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Pe3tome. B nocneonue 200vi 0Obil OMKpbIM HOBbLU MUN MYMAayull, Komopwvii
3aKn0Uaemcs 8 namoaA0SUYECKOM Y8eIUdeHUY YUCia KONUli KOPOMKUX HYKIeOMUOHbIX
nocnedosamenvrocmett JJHK — skcnancus HykieomuoHvlx nosmopos. Ilpesviuienue
NOpP0O206020 3HAYEHUs YUCAA KONUU NPUBOOUm K B03HUKHOBEHUIO  MANCENbIX
Hesponoeudeckux 3abonesanuti. Cpedu makux nNaAmono2uli MONCHO OMMeMmumy
oucmpoghuyeckyro Muomonuio, xopero I enmunemona, cnunoyepeoeuisipuyIo amaxkcuro
u Opyaue HacieocmeenHvle Hegpoaocuieckue 3a001e6aHusl.

Kniouesvie cnoea: neiipocenemuxa, 2ew, Mymayus, O9KCNAHCUS, HYKIEOMUOHbIE

noemopbl.

B pabote mpencraBnenHoil Bamemy BHHMMaHMIO, OcBemiaeTcs aokian Ha IlepBoit
Crynenueckoil koH(pepermnu o meaunuHckod reHetuke B [OY BIIO «KpacITMA
PoczgpaBa» (puc. 1). I'eHOMBI pa3IW4yHBIX MHIUBUAYYMOB B paMKax OJHOTO
OMOJIOTMYECKOTO BU/1a UACHTUYHBI C TOYKU 3pEHUs 001Iero Habopa T'eHOB U X TOHKOM
BHYTpPEHHEN CTPYKTypel. B Toke Bpems CyHIeCTBYeT 3HAUMTEIbHOE YHCIIO
MEXHWHIUBUIYAIBHBIX pa3JMuuii, CBSA3aHHBIX C TEMU WM MHBIMU BapHalUsIMHU

HykieotuaHoi mnocnenoBatenbHocTH JIHK. Jlio6oe wusmenenue crpykrypsl JIHK,



BO3HHKAOOICC CIIOHTAHHO, h11%(e10) HHAYLOUPOBAHHOC NYTEM LECJICHAIIPABICHHOIO

BO3/ICUCTBUS (PU3MUECKUMH WM XUMUYECKIMHU (PaKTOpamMHu, Ha3bIBaeTCst MyTanuei [1].

Puc. 1. Beicmynienue cmapocmsi CmyOeH4ecKo20 HAYYHO20 0bwecmea no
meouyunckou eenemuxe JI. A. Ceudepckoil.

B pe3ynbraTte KOTOPBIX MPOHUCXOIUT BO3HUKHOBCHHE HOBBIX BapHAHTOB (aJlielieil)
COOTBETCTBYIOIIUX TEHOB, YTO SBJSETCS OCHOBOW T'€HETHYECKOH W3MEHYMBOCTH B
KUBOW Tipupojae. B mocnemHue roabl ObLT OTKPBIT NPUHIUIUAIBHO HOBBIA THII
MyTanmuid. VX CYIIHOCTh 3aKJII0YaeTcs B MAaTOJOTHYSCKOM YBCIWYCHUH 4YHCIA
KONIHH KOPOTKUX HYKJICOTHIHBIX ITOBTOPOB, IPEBBIMIAIONIEM OMpPEIACICHHbBIC
MOPOTOBBIC 3HAYCHHUS, CIICIIUPUUHBIC I KaXKI0H HO30JI0THYeCKOr (Hopmel (puc.

2). JlaHHBIA TUT MyTanui 0003HAYAETCS KaK AKCIAHCHs HYKJICOTHIHBIX TOBTOPOB.

Puc. 2. Dxcnancus mpunykneomuonvix noemopos [no oaunvim U.S. National Library
of Medicine].

