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BonesHb leHTMHITOHa (BIN) ABNAETCA OAHMM 13 Harbomee YacTbiX HACNEACTBEHHbIX HEPOAereHepaTUBHbIX 3a6oneBaHui. Bl NpakTMyeckn nH-
KypabenbHa, Her36eXXHO NPUBOANT K HBANNAM3ALMY MALMEHTOB 1 NPeXAeBPeMEHHON cMepTu. [JoCTaTOUHO WKpoKas pacnpoCTpaHEHHOCTb
B MVpe, 0c06as TAXKECTb TeUEHVS, NPAKTUYECKU NOJIHAA NMEHETPAHTHOCTb MyTaHTHOTO reHa, CBoeobpasme KIIMHUKO-TeHETUYECKUX Koppens-
umii npu Bl MHOTVE rofibl NpYBNEKAlOT NCCIeoBaTeNel, Cneuman3nupyoLmxca B 061acTv HelpoHayk. ViyueHne monekynspHoi Hempobuo-
norvv Bl B TeueHne NocnefHUX AeCATUNETHN BO MHOTOM CMOCOBCTBOBANO CYLLECTBEHHOMY MPOrpeccy B MONIEKYNIAPHON 61ONOrin, reHeTuKe
1 psfe ApYrux MeanKko-61MonorMyecknx AMCUMMInH. B 1o xe Bpems Bl cTana «MoaenbHbIM» 3a6051eBaHEM NPU PELLEHVN BOMPOCOB MENKO-
TeHeTVNYEeCKOro KOHCY/IbTYPOBAHUA U MPOTHOCTUYECKOTO TECTUPOBAHNSA B COBPEMEHHON MEAULIMHCKO FreHEeTHKe.

B 0630pe npuBefeHbl KpaTkie GakTbl MO MCTOpWK 13ydeHns B, BKMoyas KapTMpoBaHMe 1 aeHTUGUKALMIO MyTaHTHOrO reHa. Mouck nutepa-
Typbl NpoBoAWsIca No 6a3am gaHHbIx Scopus, Web of Science, Pubmed (MedLine), eLibrary. Noagpo6Ho ocBeLLeHbl BOMPOCh! STUOOMAMN 1 MaTo-
reHesa, MOJeKyNAPHON reHeTUKI 3a6oneBaHNs, SMMAEMUONOTN, AUarHOCTUKK 1 anddepeHLmanbHoi anarHoctvkv Bl MpeactaBneHbl cnekTp
KNHMYeCcKux npossneHnii Bl, ee pasnuyHble Gopmbl, 0co6eHHOCTU TeueHus. OcBelyeHa Npobnema pa3paboTKy BanuaHbIX GUOMapKepoB Kak
MaHN$ECTHON, Tak 1 NPECUMMTOMHON CTaawnii 3a6oneBaHus, a TakKe TeYeHUA NaToNorMyeckoro npotecca. Kpatko 1snoxeHbl OCHOBHble BO-
NpPOCbl NEPBUYHOI 1 BTOPUYHOI NpodrnakTuky I, 6ro3Tmyeckine NpUHLMMbI NPOBEAEHNA MEANKO-TEHETUYECKOTO KOHCYIBTUPOBAHNA CEMEN,
OTATOLUEHHDIX JaHHbIM 3a60neBaHvieM. /3N10keHbl MOAXOAbl K CUMMTOMATUYECKoMy nedeHnio Bl nprBeseH 0630p OCHOBHbIX NePCNEeKTHBHbIX
3KCMEePUMEHTaIbHbIX TEPaNeBTUYECKVX METOLOB, MOTEHLMANBHO CNIOCOGHBIX 3aMeAnUTb M60 OCTAaHOBWTL MPOrPeccMpoBaHye 3aboneBaHys, a
TaKxe npegynpeanTb ero MaHMGecTaLmio y acCMNTOMHbIX HOCUTENEN MyTaHTHOrO reHa. OTMeUeH BaXkHbIN BKNAA MaLyeHTCKVX OpraHu3auuii B
peLleHie BOMPOCOB, 3aTParviBaloLLMX UHTEPECh] OTATOLLEHHbIX CeMeld, MPOBEAEHNE HAaYUHbIX N KTIMHUYECKVX NCCefoBaHuni no npobneme Br.
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MeJJMKO-TeHeTUYeCKoe KOHCY/IbTUPOBaHMe; MaToreHeTnyeckas Tepanus; 063op.
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Huntington’s disease is one of the most common hereditary neurodegenerative diseases, which remains practically incurable, inevitably
leading to the disability of patients and premature death. A fairly wide prevalence in the world, the special severity of the course, the almost
complete penetrance of the mutant gene, the peculiarity of clinical and genetic correlations in Huntington’s disease have attracted researchers
specializing in neuroscience for many years. The study of the molecular neurobiology of Huntington’s disease over the past decades has largely
contributed to significant progress in molecular biology, genetics, and many other biomedical disciplines. At the same time, Huntington’s
disease has become a “model” disease in resolving issues of genetic counseling and prognostic testing in modern medical genetics. The
review provides brief facts on the history of the study of the disease, including mapping and identification of the mutant gene. The issues
of etiology and pathogenesis, molecular genetics of the disease, epidemiology, diagnostics, and differential diagnostics are discussed in
detail. The spectrum of clinical manifestations of Huntington’s disease, its various forms, and course features are presented. From a modern
perspective, the problem of developing valid biomarkers of both the manifest and the asymptomatic stages of the disease, as well as the
course of the pathological process, are highlighted. The main issues of primary and secondary prevention of Huntington’s disease, bioethical
principles of conducting genetic counseling for families burdened by this disease are outlined. The approaches to the symptomatic treatment
of Huntington’s disease are described, a review of the main promising experimental therapeutic methods that can potentially slow down
or stop the progression of the disease, as well as prevent its manifestation in asymptomatic carriers of the mutant gene, are presented. An
important contribution of patient organizations to addressing issues affecting the interests of burdened families, scientific and clinical research
on the disease was noted. Literature was searched and analyzed using the databases of Scopus, Web of Science, Pubmed (MedLine), eLibrary.
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BBepeHmne

