B CBOIO o4yepenb, ABAAETCA MaTpuuen
ANA CMHTE3MPYEeMbIX Ha pubocomax nonunen-
TUAHbIX Lenax 6enka. IMeHHo 6enKku peanusyioT
reHeTmyeckylo uHdopmaumio. Mostomy 6Genku
paccmaTpuBalOT Kak peanbHo pabotatwlime B
KNeTKe «BblYMCAUTENbHbIE MalluHbly [1]. Mo-
CNenoBaTeNbHOCTb CYUTbIBAHMA TEHETUYECKON
nudopmauun B Hanpasnenun JHK>PHK>6enok
nofyynmna HasBaHWe TNIaBHOW [OrMbl MOJEKY-
nApHOM 6uonorun. XX-i BEeK 3aBeplunncsa pea-
Ansauynen MexayHapoAHOro Hay4YyHoro npoekra
«[eHOM YyenoBeKa» pe3ynbTaTbl KOTOPOro CTanu
OTNPaBHOM TOYKON BO3HMKHOBEHWA HOBEMWLINX
HanpaBNeHUN MeAULMUHbI — TEHHOW Tepanuu,

TepaneBTUYECKOr0 KJIOHMPOBAHUA, NO3BONAIO-
Lero noay4vyatb reHHO-UHXEeHEePHbIMM MeToAaMu
CTBONIOBbIE KNETKN 1 NCMONb30BaTh UX B Ka4ecT-
Be NeKapCTB, TapreTHom Tepanuu [2].

COBOKYMNHOCTb BCEX FEHOB OpraHuM3ma npu-
HATO Ha3biBaTb FEHOMOM. Y Yejl0BeKa MoneKyna
AHK copeput 3 munnnappa 200 MUINUOHOB
nap HykneotugoB. Ecnu pasBepHyTb Monekyny
JAHK B HWUTb, TO ee AnnMHa cocTtaBut 187 cm. Ha
AONI0 CTPYKTYPHbIX F€HOB, KoaMpylowmx bonee
100 000 WHAMBUAYANbHbIX 6ENKOB, NPUXOANUTCA
nnwb 1-3% Bcen AHK. 3T reHbl cocTaBnAoT 3K-
30M. OKono 16% [AHK perynupytoT akcnpeccuio
CTPYKTYPHbIX reHoB. Ponb 6onee 80% [AHK Ha
CerofHsA He U3BeCTHA. 99,9% reHoB OJMHAKOBbI
y BCex noaen. NHanBuayanbHble 0CO6EHHOCTH
onpeaensAlTCca Bcero nnib 0,1% reHoB. OTHO-
CUTeNbHO HeboNbLIOE pa3nyne B reHax noboro
M3 Hac MMeeT NPUHLUNNaNbHOe 3HavyeHue, no-
CKONbKY onpeaenser Hawy MHANBUAYANbHOCTb.

lfeHeTMyecKuin nonumopcusM WU reHeTu-
yecKoe pasHoobpa3sue — pasHas Bapuauus re-
HoB (poly — mHoro, morpho - dopma) [9, 10].
Hannymnem nonumopcdursma reHoB 06bACHATCS
HapyweHNs CTPYKTYpbl U CBOWCTB Tex GenKos,
KoTopble BblpabaTtbiBaloTca B OpraHusme, T.e.
N3MEeHeHUs B NpoTeoMe.

FeHeTUYeCKUA nonumopdr3m MOXKeT OblTb
00ycnoBneH 3aMeHOW HYK1eoTna0B, AyNnKaLu-
e, BCTaBKaMu, BbiNafeHUAMM, HYKNEOTULHbIMU
noBTopamu. FeHeTUYeCKMn nonmMmopdmsm mo-
eT HOCUTb KOMMYECTBEHHbIN WA KayeCcTBEH-
HbI XxapakTep. HekoTopble U3 nonmopchr3MoB
BCTPEYalTCA [OBOJIbHO 4acTo, Apyrue o4YeHb
peako [4].

i3meHeHnA QyHKLMM NPU FeHeTUYECKOM No-
numopdusme moryT ObiTb:

®  BbLIFOAHbIMU 415 OPraHU3ma,

®  HelTpanbHbIMK MAK CNabo oTpuuaTeNb-
HbIMU,

® OoTpuuaTenbHbIMMU,

®  BbLIFOAHbIMU B ONpejeseHHON cpeje 1 oT-
puuatenbHbIMU — B pYrou.