B Hacrosiiee BpeMsi U3BECTHO OKOJIO 16 HEBPOJIOTMYECKUX U HEHPOJETEHEPATUBHBIX
3a00JeBaHUN, KOTOpbhIE BO3HMKAIOT B pE3yJbTaTe SKCIAHCHU TPUHYKICOTHIHBIX
noBTopoB (CUG)n , (CGG)n, (CCG)n, (CAA)n, u (CAG)n B ogHoMm rene [2]. MyTanuu
TaKOro poja SIBIISIOTCS JTUHAMUYECKUMH, TaK KaK yJJIMHEHHBIH y4acTOK I'eéHa BechMa
HEeCTaOMJICH, U HEPEIKO MPOUCXOAUT U3MEHEHHE YUCIIa TOBTOPOB, KaK B OOJBINYIO, TaK
U B MEHBIIYIO CTOpOHY. (DEHOTUNUYECKU TaKas «IIOABMXKHOCTBY MPOSBISETCS,
HarpuMep, B OTCYTCTBUH KIMHUYECKUX MPOSBICHUH Y IeTell 0T OOJBHBIX POAMUTENEH, U
HOSIBJICHUIO 3200JIeBaHKSI BHOBb Yy BHYKOB.

Bo3HUKHOBEHHE OUHAMUYECKMX MyTalUil mpoucxomuT B 1Ba dtama (puc. 3). Ha

IIEPBOM 3Tale B pe3ysIbTaTe PEIKUX MYTAIMOHHBIX COOBITHI MPOUCXOAUT 0Opa3oBaHHUE



«mpeMmyTanuyun» — Yy4daCTka, TA€ YHUCIIO0 TPHUHYKICOTUAHBIX IIOBTOPOB IIPEBBLIIIACT
OOLIETIONMYIIIIMOHHYI0 HOPMY, HO HE JIOCTHTAeT MaTOJOTHYecKoro mnopora. PasBurus
3a00eBaHMsl TIPH TOM HE HAOJIOZAeTCs, HO BEPOSTHOCTh MaHU(ECTAH OOJIe3HH Yy
INOTOMKOB YBCJIMYUBACTCA.

Taxum 00pa3zoM, «IIPOMEKYTOUHBIC» AJUIEIN SIBISFOTCS CBOCOOPA3HBIM PE3epPBYapOM,

MOCTOSIHHBIM MICTOYHMUKOM HOBBIX MyTaIliil B MOMyJsAuu [3].
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Puc. 3. J[gyxamannwiii mexanusm npoucxorcoeHuss OUHAMUYECKUx Mymayui.

DKCHaHCHs HyKJICOTHIHBIX TIOBTOPOB MOXKET MMETh MECTO, KaK B TPAHCIIMPYEMBIX, TaK U
B HectpaHciupyembix obnactsax JIHK. B mepBom ciyudae, Takue MyTalMud HPUBOIAT K
YJUIMHEHUIO U HW3MEHEHMIO CBOWCTB COOTBETCTBYIOIIMX OJIKOBBIX MoJekyl. K Hum
OTHOCATCSl Takue 3a0oneBaHMs Kak, xopes ['eHTHMHITOHa, JOMMHAHTHBIE aTakcuu. Bo
BTOPOM K€ CIIy4ac MPOUCXOJUT HAapyLIEHUE HOPMaJIbHBIX MEXaHU3MOB TPAHCKPUIILIUY T'€Ha,
HapymieHue craiicuara PHK u OmocunTesa — atakcust @punapeiixa, qucTpoduueckue

MHOTOHHUH, CHHAPOM JIOMKOU X-XpOMOCOMBI [4, 5].