bonesns TI'entunrrona (BI; MKB-10 — G0,
OMIM 143100) — omgHO M3 HanbOJIEE TIXKEIBIX IIPOTPEC-
CHPYIOIINX HACJEACTBEHHBIX JeTeHEepaTUBHBIX 3a00JIeBa-
HUI HEPBHOI CUCTEMBbI, KIIMHUYECKasI KApTUHA KOTOPOTO
MpeacTaBieHa IBUTATSIbHBIMU, KOTHUTUBHBIMU U TICUXM -
YEeCKUMU paccTporicTBaMU. XOpes, OMHA U3 pa3HOBUIHO-
CTel 3KCTpaMPaMHUIHBIX TUIIEPKUHE30B, SBISCTCS HaM-
Oosiee sIpkuUM KiIMHMYecKuM TiposiBieHueM bI'. Kak ot-
nenabHast Ho3omormdeckas dhopma BIT BrepBele Hambosee
noJyiHO onuvcaHa B 1872 r. amepukanckuM BpauyoM George
Huntington, cmenaBmiuMm SIpKUil OOKJIaA Ha 3acelaHUM
Axamemun meauiuHbl mtata Oraiio [1]. G. Huntington
BechMa OOpa3HO OXapaKTepU30BaJl CEMEMHBbII XapaKTep
HacnenoBaHus bI': «<HacnencTtBeHHast xopesi, Kax s1 ee Oy-
Ny Ha3bIBaTh, OTPAHWYEHA ONPEIETICHHBIMU U, K CYACTBIO,
HEMHOTOUMCIIEHHBIMU CEMbSIMU, TIPUIS K HUM M3 JTaJICKUX
MMOKOJICHUIT B TYMAaHHOM IIpOULIOM. Te, B UbMX KUJaX,
BO3MOXKHO, T€YET KPOBb, HECYIIIasi CEMEHa Heayra, TOBO-
PAT O «TOI 0O0JIe3HW» C OTTEHKOM yKaca, CTapasiCh BOBCE
HE IyMaTh O Hel 1 YIIOMUHATH JIUIIb B CIIyJasiX CTPAITHOM
HeobOxoauMocT». OTHaeNbHbBIC TOKYMEHTBI, COICPKaBIIIIE
YIIOMMHaHUS 00 3TOM CTpaJaHUU, BCTpEeUaIuCh elie B 1-i
nonosuHe XVII B., Kpome aT0TO, B 1-i1 monoBuHe XIX B.
«XpOHMYECKAs XOpesi» OIMUCHIBAIACh PSIIOM aBTOPOB.

IMpuunnoii, o xotopoit coodbmenne G. Huntington
OBbLJIO C OOJBIIMM MHTEPECOM BCTPEYEHO MEAULIMHCKON
OOIIIECTBEHHOCTBIO, SIBUJICS BCITBIXHYBIIMIA BO 2-1 TT0JI0-
BuHe XIX B. uHTepec K 1npobiieme HacaeacTBeHHOCTU. bI'
Ha TOT MOMEHT IIPEICTaBJIsIa COOOI IMepBOe OIMMCAaHHOE
3a00JIeBaHNE YEJIOBEKa C ayTOCOMHO-ITOMMHAHTHBIM ME-
XaHU3MOM TIepenayrd, COOTBETCTBYIOIIMM KJIACCUUYCCKUM
npeactaBaeHUsIM MeHnens. BriociaencTBun HacieaICTBeH-
Has Xxopes OblJIa Ha3BaHAa MMEHEM Bpaya, IIPeICTaBUBIINM
TepBOe ONMMCAaHNE HO30JIOTUM.