Ha ocHoBe aHanusa reHeTM4yeCcKUX NoamMmMop-
13MOB BO3MOXHO CO3/aHME FeHeTUYEeCKOro
nacnopra, npeacraBastouero cobon MHAMBU-
ayanbHyto 6a3y [AHK paaHHbIX, KOTOpas oTpa-

PE3IOME

99,9% reHOB OAMHAKOBbI Yy BCeX Ntofei. IHAnBUAYyanbHble 0COOEHHOCTU KaXA0ro U3 Hac noyyu-
NN Ha3BaHNe reHeTn4eCKoro I'IOIII/IMOp(bI/BMEI, onpeaenAaemoro Bcero nnilb 0,1°/o reHoB 1 npoABnAlo-
eroca B suge I'IO)'II/IMOpCbI/I3MEl €ANHNYHOIro HyKneotnaa, I'IO}'II/IMOpCbI/IBMa ONUHbI PECTPUKLNOHHbIX
d)paFME‘HTOB KOPOTKKUX TaH,EI,eMHbIX NMOBTOPOB. Bo3moxHOCTb CeKBeHMpOBaHNA MHAUBUAYANIbHbIX
reHoOMOB BHOCUT I/IHLI,VIBVI,EI,yaﬂbeII/I I'IO,EI,XOLI, K ne4yeHunto " I'IpOCbI/I}'IaKTI/IKe 3aboneBaHuii YenoBeKa u
ABnsetca QyHAaMeHTaNbHOM 0CHOBOM NepCOHNMULMPOBAHHON MeANLMHBI, YYUTbIBAIOLLEN OCOOEH-
HOCTW reHOMOB OTAe/IbHbIX J'HOLI,EVI onpeaenAvWmnX CKNIOHHOCTb Ye/1I0BeKa K pa3BUTUIO Y HETO TOW UK
nHon 6onesHn. Ha ocHoBe aHanM3a reHeTUYeCKUX NOANMOPPU3IMOB BO3MOXHO CO3AaHNE TeHeTNYe-
CKOro macnopta, npeactaBnstolLlero cobon nuansmayanbHyio 6asy [IHK gaHHbIX, KOTopas oTpaxaeT
YHNKaNbHble TeHETU4YECKNe 0cobeHHoCTH KaXpaoro 4yenoBeKa, ero npeapacnosoXXeHHOCTb K TeM UK
MHbIM HaCNeACTBEHHbIM, MyNbTU(MAKTOPHLIM U APYrMM 3a60neBaHUAM.

KnioueBble cnoBa: reHeTnyeckuii nonumopdusm, IHK-anarHoctmka, HempoaereHepaTuBHbIe
3a-601€BaHUA, TEHTUHITUH. DOI 10.22448/AM).2017.2.62-67
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PucyHok 1. Moaumopcusm eAMHUYHOTO HYKNeoTUaa.
OAHOHYKNEOTUAHbIN NONUMOPPU3M — OTIMYUA NOCe-
aosatenbHocTu HK pasmepom B oaut Hykneotug (A,
T, G unu C) B reHome. Eciu ABe nocnie 0BaTeNIbHOCTH
AHK- AAGCCTA u AAGCTTA - oTau4aloTcs Ha OAUH HYK-
neotup, 310 CBMAETENbCTBYET O CYLLeCTBOBAHUM ABYX
annenen:CuT.

KaeT YHUKaNbHble TeHeTUYecKne 0COOEHHOCTH
KaXaoro YenoBeKa, ero npeapacnoioXeHHOCTb
K TEM UAN UHBIM HacneACTBEHHbIM, MybTUdaK-
TOPHbIM U Apyrum 3aboneBaHUAM.

Knaccuyeckum npumepom nonumopdusma
reHoB fIBAANOTCA 4 rpynnbl Kpoeu. lMpu onpe-
AENEHHbIX YCNOBUAX HEKOTOPble reHeTnyecKue
nonumopdusmbl MoryT nMbo npegpacnonaratb,
nnbo NpenaTcTBOBaTb NPOABNEHUIO PA3INYHbIX
3aboneBaHui. Pasnuyalot cnepytouime OCHOB-
Hble BUJbl TEHETUYECKOTO nofmmopdurma.