[Tpu Bcex 3abosieBaHUAX, OOYCIIOBIEHHBIX JWHAMUYECKMMU MYTALUSAMH, TIKECTb
KJIMHUYECKUX TPOSBICHUI MPSAMO MPOMOPLUOHATIBLHO KOPPETUPYET C BEIMYUHOM IKC-
MAaHCUU HYKJICOTUAHBIX TOBTOPOB, TO €CTh CO CTEMEHBI0 TSHKECTH T'€HETHYECKOro
nedekra. JlMHAMHYECKWA XapakTep MyTalMid W TEHACHIMS K HApaCTaHHWIO YHCIIa
MOBTOPOB IpU Tlepefaue TeHa SBISIIOTCS  MOJIEKYJSIpHOW OCHOBOW  (eHOMeHa

AaHTHIOUIIaIH, CBOMCTBEHHOTO JOMHWHAHTHBIM «TPHUHYKJICOTUIHBIM)> 3a007€BaHUIM |



3aKJIIOYAIOLIETOCs B MOSBICHUH Bce 00Jiee PaHHUX U TSDKEIBIX CIydaeB 00JIE3HU B KaXKIOM
MOCIEAYIOIEM TIOKOJIEHHMH. bbUlo MMOKa3aHO Takke, 4YTO HEOOBbIYHBIE CBOICTBa
JUHAMUYECKUX MYTallMi BBI3BIBAIOTCS TaK Ha3blBaeMbIM 3((EKTOM OTIIOBCKOMH
(MaTepuHCKOM) Mepenaun, XapakTepHbIM I HEKOTOPBIX U3 ATUX 3a0oseBaHui. Tak mpu
xopee ['eHTHHrTOHA HanboOJEe TSHKETBI AKMHETUKO-PUTHIHBINA BapuaHT 00J1e3HH (BapuaHT
Becrdans) pa3BuBaercsi 0OBIMHO y JETEH, yHACIEIOBABIIMX OOJIE3HH IO OTIIOBCKOM
JUHUM. DTO CBSA3aHO C MPEUMYIECTBEHHOM HECTAaOMIBHOCTHIO MYTAHTHOTO aJlIeNs U
«JlpaMaTUYeCKUM» HapacTaHUEM YHcia T[OBTOPOB B MY)KCKOM TaMETOI€HE3E.
Hanpotus, npy MUOTOHHYECKOM AUCTPOPUM yBETUUEHUE CTENIEHU 3KCIIAHCUH ITOBTOPOB
HaOJrI0Aat0TCs OOBIYHO IIPU IEpesiade reHa Mo KEHCKOW JIMHHUU, B CBSA3M C YEM CIydau
TSDKEJIOW BPOXKICHHON MHOTOHHMYECKON AMCTPO(GHH HAOIIOTAIOTCS UCKIFOUUTEIBHO TPU
HacieoBaHuK Oosie3Hn oT marepu. JlaHHbI (eHOMEH (3aBUCHMOCTH (DEHOTHITMYECKUX
NpOSIBICHW 3a0oJjieBaHUs OT ToJla OOJBHOTO POJMUTENSI) HOCUT Ha3BaHUE
«MMIIPUHTUHI». Pa3nuuHas cTeneHp AKCIAHCHM IOBTOPOB JIEKUT B OCHOBE BEChbMa
BapbUPYIOIIEH  SKCIOPECCUBHOCTH  «TPUHYKICOTUAHBIX»  3a00NeBaHMd —  OT
CYOKIIMHMYECKUX U «MATKUX» (OPM JI0 TSDKENBIX PA3BEPHYTBHIX CIy4acB C OBICTPBIM,

daranpHBIM Te4eHHeM [ 3, 6].

Hekotopble HacnencTBeHHbIE 3a00JI€BaHUS HEPBHOM CHCTEMbI 00YCIIOBJIEHBI
JKCHaHcuel Oosiee CIOXKHBIX IO CBOEH CTPYKType moBTopstomuxcs ydactkos JIHK,
COCTOALIMX W3 YeThIpeX U Oojee HyKJIEOTHIOB. B uX uucie MOXHO Ha3BaTh
MHUOKJIOHYC-3niienicuio  YH(peppuxta-JIlynnoopra, oOyclOBIEHHYIO 3KcmaHcuei 12-

HYKJIEOTHJHOTO TIOBTOpa B 5 obnactu 21 XxpoMocomsl [6].