B TeueHume cToneTHsI, MPOIIEIIIEro ¢ MOMEHTa CO-
obmenus G. Huntington, 0bLT HaKOIIJIEH OTPOMHBIN (hak-
TUYECKUI MaTepuall, KacaloLIUKACI BOIPOCOB ATUOJIOTUM,
raToreHesa, TeHeTUKU, SMUIAEMUOIOTMUA U KIMHUYECKUX
ocobenHocteit BI'. 3akoHOMEpHBIM 1 MHOTOOOEIAIOIITM
PE3yJIBTaTOM MCCJIEIOBAHUI cTajI0 KapTupoBaHue reHa bIl
Ha KOPOTKOM Iuteue 4-it xpomocombl B 1983 1. [2] u naeH-
tnudukauns reda 3adonesanus B 1993 r. [3]. Ycranosie-
Ho, yTo BI' oTHOCUTCS K TpyIne HelipoaereHepaTUBHBIX
OoJie3Hei, 00yCIIOBJIEHHBIX TaK Ha3bIBAGMBIMU IUHAMMU-
YECKUMU MYTAllUSIMM — BKCMaHCHEH (YBEIMYCHHEM KO-
JINYECTBA) TPUHYKJICOTUIHBIX ITOBTOPOB. [JaHHOE OTKPHI-
THE TO3BOJIMJIO TT0Ka3aTh, YTO OCOOCHHOCTU MOJEKYIISIP-
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HO-OMOJIOTUYECKUX CBOMCTB M XapaKTepa HacJeIOBaHUS
TPUHYKJICOTUIHBIX IIMTO3UH-aNeHUH-TyaHUHOBBIX (CAG)
ITOBTOPOB OOYCIIOBIMBAET PsiA CIeIU(PUISCKUX KIMHU-
KO-TEHETUYECKNX (DeHOMEHOB, CBOMCTBEHHBIX TAaHHOMY
3a00JIeBaHUI0. DTO OOCTOSITEILCTBO B COYETAHUU C ayTO-
COMHO-IOMUHAHTHBIM TUIIOM HacJeIOBaHMSI, TTpaKTHUJe-
CKH TIOJTHOM MIEHETPAHTHOCTBIO MyTAHTHOTO TeHa M MHKY-
pabeTbHOCTBIO CAMOTO 3a00JIeBaHUS MTO3BOJIMIIN paccMa-
tpuBath BI' B KayecTBe «MOJEILHOTO» 3a00eBaHUS MIPU
pa3paboTKe BOIIPOCOB MEIMKO-TEHETMUYECKOTO KOHCYIIb-
tupoBaHusl (MI'K) m mporHocTMyecKoro TeCTUpPOBAHWUS
B COBPEMEHHOU MEIUILIMHCKOU T€HETUKE.

B To e BpeMs1 n3ydeHne MOJIEKYJISIPHOI Heitpoouro-
noruu BI' Bo MHOTOM cnocoOCTBOBAJIO CYIIECTBEHHOMY
MpOrpeccy B MOJICKYJISIPHON OMOJOTUM, TEHETUKE U APY-
IMX Meauko-Oomonorndyeckux aucumruimHax. BIT paccma-
TPUBACTCSI UCCEAOBATEIIMA BO BCeM MHUpE KaK MOIEC]b
TSI U3YYEHMSI 3aKOHOMEPHOCTEM pa3BUTHUS HEMPOAETEHE -
pPaTUBHOTO TIpoIlecca, MEXaHU3MOB TIJIACTUYHOCTH MO3Ta,
BO3MOXHOCTH MPEBEHTUBHOM Heliporiporekuuu. [Ipu bI'
YCTaHOBJICHO HAJIMYMe JIATCHTHOM CTaIMu pa3BUTHS T1aTO-
JIOTUYECKOTO TIpoliecca (COCTOSTHUE «IpeadosIe3Hn»), Ha
KOTOPOU OTCYTCTBYIOT KIIMHUYECKHE ITPOSIBJICHMS 3a00J1¢-
BaHUS, HO B HEMPOHAX yKe MACT KacKaJ MaTOJIOTrMIeCKIX
n3meHeHui. [TockonbKy eueHre Hanbonee 3 GHEKTUBHO
Ha MaKCUMAaJbHO paHHE# cTaguu 00JIe3HU, aKTyaJeH T0-
JMCK BBICOKOBAJIMIHBIX OMOMapKepoB KaK MaHU(pECTHOI,
TaK M TIPECUMIITOMHOI cTaguii 3aboneBaHusi. B HacTosI-
1mee BpeMsl eKEroJHO BO BCEM MUpPE TOSIBISIETCS OKO-
710 100—150 HOBBIX cTaTeli, mocBseHHBIX BT