OaHoHyKNeoTUAHbIW nonumopcgpusm (OHM)
— oTnnyma nocnegosatenbHocTn [JHK pa3sme-
pom B oauH Hykneotua (A, T, G unmu C) B reHome
npeacTaBuTenen 0aHOro BUAA UM MEXAY rOMO-
NOTUYHBIMK Yy4aCTKAMM TOMONOTUYHBIX XPOMO-
com nHammaa. OHI Bo3HMKaAlOT B pe3ynbraTe
TOYEYHBIX MyTaL1ii U OCOOEHHO BaXHbl ANS MO-
NeKyNApHOW AMarHoCcTMkK 6onesHen. Lnpokui
CneKTp 3aboneBaHun — pak, MHMEKUMOHHbIE,
ayTOMMMYHHble 3aboeBaHusA, CEPNOBUAHO Kile-
TOYHAA aHEMUA U Apyrue CBA3bIBAKOTCA C OAHO-
HYKNeoTUAHbIM nonnmopdusmom (puc. 1).

[ns BbIABNEHUS TEHETUYECKOro NoaMmop-

dusma wucnonb3yerca cekBeHuposaHue [HK
— onpejaeneHne NocnefoBaTeNlbHOCTU HYKIeo-
TUAOB B MOAMHYKNeoTUaAHOW wenu (puc. 2). Mpu
MOMHO FTEHOMHOM CEKBEHMPOBAHUW CEKBEHUPY-
etcsa BcA monekyna [AHK, coctosawan y yenoseka
13 3 MNPA 200 MJIH HYKNeoTnaoB. [Ana pelweHns
CTONb FPAHAMO3HOM 3ajayM CO3JaHbl MeTOoAbl
HenpAMOro CeEKBeHMpoBaHMA (MeTobl CEKBEHU-
POBaHMs HOBOrO NOKONEHUs). Mpu YacTUYHOM
CEKBEHMPOBAHUN ONpeaenseTcs HyKNeoTuaHas
nocnenoBaTenbHOCTb BblOpaHHbIX Nokycos AHK.
B nocneposatensHocT Hykneotugos AHK 3anu-
caHa BCs MH(OpMaLMA 0 CBOMCTBAX OpPraHn3ma,
nepesaBaemas OT poauTenert NoTOMCTBY, B TOM
yncne UHGoOpmMaLMa O NpeapacnoNOKEeHHOCTH
K TeM UNn nHbIM 3aboneBaHuaM. NMo3TOMy CeK-
BEHMPOBAHME HaXOAUT NPUMEHEHNE B KINHUYe-
CKOW nabopatopHol anarHoctuke. B AmypcKon
06NacTHOM [EeTCKOW KAWHUYECKONW O0nbHULe
YyCTaHOBMEH MMPOCEKBEHATOP, MO3BONAOLLUIA
BbISIBIATb HEKOTOPbIE reHeTuyeckne 3abonesa-
HUA, B YacTHOCTM, cuHapom Xunbbepa. Metop,
nossonset aguddepeHypoBaTb FOMO- U reTepo-
3UroTHble opmbl 3aboneBaHus.
Monumopusm ANMHBLI  PECTPUKLNOHHDBIX
¢parmentoB (MAP®P) - cnocob nccnepoBaHus
AHK nytem ee pa3pe3aHua 3HAOHYKIeasamu U
onpeneneHns pasmepos obpasyowmxca dpar-
MEHTOB (PECTPUKTOB) C MOMOLLbIO TeNb-3NeK-
Tpodopesa (puc. 3). AHanu3 pasHoobpasus
0b6pa3syolmxcs PecTPUKTOB ABNAETCA BaXHbIM
MHCTPYMEHTOM B KapTMpPOBAHWM reHoma, NoKa-
NN3aLMn reHoB, OTBETCTBEHHbIX 3a reHeTuye-
CKue 3aboneBaHus, onpeaeneHusa pucka 3abo-
neBaHuWA, NONYYEHUA TEHETUYECKMX OTNEeYaTKoOB
W onpeAeneHus POACTBA, CyAeBHO-KpUMUHANN-
CTMYecKomn 3Kcneptuse. lNocneaHee Hanpasne-
Hue nonyymno Ha3saHne JAHK-pakTMnockonus.
KopoTkue TaHaemHble NOBTOPbI — Bapbupy-
loLyMe y4ACTKM (IOKYCbI) B AAEPHON U MUTOXOHA-
pnanbHoun AHK, coctoAwme n3 TaHaeMHO NOBTO-
PAOWMNXCA MOHOMEPOB AJIMHON MeHblle 9 nap
OCHOBaHWM (puc. 4), ABNAOTCA WWMPOKO pacnpo-
CTPAHEHHBIMW MOJIEKYNAPHLIMKM MapKepamu B
reHeTUYeCKUX N TeHOMHbIX NCCnefoBaHuAX. YBe-