Xopess T'entunrrona (chorea; ot rpedeckoro cmoBa '"choreia" rursAcka) -
JIeTeHEpaTUBHOE 3a00JIeBaHNE HEPBHOM CHUCTEMBI C ayTOCOMHO-JIOMHHAHTHBIM THIIOM
HACJIeZ0BaHMS, XapaKTEPU3YIOIIeecs: paclpOCTPAHECHHBIM XOPEHUECKUM TUIIEPKHHE30M,

JIEMEHIIMEH ¥ MMeEIoIee HEYKJIOHHO Mporpeccupyromiee teueHue. Mopdomornueckoi



OCHOBOW OONe3HH SBisieTCs arpous TOAKOPKOBBIX Y3JI0B (TJIAaBHBIM —00pa3oM,
M0JIOCATOrO Tela W OJIAHOTO MIapa), a Takke THOelb HEWPOHOB M aTpoust KOPHI
OONBIIMX TIONYIIAPHHA C Pa3BUTHEM HApPYXKHOM W BHYTpEeHHEH rumpounedaiud u
NPOTPECCUPYIONIMM CHIKEHHEM OOIIei Macchl Mo3ra.  3abosieBaHUE OOYCIIOBICHO
TUHAMUYECKOW MyTanue, a uMeHHo, skcrnancuer CAG-OBTOPOB B Y4YacTKE T€Ha,
KoaupytomeM N-KOHIEBYI0 4YacTh O€lika XaHTHMHITHUHA, YTO MPHUBOJUT K CHUHTE3Y
aHOMAaJIBHOTO Oerxa, COJIEpIKalero IIPOMOPLIUOHAIIBHO YAJIMHEHHBIN
NOJIUTITYyTAMUHOBBIM y4yacTOK. B HOopMe [IMHa 3TOro MOBTOpa BapbUpPYET y Pa3HBIX
UHAUBUAYYMOB OT 11 10 34 TpumieroB. Y GOJBHBIX €ro JiuuHA Koieonercs ot 37 1o
180 xomoHoB u Oomee. PesymbraToM 5TOi MyTanmu sBisieTcss (popMupOBaHUE
HEpAaCTBOPHMBIX aMHJIOWIOTCHHBIX OEJIKOBBIX KOMIUIGKCOB, BEIyllas K THOCIH
crieM(pryYeckux TOMy M HeWpoHoB. [Ipeamonaraercs, 4ro BaKHOE 3HAYEHUE B
[aToreHe3e JaHHOro 3a00JieBaHMsS HMEET HapylIeHHWE B3aUMOJEHCTBHSI MYyTaHTHBIX
TOJIUTITY TAMMHOBBIX LIETIel ¢ OelIKaMHU-peryJsITopaMH arornTo3a, YT0 MOXKET MPUBOAUTH K

3aITyCKy MPOIIECCOB NMPOrpaMMHUpyeMoii rudenu HeiipoHoB (amomnTo3a) [4, 6].

Xopest eHTUHITOHA MMEET HEeYKIIOHHO MPOTrpUNEHTHOE TeueHe. bombHbIe morndaT
yepe3 15-20 et oT MOMEHTa MOSIBIIEHUS IEPBBIX CUMIITOMOB BCJIECTBUE MHTEPKYPEHTBIX
3a00JIeBaHMii, TPaBM WM CYWUIUIAIBHBIX AeHCTBUH. [Ipu IOBEHWIBHON aKWHETHKO-
purHIHON (opMe UTMTETHHOCTh OOJIE3HN 3HAYMTENBLHO MeHblle. Y, HampoTuB, B ciydae
MaHuecTa CUMITOMOB B Bozpacte 60-70 et 3aboneBaHue Mporpeccupyer MeIIeHHO,
a BbIpaOKEHHAsI IEMEHLUS pa3BUBAETCS PENKO [6].