Snugemunonorna

BI', aBngsace penkum 3aboneBaHMeM, TeM He MeHee
BCTpeYaeTCs MPaKTUYECKW BO Bcex MOMysnusax. Perra-
[olllee BAMSIHME HA M3YYeHUE PacIpOCTPaHEHHOCTU U 3a-
6oneBaemoctu bI' B Mupe oka3zao mosiBieHue J0CTYITHOMN
JHK-guarHocTMKY U BO3MOXXHOCTU TIPOBEJACHUSI TeHEeTU -
YyecKkoil BepuduUKalMu OOHApY:KEHHBIX CIyJacB Haclem-
CTBEHHOU xopeu. OgHaKo elle 10 MOsIBJIEHUS MOJIEKYJISp-
HOM IWarHOCTUKYM TIPOBOMMJINCH SIUAESMHOJIOTMIECKUE
HCCIIEIOBAaHMUS Pa3IUYHBIX TIOMYJSIMI Ha MpeaMeT pac-
npocTpaHeHHOocTH bI' 1 Oblja BbISIBIIEHA CYIECTBEHHAs
HEepaBHOMEPHOCThb pacCIpenecHUsT OTSTOIIEHHBIX ceMeit
B Mupe. Hanbonee yacto BI' BcTpewaeTcs B MOMyJSaLMsIX,
HMMEIOIINX €BPOIECICKOe MPOUCXOXKIeHUEe (BKIIIOUasi Tep-
putopuu CIIHA n Kananer). B momynsnusx, B KOTOPBIX
BBISIBJICH TaK Ha3bIBaeMbIi «3(G@EKT OCHOBATEsT», pac-
npocTpaHeHHOCTb bI' qocTuraer cynectBeHHO 00siee Bbl-
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cokmx 3HaueHuit — B AHriaum BI' mmeercsa y 12 denoBek
Ha 100 teIc. Hacenenus, B Kanage — y 13,7, Ha ocTpoBe
Tacmanusa — y 12,1, a B paiioHe o3epa Mapakaiibo Ha
ceBepo-3anane Benecyanbl — y 699 [4]. UccnenoBanue
«3¢hdeKTa 0OCHOBATEISI» TTO3BOJIO KOHCTATUPOBATh, UTO
HUCTOYHMKOM pacrpoctpaHeHust BI' B Mupe sBistercs 3a-
nanHasg EBpoma, B KOTOpOi, MO-BUAMMOMY, IIOIABIISI-
foree OOJBIMMHCTBO MYTAIldii TPOMCXOOUT OT OOIIETro
mnpeaka — «ocHoBartesss». I1o pesymbTaTamM ucclemoBa-
Hus S. Baig u coaBT. [5], B KOTOpOM y4UTBIBAJIaCh U POC-
CMIicKasl CTaTUCTUKA, CPEIHsIS paclHpoCTpaHEHHOCTh bI
B Mupe coctasisieT 5,5 Ha 100 TeIC. HaceJeHUs, TP STOM
B EBpone MuHMMAaIbHAsST pacIpOCTPAaHEHHOCTh BBISIBJICHA
B Ucnanouu (0,96), makcumanbHasgs — Ha Manbte (11,8),
B CeBepHoii Amepuke —13,7, B Az — 0,41—0,70 cny-
yag Ha 100 Tbeic. HaceneHus. ['mmoreTMdyeckass pacrpo-
crpaneHHocTh BI' B Poccnu, mo manHbiM S. Baig u coaBT.
[5], cocTaBuna 3,7 Ha 100 ThIC. HaceaeHUS. MUHUMaIbHAS
pacnpoctpaHeHHOCTh bBI' otMeuena B Adpuke — 0,02—
1,00 cmygas Ha 100 TBIC. HACEJIEHUST, YTO MOXKET OBITH CBSI-
3aHO ¢ Mayoii nmoctynHocTbio JJHK-tectupoBanust u o6-
M HA3KAM YPOBHEM HAIIMOHATBHBIX CUCTEM 3IPaBOOX-
paHeHUs appUKaHCKMX TocymapcTB. B mociemHue rombl
CpemHHUe IMoKa3aTeIn pacrpocTpaHeHHOCTH BIT yBemmum-
JINCh B CPAaBHEHUU C JAHHBIMU MPEIbIIYIINX JIET, YTO MO-
KeT OBITh CBSI3aHO C IIMPOKUM PacCIIpOCTpaHEHUEM TeHe-
TUUYECKON BepU(UKAIIUM ClydaeB 3a00eBaHUS U OOIIUM
YBEJIMYEHUEM CPEIHEN MPONOJIKATEIbHOCTH KU3HMU.