GENETIC POLYMORPHISM. VALUE. METHODS OF RESEARCH

D.V. Leonov, E.M. Ustinov, V.0. Dereviannaya, V.M. Kislitsky, S.K. Samsonova, M.E. Alatortseva, A.N.
Markelova, V.V. Vysotskaya, T.S. Churikova, Yu.V. Trofimkina, A.O. Mayorova, S. E. Leikam, D.V. Antipen-
ko, A.l. Mikhailovsky, D.A. Grigoriev, P.E. Borodin, E.A. Borodin

Amur State Medical Academy, Blagoveshchensk

Abstract

99,9% of the genes are the same for all people. The individual characteristics of each of us were

called genetic polymorphism, determined only by 0,1% of the genes and manifested in the form of single
nucleotide polymorphism, restriction fragment length polymorphism, and short tandem repeats. The
possibility of sequencing of individual genomes introduces an individual approach to the treatment
and prevention of human diseases and represens the fundamental basis of personalized medicine.
The latter takes into account the peculiarities of the genomes of individuals, determining the person's
predisposition to develop some diseases. Based on the analysis of genetic polymorphisms, it is pos-
sible to create a genetic passport, which is an individual DNA database, reflecting the unique genetic
characteristics of each person, his predisposition to certain hereditary, multifactor and other diseases.
Key words: genetic polymorphism, DNA diagnostics, neurodegenerative diseases, gentingtin.
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PucyHok 2. CeKBeHMpoBaHue. CeKBeHupoaaHue (ot
aHr. sequence — NOC/eA0BaTe/IbHOCTb) — ONpejeNieHne
nepBMYHOW aMUHOKUCNOTHON WAV HYKJIEOTUAHOM NO-
cnepoBaTenbHocTU 6uononumepos (6€NKOB U HyKNeu-

HoBbIX Kucnot — 1HK n PHK).

ANYEeHMe Yncna NoBTOPAOLMXCA 3NEMEHTOB MU-
KpOCaTeNNUTOB B 3K30HAX UAU B PEryNATOPHbIX
reHax CBfi3aHO C pa3BUTMEM HEBPONOTMYECKUX
3aboneBaHui [6].

OAHMM K13 BaXHeWWwnx OENKoB HEepPBHOM
TKaHW ABnAeTcA XaHTUHITUH (Htt). YHuKanbHoW
0COOEHHOCTbIO 3TOro 6enKa ABNAETCA Hanuyune
psgoM ¢ N-KOHLOM MOAMNENTUAHOM LEenu no-
BTOPAKOLWENCA NOCnefoBaTe/lbHOCTU OCTaTKOB
rnyTammHa. Yvmcno rayTaMMHOBBLIX NOBTOPOB B
Htt 350poBbIX Nt0AEN BapbupyeT, HO He NpeBbl-
waet 35. Pasputne xopen [eHTUHITOHA ABNAETCA
cnefcTBMeM MyTauun B nepsom 3k3ome (EX1) no
TUNY KOPOTKWUX TaHAEMHbIX NMOBTOPOB, MPUBO-
AALLEN K YBEINYEHUID YMCNa MOBTOPAMOLLMXCA
OCTaTKOB rAyTammHa, YMCN0 KOTOPbIX MOXKET 0-
cTuratb 250 1 6onee. Bpems Hayana 3abonesa-
HWUA 1 ero TAXeCTb HaNpPAMYO 3aBUCAT OT YyMucna
noeTopos [8].