Huctpodpuueckas wmuortonus (JAM) omHo wu3 Haumbonee pacHpoCTpaHEHHBIX
3a00yIeBaHUN W3 KJlacca MHOTOHHM, MPEICTaBICHHOE TpeMs MOATUIIAMHU, KOTOpPbHIE
UMEIOT CXOXHUE KIMHUYECKHE MPOSBICHUS, HO MYyTalUU MPOUCXOASAT B Pa3IUUYHBIX
rerax. [Ipu nuctpoduyeckoit Muoronuu nepsoro tuna (JJM1) myrarus gokamuzoBaHa

Ha 19q13 (Ha mnuaHOM Miede 19 xpomocoMmsl B mo3unmu 13), mpu aucTpoduyeckoit


http://obi.img.ras.ru/Humbio/hugen/04p163_hd.htm

MUOTOHUHM BTOporo Ttuma (JAM2) omumcana mytarmmst 3921, mnpu aucrpoduueckoit
MHUOTOHUM TpeThero Tuma (JAM3) — mytammst 15q21. Haubonee gacto (98% ciyuaes
JIM) Bctpeuaercss DMI1. 3aboneBaHue HaclemayeTcs MO ayTOCOMHO-IOMHUHAHTHOMY
TUIY C BBICOKOM neHeTpanTHOCTHIO (100% y MyxuuH u 64% y xenmun). HopmanbHbie
ajuienu reHa auctpodunMuoroHuHnporenHknHassl (DMPK, anrn.) comepxar mo 30
xormii  CTG-TpuruieroB, TOrJa Kak Ha MYTaHTHBIX XPOMOCOMax YHCIO 3THUX
TPUHYKJIEOTHHBIX TIOBTOPOB YBEIMYEHO B JIeCATKU U cOTHU pa3 (10 4000 CTG-noBTOPOB).
[Tokazana tecHas koppemsus Mexay dnuciioMm CTG-OBTOPOB U TSHKECTHIO KIIMHIUYECKOTO
cHH/IpoMa: OOJIbHBIE ¢ HEOOJIBIION CTENEHbI0 3KcIaHcuu TpurietoB (40-160 xomuii)
UMEIOT MUHUMAaJIbHbIE KJIMHUYECKHE IMPOSBICHUS, HAPUMEP: TOJIBKO JIByXCTOPOHHIOK
3aJHEKAICYJISIPHYI0 MUOTOHMYECKYIO KaTapakTy B KaueCTBE €JMHCTBEHHOIO CHUMIITOMA.
HurepecHo, uto HectabunbHOCTh CTG-MOBTOpa 3aMETHO BHINIEC TIPHU TIEpeadye TeHa o
MaTEepUHCKOW JIMHUH, TTOATOMY BpokaeHHas (hopma JIM1 Habm0gaeTCsl HCKITFOUYUTENEHO
OpU POXKICHUU JeTeid OT OosbHBIX Marepeil. B peakux ciyyasx HaOmomaercs
yYMEHbILIEHNE (BIUIOTh /10 HOPMBI) JJMHBI MYTaHTHOI'O IIOBTOpa y IOTOMKOB, 4YTO
COIPOBOXKIACTCS] Pa3BUTUEM OoJiee JIETKON KIMHUYECKON KapTUHBI WIM aCUMIITOMHBIM
TeueHHeM. Takue ciaydanm OOBIYHO HAONIONAFOTCS TPU OTIIOBCKOM Tmiepenade rena. B
KauecTBE MPUYUHBI 00CYXkKIAETCSI BO3MOXKHOCTH CEJIEKLIUH MPOTUB OOJBIIMX ajjieiel B
MYXCKOM TaMETOreHe3e, MO0 HeOJAaronpusTHOrO BIUSHUSA OONBIIMX aijiened Ha
MYXCKYIO (hepTHIBHOCTB. [Ipeamnonaraercs, 4To 3KCHaHCHs HYKICOTHIHBIX TIOBTOPOB MPU
JIM1 moxer 0oOycCIOBIUBATH HAapyIIEHHE TPAHCKPHUIILUK/TPAHCISILUK, JTHOO BIHMATH Ha
cTabuiabHOCTH cooTBeTcTBYIoNIe MPHK, pe3ynbraroM uero sBisieTcs yrHETeHHE CHHTE3a
DMPK. /Ipyrum rumnoTeTM4eCKUM MEXAHU3MOM pealn3alui JaHHONH MYTAallUd MOKET
OBITh HEraTUBHOE BJIMSHUE MATOJOTHYECKH YUTMHEHHOTO HYKJICOTHUIHOTO CerMEHTa Ha

HKCIIPECCHIO HEKOTOPBIX OJIM3NIekKAIIMX I'eHOB B JIOKyce [6, 7].