K coxxaneHnio, CHCTeMHBIX STTUAEMUOJIOTTICCKUX UC-
cinenoBaHuii pacnpoctpaHeHHoctu bI' B Poccuu no cux
op He MPOBOAMIIOCH, ouLIMaIbHAs cTaTUCTHUKa 10 bI'
B HaIlleil CTpaHe OTCYTCTBYET. YIIOMSIHYTasl BBIIIe padboTa
S. Baig u coaBT. onepupoBaja JTaHHBIMU PETUCTPA OJHOTO
pernoHa — Pecnyb6nuku bamkoprocTtaH, uTo, 0€3ycioB-
HO, HEBO3MOXHO KOPPEKTHO 3KCTPAIOJIMpPOBaTh Ha BCIO
crpany. Crnenmamuctamu @TBHY «HayuHblii 1ieHTp He-
BpOJIOTMM» MPOBeIeH MeTaaHalu3 JaHHbIX 110 BbI' B Poc-
CuM, MpU 3TOM pacrpocTpaHeHHOcTb Bl B cTpaHe co-
crabmwia 1,91 nHa 100 TBIC. HaceleHUs (PKCTPATIOJISIINS
TIOCTYITHBIX TaHHBIX 18 pernonos) [6]. [ToayyeHHBIR TT0-
KazaTesb IPeACTaBIsIeTCS KpaifHe 3aHWKEHHBIM BCIICH-
CTBME Pa3HOPOTHOCTU aHAIM3MPOBABIINXCS NCTOYHNUKOB
MAaHHBIX, TUIONMATHOCTUKU 3a00JIeBaHMSI B PETMOHAX,
Majiol ocBegoMyieHHOCTH O BI' mpakTuyeckux Bpaueid.
[IpoBeneHMe MIMPOKUX KIMHUKO-3TUACMUOIOTMUCCKIX
uccaenoBanuit npu bI' B Macirabax Bcex peruoHoB Poc-
CHH C TIPOBENCHUEM TeHETUYECKON Bepu(pUKaIUU OymeT
CII0COOCTBOBATh (POPMUPOBAHUIO JOCTOBEPHBIX MAHHBIX
0 pacIpocTpaHEeHHOCTU U 3a0oeBaemoctu bI'.

leHeTMKa

bI' HacnenyeTcss mo ayrocOMHO-IOMWHAHTHOMY TH-
My — MYXYMHBI U KEHIIMHBI 0OJICFOT OAMHAKOBO YacTo,
BEPOSITHOCTb IIepeau MyTaHTHOI'O reHa coctaisieT 50%.
3abosieBanne xapakrepusyercs rpaktuyecku 100% mnene-
TPAHTHOCTBIO MYTAHTHOTO T'€Ha, W TIPU YCJIOBUU JOXUTHS
HOCHUTENISI TIAaTOJIOTMYECKOTO TeHa IO BO3pacra nebroTa
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MaHU(DECTUPYET OTUYCTIMBBIMU KIMHUYCCKUMU TIPOSIBIIC-
Husmu. 1o mHorometHuM HabmoneHusM S. Folstein [7],
0K0J10 15% cnyuaeB BI siBistioTcs criopagnyecKuMu, KOT-
1a B POIOCIOBHOI MpoOaHIa OTCYTCTBYIOT YIIOMMHAHUS
0 JTaHHOM 3a00JieBaHUU. DTOT (HaKT B OOJBITUHCTBE CIIy-
YaeB CBSI3aH C OTCYTCTBHEM JIOCTOBEPHBIX CBEICHUI O PO-
IUTENIX U OPYTUX Npeakax nauveHrta. He mckiovaercs
U pa3BUTHE Y IIpobaHIa MyTalluM de novo, 9To, TI0 JaHHBIM
JIUTEpaTyphl, 00bsicHsieT 5—8% ciyuaes BI [8].

Bo MHOTUX ceMbsIX TIpU aHAIM3€ POHOCIOBHBIX IIPO-
cnexuBaeTcsl (PeHOMEH T€HETMYEeCKOW aHTHULMIAIINUA —
MMOSIBJICHNE B ITOCEAYIOIINX IMOKOJICHMSIX BCe Oojiee paH-
HUX 1 Tsokenbix dpopm BI'. C eHOMEeHOM aHTHMLMITALIAN
0113K0 cBsI3aH 3((EKT OTLOBCKOI Mepeaayn — MposiBiIe-
HHUe 0oJiee TSLKEIbIX M paHHUX (hOPM IIPEUMYIIIECTBEHHO
IIPpY HACJIEIOBAaHUM IO OTLOBCKOW JMHUU. [Ipm MHOTO-
KpaTHBIX Tepemadax 3a00JeBaHUS I10 MYXCKOM JIMHUU
(ot mIpagena K memy, OTILY M Iajiee) BO3pacT 1e00Ta MOXKET
CHIXATBCS BIUIOTH IO IIOAPOCTKOBOTO 1 IETCKOTO, YTO BE-
IIeT K MOSIBJICHNIO HanboJIee TSLKEIbIX FOBEHUIBHBIX (hopM
bI', xapakTepusylolumuxcss aKMHE3UEl W PUTUIHOCTHIO.
Knuauko-reHeTnyeckue (heHOMEHBI aHTUIUITAIIAN U OT-
LIOBCKOI1 TIepeaayr 00yCIOBICHBI CIIEIIM(PUISCKIMHI OCO-
6enHocTsiMu MyTauuu nipu bI [9].