Mpennonaraercsa, 4To B MyTaHTHOM Oenke
mHtt nonurnytammHoBas obnactb npuobpeTaert

FUAPONI3 PeCTPUKTA3ON

APYroin BAPUAHT
NOCNEAOBATENbHOCTM
HYKNEoTMAOB

30HA

TOKCMYHYIO KOH(opmaLmio B Buae B-CTPYKTypbl,
B pe3ynbraTte yero 6e0K arpervpyet u Bbinaaa-
€T B 0CaAOK B BUAE aMUIOUAHBIX hnbpunn. Mo
MeHblUIEN Mepe AeCATb HenpopereHepaTuBHbIX
3aboneBaHN BbI3BaHbl MNOAUTNYTAMUHOBBLIMY
3KCNAHCUAMM, BK/IKOYAs Xxopeto [eHTUHITOHA,
CMVHanbHyt0 M OynbbapHYl0 MbllieYHble aTpo-
dbuM 1M NONUrNyTammHOBYID CrniMHouepebennsap-
Hyl0 aTakcuto [6]. B cBA3M C M3n0XeHHbIM, Htt
npeacTaBAseT MULWEHb NpK pa3paboTKe HOBbIX
3D eKTUBHbIX NIEKAPCTBEHHbIX CPEACTB, CO3Aa-
BAeMbIX C MOMOLLbIO KOMMNbIOTEPHOrO AM3aiiHa.
[Ans co3aaHuns TakuUx cpefcTB abCcontoTHO Heob-
XOIMMO 3HaHWe TPEeTUYHOW CTPYKTypbl Oenka
(3D-CTpYKTYpbI), YyCTaHABANBAEMOW TPaANULMOH-
HO C NOMOLbI0 U3UKO-XUMUYECKMX METOAOB
(AMP-cnekTpocKonus, Rg-CTPYKTYPHbIN aHanus,
3NeKTPOHHAA KPUOMMKPOCKONUS), Tpebytolmx
Aoporocrosuiero obopyAaoBaHMs U noraouia-
OLWMX MHOTO BpemMeHWU. Ha ceroaHsAWHMN AeHb
3D-cTpyKkTypa Htt He wuccnepoBaHa. TouHee,
yCTAHOBNEHA TO/NbKO CTPYKTypa HayanbHoOro
N-KoHLeBOro cdparmeHTa B 430 aMUHOKWUCIOT
(AMK), BKnuatowero noBTop M3 17 OCTATKOB
rnytTamuHa [3]. Ana peweHunsa n3noxeHHowm 3aaa-
YN HaxoAAT NPUMEHEHMEe MeToAbl KOMMbloTep-
Horo mogenupoBanusa. CyTb Ux npocrta. B 6ase
AaHHbIX 3D-cTpykTyp 6enkoB (RCSB PDB u ap.)
C nomouiblo anroputma BLAST HaxoasaT 6enok-
wabnoH (template) ¢ yctaHoBneHHON hU3MKO-
XMMUYECKUMU MeToaamu 3D-CTPYKTYpon, Ubs
AMK-nocnenoBaTenbHOCTb (MepBMYHASA CTPYK-
Typa) MaKCMManbHO COBMajaeT C MepPBUYHOW
CTPYKTypor 6enka 3D-CTPYyKTypy KOTOPOro Xo-

MaMQ
AHK xpomocomer 3

nana
AHK xpomocomer 3

PucyHok 3. Monumopcusm AnuHbI pecTpUKLUUOHHbIX pparmenToB (MAPD). Monumopdusm ANUHbI PECTPUKLIUOH-
HbIX (pparmeHTOB — cN0C06 uccnegoBaHus reHomHoi IHK nytem ee pa3pe3aHus sHAOHYKea3aMu U onpeaeneHus
pa3mepoB ob6pasylowuxca hparmeHToB (PECTPUKTOB) C NOMOLLbIO renb-3neKkTpodopesa.
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PCR prnmers anneal to unigue sequences

bracketing the variable STR repeat region

PCR Product Size (bp)
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PIM'.yHOK 4. Koponme TaHAEeMHble NOBTOPbI. Kopomue TaHAeMHble NOBTOPbI UJIN MUKPOCATEJUIUTDI —

Bapbupylo-

wue y4actku (IOKycbl) B AAepHOi U muToxoHapuanbHoit AHK, cocTosAume U3 TaHAEMHO NOBTOPAIOLLMXCA MOHOME-
POB AJINHON MeHblUE 9 NAap OCHOBAaHMUIA, LINPOKO PacNpoCTPaHEHHbIE MOJIEKYNAPHbIE MapKepbl B TeHETUYECKUX U

réHOMHbIX uccnejoBaHUAX.