B xnuaMdeckoit kaptune JIM BBIIEHAIOT TP OCHOBHBIX CHHAPOMA: MAOTOHHYECKUH,
JUCTPOPUUECKUM W CHHIPOM BEreTaTUBHO-TPO(PHUUECKUX paccTpoilcTB. MuOTOHMS
XapaKTepU3yeTcs OTCPOYEHHBIM pacciaalOleHueM I0CJIe MBIIIEYHOIO COKpAllEHUs,
IPOrPECCUPYIOLIEH MBIIIEYHOU ¢1a00CThIO M MBIIIEYHOU qucTpoduu [8].

K Oone3nsiM, accOUMUpOBAaHHBIM C JKCHAHCHUEM HYKJIEOTHJHBIX IOBTOPOB,
OTHOCHUTCS M OJMBOIOHTOIEpPEOCIUIApHAs JereHepalysi. OJTO TeTeporeHHas TIpyImna
JIET€HEpaTUBHbIX AaTaKCUM, 00IIell OCOOEHHOCTHbIO KOTOPBIX SIBJISIOTCS H3MEHEHUS
HI)KHHUX OJIMB MPOJOJITOBaTOrO0 MO3ra, SJAEp U MOINEPEYHbIX BOJIOKOH MOCTa MO3ra u
KOpBI MO3KeUKa. B OONBIIMHCTBE ClydaeB HACIIEAOBAHUE IMPOUCXOIUT 110 Ay TOCOMHO-
JOMMHAHTHOMY THITy, OJHAKO HUMEIOTCS €IUHUYHBIE (BECbMa CIIOPHbBIE) CIIy4au,
ayTOCOMHO-PELIECCUBHOrO HacienoBaHus [6, 7, 8]. B Hacrosiee BpeMs yCTaHOBIIEHO
CYILIECTBOBaHHE 16 XPOMOCOMHBIX JIOKYCOB ayTOCOMHO-/IOMUHAHTHBIX
CIHMHOIIEPEOCIUIIPHBIX aTakCHid, B TOM uucie misi 10 u3 HUX WACHTU(PHUIIMPOBAHBI
MYTAaHTHbIE T€Hbl. MeXaHu3M MyTalMM 3aKJII0YAeTCs] B DKCIIAHCHU TPUHYKJIEOTHIHBIX
MIOBTOPOB, a eIie npu oxHoi (opme crnmHouepedbemwsapaoit atakcun 10 tunma (CLIA10)
BBISIBJIEHA DKCIIAHCHS NIEHTaHYKJIEOTUAHOTO noBTOpa. 3a uckiodeHuem CLIA8 u CIIA 12,
IpU KOTOPBIX HMEET MECTO YUJIMHEHUE HETPAaHCIMPYEMBIX IIOBTOPOB pa3IMYHON
KOH(UTypauuu, A OCTalbHbIX (opM XapakTepHa OdKcraHcust TaHaeMHbix CAG-
TPUILIETOB B KOIUPYIOIIEH 001acTy TeHa, MPUBOAAIIAs K SKCIIAHCHU TIOJIUTITYy TAMUHOBOTO
y4acTKa B COCTaBE COOTBETCTBYIOIIETO OeliKa.