C cepenunbl 1970-x rT. mcciaemoBaTelbcKasl TpyIIia
J.F. Gusella u3 I'apBapackoro yausepcurera (CILIA) mipo-
BOIMJIa MHTEHCUBHBIC MCCIICTOBAHNS KPYITHEUIIIETO B MU -
pe kiacrepa cemeil ¢ bIT — moToMkoB o011ero rpenka,
MMPOXMBAIOIINX B M30JIATE B paiiloHE M Ha OCTPOBax 03epa
Mapakaiibo Ha cesepo-3amane Benecysnbl. Ha ocHose
anammza 6osee 4000 oopasuoB JIHK, cobpaHHBIX v 4ie-
HOB OTSTOIIEHHBIX CeMeil, ydeHble Tpynibl B 1983 1. kap-
TUpPOBaAU TeHeTuueckuii Jiokyc Bl Ha kopoTkom Iuie-
ye 4-it XxpoMocoMbl (4p16.3) B OMHOM U3 MEPBbIX yCIIELL-
HBIX MCCJICIOBAHUI 1T0 aHAJIU3Y CLIETUICHUS Y YeJioBeKa [2].
YcTaHoBIeHNE TOYHOM JIOKAJIM3AIUM ITIPEANIOIaracMoro
reHa bI' mo3Bonuio pa3paborarb METOJ KOCBEHHOI CUM-
nrToMaTudeckoit u npecumnromHon HAHK-auarHoctuku
BI' B OTSATOIIEHHBIX CEMBSIX U HAJIO TOMYOK JATbHEUIIINM
MoucKaMm Kay3ajibHoro reHa. KiionupoaTh reH 3aboJieBa-
HUS 1 UACHTU(UIIUPOBATh MyTAILIMIO B HEM, SIBJISTFOIITYIOCS
npuanHoii pa3sutusa dpenorura bI', ynainock ciiyers 10 et
MEXIYHApPOOHOM KCCIEO0BATEAbCKON TPYIIIE IIOA PYKO-
BouactBoM J.F. Gusella [3]. BnocaencTBuu reH 3abojeBa-
HusI ostyun1 HaumeHoBanve HTT (OMIM 613004) [10].

Pazputue BI' y HocuTensi MyTaHTHOIO reHa CBSI3aHO
C 9KCIaHCHuel (ITaTOJIOTHYECKUM YBEINICHNEM ) YMCIa KO-
MU TAHIEMHBIX TPUHYKJICOTUIHBIX MMKPOCATEIUTUTHBIX
CAG-noBTOPOB, JOKAIM3YIOIIUXCI B 1-M 3K30HE reHa
HTT, nono0OHast MyTaiusi Ha3blBaeTCs AuHaMu4ecko [11].
JlaHHBIN TeH BechbMa IPOTSKEHHBINA, COCTOUT U3 67 9K30-
HOB. B HopMe 1-11 3k30H reHa HT'T coaepKUT 1ocienoBa-
TeabHOCTh U3 6—35 TanaeMHubIx CAG-110BTOpOB, a 1ipu BT’
HUX KOJIMYECTBO YBEJIMYEHO A0 36 M BbILE HA MyTaHTHBIX
xpomocoMmax [12]. MexaHn3M BO3HMKHOBEHUS MOIOOHOI
MyTalliM OOYCIIOBIIEH (EHOMEHOM «COCKAIb3bIBAaHUS»
JAHK-nmonumepasbl B npouecce cuHte3a JJHK B meitose
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NP TIPOIBMKEHMU (PEPMEHTA BIOJb YyIacTKa C MUKPO-
CaTe/UIMTHBIMM TPUIUICTHBIMHU TIOCIICAOBATEIIbHOCTSIMU
[13]. Hykneotunnsbiii TpuruieT CAG KogupyeT aMUHOKHUC-
Joty rayraMuH, U akcrancust CAG-TIOBTOPOB MPUBOIUAT
K COOTBETCTBYIOIIEMY YIJIMHEHUIO TMOJUTIYyTaMUHOBOIO
yJacTKa B COCTaBe OejlKa — TeHTHMHITHMHA, CUHTE3 KOTO-
poro komupyetcs reHoM HTT. JaHHbIA (aKT MO3BOJIS-
eT oTHectu BI' K rpyrime moauriayraMMHOBBIX OOJie3HE,
MmaToreHe3 KOTOPBIX OOYCIIOBJIEH TUHAMUYCCKUMU MyTa-
USIMU B TeHaX, MMEIOIINX YIACTOK MHMKPOCATEIUTUTHBIX
9k30HHBIX CAG-1oBTOpOB [14]. K maHnHoii rpymme, no-
mumo BI', oTHOCsATCS cninHOLEepeOesUIIpHbIE aTAKCUU TH-
nos 1, 2, 3, 6, 7 u 17, cinHaabHO-0yIp0apHas aMHOTPO-
¢us KeHHenn, a Takke I€HTaTOPYOPO-TIAJUTUIOIBIONCOBA
arpodus [15]. [IpuMedaTebHO, YTO BCe TIEPEUYNCIIEHHBIE
3a00JIeBaHUS SIBIISIIOTCSI HEMPOIEeTeHepaITUsIMU.