TAT CMOAeNnpoBaTh. B ganbHenwem KomnbioTep
moaenupyet 3D-CTPYKTYpy MHTepecytoLero uc-
cnepoBatens 6enka (query). B cnyyae Htt rnas-
HOMN CNOXHOCTbIO ABNAETCA YHUKANbHO H6onbluas
ANMHA ero NoAnnenTUAHON Lenu, BKAOYatoLWas
3142 AMK. [nA TakouW AJMHHOMW Lenu HeBO3-
MOXHO HaWTh 6enku-wabnoHbl. Ana peweHus
npobnembl Hamu MpeasoXeH NOAXOA, 3aK/to-
yawlWmMncs B MmoaenmpoBaHmm 3D-cTpyKTyp oT-
AENbHbIX Y4aCcTKOB nonunentuaHom uenwu Htt ¢
06beMHEHNEM NOCNEAHUX B €AMHYI0 MOSTEKYNY
B KOHEYHOM UTOTE.

B xoae nccneaoBaHus MCNoib30Bannch 6asbl
aaHHbiXx UniProt v NCBI Protein http://www.
ncbi.nlm.nih.gov/protein gna noucka nepsuy-
HoWn nocnepoBaTenbHocTn Htt B popmare FASTA.
MepBUYHAA NoCNeA0BaTeIbHOCTb ObiNa YCIOBHO
pa3buta Ha 11 yyacTkoB no ~300 AMK (142 AMK
B 11 yYyacTKe) B KaXAoM. A Kaxaoro yyactka
6bI1M NpoBeaeHbl NOUCK Benka-wabnoHa ¢ m3-
BECTHOW TPETUYHOW CTPYKTYpPOW MO anroputmy
BLAST v nocTtpoeHue Ha ocHoBe wabnoHa 3D-
moaenn Ha cepsepe SWISS-MODEL https://
swissmodel.expasy.org/. MpumevaTtenbHo, 4TO
6enKn-wabnoHbl ANA KAaXA0ro yyacTka OTHOCU-
NCb COOTBETCTBEHHO K Pa3NMYHbIM rpynnam
no CBOMM O6uonornyecknum csoncream (tabn. 1).
CnepoBatenbHO, BO3MOXHO NPEANONOXMUTb No-
NMMBYHKLMOHANBHOCTb (DU3NONOTUYECKON PONK
Htt.

I'IonyquHue 11 MOLI,eﬂePI Obinu 3arpyxeHbl B
Chimera 1.11.2, rae mexay HMMmn ocyLlecTtBieHo
co34aHne nenTnaHbIX cBA3en ¢ O6pa3OBaHVIeM
3D-mogenu Htt (puc. 5). Pe3ynbtaThl npeacras-
neHbl B hopmate .pdb — danna, gocrynHoro ans
p,aaneVlLuero MCNoNb30BaHUA B NOOOM npo-
rpaMMHoM obecneyeHun ans GuouHdbopmatu-
yecKkon paboTbl ¢ benkamu.

Takum o6pa30M, BO3MOXHOCTb CEKBEHNPOBA-
HUA MHAnBUAYaNnbHbIX reHOMOB BHOCUT MHANUBU-
AyanbHbIA MOAXOA K Ne4YeHuto 1 npodunaktmke
3aboneBaHU YenoBeKa 1 ABNAETCA beH,EI,aMEH-
TaNbHON OCHOBOW NepPCOHUDULMPOBAHHON Me-
ANLUUHDI, yHMTbIBa}OU.leVI 0C06EHHOCTN TeHOMOB
OTAEeNbHbIX mop,e17|, onpepenAarOWnNX CKNOHHOCTb
yenoBeKa K Pa3BUTUIO Y HEro TOW UAN UHOMN 6o-
Ne3Hn.

Jlutepartypa

1. ApuakoB A.W. buouHdopmatrka, reHOMMKa U NPOTEOMMUKA -
HayKu o xu3Hu XXI cToneTus // Bonpockl MeAULMHCKON BUOXUMUM. 2000.
T.47.1.C.2—9.

2. BbopoguH M.E., Bonuexosckuit B.B., bopoauu E.A. OT moneky-
NAPHON BMONOTMU K MONEKYNAPHON U NepcoHNdULUPOBAHHON MeanLIn-
He, meanuuHe XXI Beka. AMypCKUiA MeANLUHCKUI XypHan. 2016. N2 1 (17).
C.68-73.