Takum 00pazoM, OOJBUIMHCTBO MOJEKYJSIPHBIX ()OPM JIOMUHAHTHBIX aTaKCUi C
UICHTU(UIMPOBAHHBIMA T€HAMH OTHOCSTCS K KJIACCy «IOJMITTYTaMHHOBBIX» OOJIE3HEH.
Peanuzanus maTtoaoruyeckoro AEHCTBHA MyTallMM Ha KJIETOYHOM YpPOBHE IIPU JIOMH-
HaHTHBIX  aTakCUsX CBA3aHAa C  HApyLIEHWEM  IOJIMINIyTaMHH-OIOCPEIOBAHHBIX
MEXMOJIEKYJSIDHBIX CBs3€ll B TKaHM Mo3ra u (POpMHUpPOBAHHEM BHYTPHSICPHBIX

BKJIIOYEHUH B JIET€HEPUPYIOLINX HellpoHax [5].



MexaHu3M TEHETHYECKOM HECTaOMIBHOCTH MYTAHTHOTO aJUleNii TPU ayTOCOMHO-
JIOMUHAHTHBIX aTaKCcUsX MMeeT ocoOyro mpupoay. Ilokazano, uro y 6onpHbix CLHAT 1
CHA2 myTanTHBIN TeH coaepxut HenpepbiBHbIN (CAG),-0BTOp, TOrAa KaK HOPMaJIbHbIE
QUIeIM  TEHOB  IPEPBIBAIOTCS  OTHENbHBIMM ~ BCTaBKAMU  JAPYTUX  TPUIUIETOB.
[Ipennonaraercs, 9TO A3TH BCTaBKU CIIy)KaT CTaOWIM3HPYIOIUM (aKToOpoM, yTpara
KOTOPOTO ¢ 00pa30BaHMEM HENMPEPHIBHOW TaHAEMHON KOH(PUTYPAIIH BEAET K TOSBICHHIO
TEHETHYECKH HECTAaOMIIFHOIO MYTaHTHOTO aJUIeNsl. YUHWTHIBas HECOMHEHHOE KIIMHHKO-
TEHETHYECKOE CXOJCTBO ayTOCOMHO-JIOMMHAHTHBIX —aTaKCUil, a TakkKe Haauuue
antuunanun npu CLA4, CIIAS, CLIA11 u CLIA 14, MHOrMMH aBTOpaMU BBICKA3bIBAJIOCH
IPEJIOJII0KEHNE O TOM, UYTO JIaHHBIE (POpPMBI aTaKCUW C HEW3BECTHBIMU IIOKA T'€HaAMU
TaKke OOYCIIOBJIEHBI IMHAMUYECKOW SKcranched TaHneMHbIXx CAG-comepanmx WIn
VHBIX TPUHYKJIEOTUIHBIX TOBTOPOB [3, 4, 5].

B 3akmiodueHuu, cienyer OTMETUTh, YTO MCCIIEIOBAHUS B OOJIACTH HACEICTBEHHBIX
HEBPOJOTUYECKUX 3a00J1€BaHM, 00YCIIOBICHHBIX KCIIAHCHUEH HYKICOTHIHBIX TIOBTOPOB,
B TIOCJIEIHEE TOJBI SIBISIOTCA HauOojee AWHAMUYHBIMU. JlaHHBIE HaKarIMBaIOTCS
JIOBOJIHO OMNEPAaTUBHO, YTO OOYCIIOBJICHO COLMAIBHOM 3HAYMMOCTBIO, TaK Kak 3TH
3a00JIeBaHMs HEPEJKO Pa3BUBAIOTCS Y MOJIOAOTO TPYJOCHIOCOOHOTO HACENCHUS U UMEIOT
BBICOKMM PHUCK paHHEW WHBAIMIM3ALMU MALMEHTOB. B CBA3M ¢ 3TUM paccmarpuBaeMas

HaMU MpoOJIeMa SBIISETCS YPEe3BBIYAHO aKTyaIbHOM.
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REPEAT NUCLEOTIDE EXPANSION IN NEUROGENETICS
L.A. Sviderskaya
New kind of mutations have been discovered just a few years ago. It consists of
pathological repeat of short nucleotide consequences in DNA — repeat nucleotide
expansion. Overgrowth of such short copies lead to different variants of severs
neurological diseases. Among this pathology we can name myotonic dystrophy,

Huntington’s chorea, spinal ataxia etc.
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Repeat expansion mutziion
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