HopwmanbHbie, TeHeTHUeCKU CTaOUJIbHbIE ajlJIeJIi CO-
nepxat 6—26 konuit CAG-TpUILIETOB, Yallle BCTPEYaroTCs
anmnenu, comepxaimue 17—20 moBTOpOB. AJUIENIN, COAEP-
xkane 27—35 xonuit TpuruietoB CAG, OTHOCITCS K TaK
Ha3bIBaEMbBIM <«IIPOMEXKYTOUHBIM» [12]. IX wacToTa B 10-
MYJISIIAY, TI0 TaHHBIM PA3IAYHBIX UCCICIOBAHUIMN, JOCTH -
raet 6% [4]. JaHHble ajuie i OMHO3HAYHO aCCOLIMUPOBAHBI
CO 3II0POBBIM (DeHOTHUIIOM, OTHAKO OHM SIBJISIIOTCSI TCHETH -
YECKU HECTAOUJIBHBIMU U 00J1a1al0T CIIOCOOHOCTHIO K pa3-
ButHio s3kcnancn CAG-IOBTOPOB TIpM miepenade B MO-
cJemyrolee IMOKOJICHNEe, OCOOSHHO 110 OTIIOBCKOI JIMHUM.
Takum 00pa3oM, MOJOOHBIE «IIPOMEXYTOUYHBIC» AJIICIN
SIBJISTIOTCS] UICTOUHUKOM MYTalluii de novo v TONAepK1Ba-
0T pacrnpoctpaHeHue bl B momynsiuyu. Ajjenn ¢ 4uc-
JIOM TIOBTOPOB 36—39 yxKe OTHOCSTCS K 30HE€ SKCIIAHCUU
CAG-noBTOpOB, KOTOpasi XapaKTepuU3yeTcs HEeIOIHOI
TMEHETPAaHTHOCTBIO MyTaHTHOTO TreHa [16]. I'eneTnyeckuit
MPOTHO3 Pa3BUTHS KIMHUYECKU BhIpakeHHOU BI' y mH-
ITUBUIYYMOB — HOCHUTEJICH MOJOOHBIX ajuieiell — UMeeT
HeoIpeaeeHHbI XapakTep. OObIYHO 1e0I0T KIIMHUKKN bI'
TIPOMCXOIUT B CTapIlIeM Bo3pacTe, 00JIe3Hb MOXET UMETh
CTEPTYI0 KIMHUYECKYIO KapTUHY. Y OOJIBIIMHCTBA HOCH-
TeJeil MoMOOHBIX ajliesiei 3a00eBaHUE MOXET KJIMHUYE-
CKU HE TPOSBUTHCS HaXe IO IOCTIDKEHUU TPEKIOHHOTO
Bo3pacTa. CylecTByeT TouKa 3peHHUs, 4To MaHudbecTa-
uus BI' y HocuTeneit ayuteneii ¢ ymMciaoM moBTopoB 36—39
OIpPEeNeIISICTCSI COBOKYITHOCTBIO 3K30T€HHBIX U SHIOTCH-
HBIX (PaKTOPOB, IPUPOIA M 3HAYCHNE KOTOPBIX IO CHX IIOP
MJ10X0 U3y4eHhl [17].

Annenu ¢ uyuciioM MoBTopoB 40 1 Oosee ABISIOTCS
OMHO3HAYHO MATOTeHHBIMU — WHAWBUAYYMBI, YHac-
JiegoBaBlIMe UX, 00s13aTesibHO 3a0oJieBatoT bl mipu yc-
JIOBUM JOXUTHUS [0 BO3pacTa nedloTa 3aboJieBaHUS.
Y 90% maumenrtoB skcnaHcuss CAG-1oBTOpPOB coCTaB-
et 40—50 xonuii. AJjiean ¢ YUcaoM IToBTopoB 60 1 60-
Jiee acCOIIMMPOBAHBI C PAa3BUTHEM TSIKEJIBIX IOBEHUIIb-
HbIX (popM 3aboneBaHus. B nuTeparype ornucaHsl aiaie-
g ¢ 200—265 CAG-nosropamu [18]. Takue ¢popmer BI'
MaHUMECTUpPYIOT B paHHEM AETCKOM Bo3pacTe JInbo He-
COBMECTHUMBI C XXM3HBIO U CBSI3aHBI C BHYTPUYTPOOHOI
ruoeblo Maoaa.
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Pacnipenenenne HOpMaNbHBIX ajljIesiell MMEET TIOIy-
JISIIMOHHBIC pa3anuusl. B eBpoIeiicKux MomyJIsiiusx Hop-
MaJIbHBIC aJUIeJI MMEIOT OOJBIIYIO IIMHY, YTO aCCOLIMM-
pOBaHO ¢ OOJIbIIEH PacIpPOCTPAHEHHOCThIO 3a00JIeBaHUSI
y JUII eBporneiickoro npovcxoxneHus. YmmHeHne CAG-
TpakTa MpH Ilepenadye B IMOKOJICHUSIX CBSI3aHO C yBeJIMYe-
HUEM TE€HETUYECKON HECTAOMJIBHOCTU <«ITPOMEXYTOUHBIX»
ajeneid, moatomy bIT BcTpeuaeTcs yaile B MOIYJISILIUSIX,
MMEIONINX 00Jiee IUIMHHBIE TPUHYKJIEOTUIHBIE TPaKThI [19].