3. Kim M.W., Chelliah Y., Kim S.W., Otwinowski Z., Bezprozvanny
I. Secondary structure of Huntingtin amino-terminal region. Structure
(London, England: 1993). 2009. 17 (9):1205-1212. do0i:10.1016/].
str.2009.08.002.

4. Mills R.E., Pittard W.S., Mullaney J.M., Farooq U., Creasy T.H.,

AMyYpCKuit MeauLMHCKNIA KypHan N°2 (18) 2017



Taﬁnuua 1. CpaBHMTeIIbHaH XapaKTepUCTUKa Y4aCTKOB MOJIeKYJibl XaHTUHITUHA

Ho YyacToK YyacToK Konnyectso Ha3BaHue 6enka- PDB ID CreneHb CreneHb Scor lpynna 6enka-
me uenu Htt obpesaHHoro AMK BO wabnoHa WwabnoH nNOKpbITUA WUAEHTUYHOCTMU e wabnoHa B
p (AMK) ¢dparmeHTa, dparmeHTe a wabnoHa WwabnoHa n RSCB PDB
MO AOCTYNHbIN ANns nmogenn mopenu (seq.
aen MOAENNPOBAHUSA (coverage identity)
4 )
1 1-300 94-297 203 GTPase activator-like S5HIU 0,65 14,87 0,91 Signalling
protein protein
2 301-600 309-394 85 TOG domain structure 20F3 0,21 18,75 0,31 Structural
from C.elegans Zyg9 protein cell
cycle
3 601-900 710-875 165 Serine/threonine- 21AE 9,55 16.46 0,78 Hydrolase
protein phosphatase
2A 65 kDa regulatory
subunit A alpha
isoform
4 901-1200 1157-1184 27 Ribosomal protein 3J70 0,09 25,93 0,13 Ribosome
elL8
5 1201-1500 1208-1260 52 Importin subunit 3ND2 0,17 9,8 0,24 Transport
beta-1 protein
6 1501-1800 1509-1598 89 Protein STU2 4U3] 0,30 8,99 0,41 Structural
protein /
Protein binding
7 1801-2100 2001-2044 43 DNA primase 41M9 0,14 19,51 0,20 Transferase
8 2101-2400 2199-2263 64 Dynein heavy chain 9 2RR7 0,18 21,82 0,27 Motor protein
9 2401-2700 2440-2546 106 Hyalurononglucosami 20ZN 0,32 14,74 0,44 Toxin
nidase
10 2701-3000 2714-2925 211 Putative 4XRI 0,64 11,92 0,89 Transport

N22 (18) 2017

-

n MeAULUHCKUN JKYpPHan

-

AmypcKu



Mahurkar A.A., Kemeza D.M., Strassler D.S., Ponting C.P., Webber C.,
Devine S.E. (2011). Natural genetic variation caused by small insertions
and deletions in the human genome. Genome Research. 21 (6): 830-9.

5. Pauling L., Itano H., Singer S.J., Wells I. Sickle Cell Anemia, a
Molecular Disease. Science, Vol. 110, No. 2865. P. 543— 548.

6. Saudou F., Humbert S. The Biology of Huntingtin. Neuron.
2016. 89(5):910-26. DOI: 10.1016/j.neuron.2016.02.003

7. Watson J., Crick F. (1953). Molecular structure of nucleic acids;
a structure for deoxyribose nucleic acid. Nature 1953, Vol. 171 No 4356,
pp. 737-8.

8. Zoghbi H.Y., Orr H.T.:
neurodegeneration. Annual review of neuroscience. 2000, 23: 217-247.

Glutamine repeats and
10.1146/annurev.neuro.23.1.217.

9. Biology-Online http://www.biology-online.org/dictionary/
Genetic_polymorphism

10. National Center for Biotechnology Information, U.S. National
Library of Medicine https://www.ncbi.nlm.nih.gov/Class/MLACourse/
Modules/MolBioReview/variation.html

CraTbA nocTynuna B peaakuuto 13.06.2017

KoopauHatbl Ans cBA3M

JleoHoB  [leHunc Bukrtoposuy, CTYLEHT
®reQy BO Amypckaa 'MA MuH3gpasa Poccun.
E-mail:den.leo.199@mail.ru

YcTuHOB Erop Mwnxannosuuy, CTYLEHT
®reQy BO Amypckaa 'MA MuH3gpaBa Poccun.
E-mail:egor-24.98.98@mail.ru

[epessaHHana Banepua OneroBHa, CTyeHTKa
®reQy BO Amypckaa 'MA MuH3gpaBa Poccun.
E-mail: derevyannaya@bk.ru

Kucnuukuii Bnagncnas MuxannoBuy, CTyaeHT
®reQy BO Amypckaa 'MA MuH3gpasa Poccun.
E-mail:vlad_kisli@mail.ru

CamcoHoBa CBeTnaHa KOHCTAHTMHOBHA, CTy-
aeHtka ®I60OY BO Amypckas TMA MwuH3gpaBa
Poccuu. E-mail: Winalotoor@gmail.com

AnatopueBa Mapwusa EBreHbeBHa, CTyAeHTKa
®reQy BO Amypckaa 'MA MuH3gpaBa Poccun.
E-mail: mo.d.n.san@gmail.com

Mapkenosa AHactacua HukonaeBHa, CTyaeH-
TKka ®TBEOY BO Amypckas TMA MuH3gpasa Poc-
CUN.

Boicoukana BaneHtvHa BuKTOpOBHA, CTyAeH-
TKa ®TBEOY BO Amypckas TMA MuH3gpasa Poc-
cun. E-mail:valentinkav2o17@mail.ru

Yypukosa TatbaHa CepreeBHa, CTyLeHTKa
®reQ0y BO Amypckaa 'MA MuH3gpaBa Poccun.
E-mail:churikova@yandex.ru

TpodumkmHa HOnua BagmMmoBHa, CTyAeHTKa
®reQy BO Amypckaa 'MA MuH3gpaBa Poccun.
E-mail: trofiiim_123@mail.ru

ManopoBa AnuHa OneroBHa, CTyAeHTKA
®reQy BO Amypckaa 'MA MuH3gpaBa Poccun.
E-mail: alina-maiers@mail.ru

JNlenkam CBetnaHa EBreHbeBHa, CTyAeHTKa
®reQy BO Amypckaa 'MA MuH3gpaBa Poccun.
E-mail:lanaleikam@outlook.com

AHTuneHko [lapbsa BAayecnaBoBHa, CTyAeHTKaA
®reQ0y BO Amypckaa 'MA MuHsgpasa Poccun.

Mwnxannosckuin Anekcen MiropeBund, CTyaeHT
®reQy BO Amypckaa 'MA MuH3gpaBa Poccun.
E-mail: aleks_nordoo@mail.ru

lpuropbes [Amutpuii AnexkceeBud, CTyAEHT

PucyHok 5. CreHepupoBaHHas 3D-moaenb
XaHTUHrTUHA. [lepBUYHaA Nocneso0BaTeNIbHOCTD
XaHTMHTTMHA GblNa YCNIOBHO pa3buTa Ha 11 y4acTKOB
no 300 AMK B Kaxaom, 3a ucknwyeHnem 142 AMK B
11 yyacTKe. [1nf KaXA0ro yyactka 6611 NOCTpOeHbl
3D-mopenu Ha cepBepe SWISS-MODEL https://
swissmodel.expasy.org/. lonyyeHHble 11 Mogenei
6b1nu 3arpyxeHnbl B Chimera 1.11.2, rae mexay
HUMM OCYLLLeCTB/IEHO CO3AaHNe NenTUAHbIX CBA3EN C
o6pa3oBanuem 3D-mopenn.

®rb0Y BO Amypckaa 'MA Munsgpasa Poccun.
E-mail: klinkova8o@mail.ru

bopoawnH MaBen EBreHbeBuny, ctyaeHt ®IEOY
BO Amypckasa T'MA MuH3gpasa Poccuu. E-mail:
borodin.agma@gmail.com

bopoanH EBreHuin AnekcaHgpoBsud, A. M. H.,
npocdeccop, 3aBeaylmnin Kadbheapon XuUmMuu
®rb0Y BO Amypckaa 'MA Munsgpasa Poccun.
E-mail: borodingg@mail.ru

MoutoBbin agpec ®rb0OY BO Amypckaa TMA
MwuH3gpaBsa Poccun: 675000, r. bnaroseueHcK
Amypckonn obnactu, yn. Fopbkoro, 95. E-mail:
agma@mn.ru

AMypCcKuii mMeauLMHCKKIA XXypHan N°2 (18) 2017