BosnukHoBeHne natonorndeckoi skcnancum CAG-
MMOBTOPOB 00yCIOBIeHO HecTabuiabHOCThI0O CAG-TpakTa,
B IIEPBYIO O04Yepeb, B IIporiecce rameroreHesa. Ocoboii He-
CTaOMIILHOCTBIO OoTIMYaloTcs: MukpocateumutHbie CAG-
TPaKThl B MY>KCKHUX TaMETax, UTO OOBSICHSIET CYIIECTBEHHO
OOJIBIIIYIO CTEIeHb SKCIAHCUU ITOBTOPOB IIpU Tiepemade
IO OTILIOBCKO# JuHUU. [IpenMyIlecTBeHHYIO0 HECTaOWIb-
HocTh CAG-TpakTOB IpH IIepeaade Mo OTLIOBCKON JIMHUHI
CBSI3BIBAIOT C CYIIECTBEHHO OOJIBIIIMM YMCIIOM KJIETOYHBIX
IeJICHUI B TIpOIecCe MYXCKOro rameTroreHesa. Kpome
MENOTUYEeCKO HeCTaOMIPHOCTU MyTaHTHBIC aJlJIC/IN TeHa
HTT xapakTepusyloTcsi U MUTOTUYECKOU HeCTaOMJILHO-
CTBIO, YTO TIPUBOIUT K BOZHUKHOBEHHUIO COMATHYECKOTO
Mo3aunu3Ma ¢ OPMUPOBAHUEM KJICTOUHBIX ITOITYJISIIIMI
B Pa3IMYHBIX TKAHSAX U OpraHax ¢ pa3HOU CTEIIEHBIO IKC-
naHcu CAG-11oBTOpOB. DTO MOXKET OOBSICHUTH BO MHO-
'YX caydasx heHoTunnIeckuii momumMmopdusm npu bI [4].

AHTHIITIALIUST B CEMBSIX C MAaTepUMHCKAM HacJIeIOoBa-
HUEM MYTAaHTHOTO TeHa TakKKe OITMcaHa, HO HECTaOWIb-
HocTb CAG-TpakTa penko HOCTUTACT CTeTieHEel, Momo0-
HBIX HAOJIOMaeMBbIM TP MYXXCKoi mepemade [4]. Bomee
TOTO, TIPU TIepenade Mo MaTePUMHCKOW JUHUM MOXET Ha-
OMromaThCcsl  YMEHBIICHWE IJIMHBI TPUHYKICOTHUIHOTO
TpakKTa ¢ BO3BpaIlleHUEM TOCICIHErO B 00JIaCTh 3HAYCHUI
yrcia CAG-oBTOpOB, HE aCCOLIMUPOBAHHBIX C (DeHOTH-
nmryeckuMu nipossBiaeHusmu bI [20].

Crenenp skcrmaHcun CAG-TIOBTOPOB CYIIECTBEHHO
KOppenaupyeT ¢ KIMHUYECKOW KapTUHOM 3a0o0JIeBaHUSI.
Tak, umeercst oOpaTHast KOppesslus MeXIy CTeNeHbIO
skcrmaHncuu CAG-noBTOPOB 1 BO3pacTOM MaHUdecTalun
BT [21], mpoIOKUTENIBHOCTBIO XKM3HU TTallUeHTa, a TaK-
Ke TIpsMasi KOppPeJsIiusl CTEIeHW SKCIIAHCUM TTOBTOPOB
M TeMIIa ImporpeccrupoBaHus 3adosieBaHud [22]. Ha ocHo-
BaHWM KOPPEJISIINA YKClia TOBTOPOB M BO3pacTa IebioTa
BI' Bo3MOXHO MoJlydeHHe IMPOTHO3a Bo3pacTa MaHUde-
cTanuy 3a00JIeBaHMSI Y KOHKPETHOTO MHIWBUAYYMa, KO-
TOpoe, TeM He MeHee, MMeeT BeChbMa IPUOIU3UTEITBbHBIN
XapakTep U pa30poc 3HaYEHUI MPpU HEOOJbIINX CTEIIEHSIX
skcnancuu CAG-moBTopoB (mo 50). Bo3pacrt nebrora 3a-
00JIeBaHUS U €T0 TEYEHUE B CYLIECTBEHHOIM CTETIEHU 3aBU-
CST OT (DAKTOPOB BHEIITHEH Cpeabl M TCHETUYECKOTO OKPY-
JKEHUSI MYTaHTHBIX ajiiesieit reHa HT'T, ero reHeTu4eCcKux
MonudukaTopos [4]. CyliecTBeHHOE BIMSHUE HA CHIKE-
Hue Bo3pacTa nebora bI' u 6oiee paHHIOI MaHUdecTa-
IO CUMIITOMOB 3200J1¢BaHUSI MOTYT OKa3bIBaTh COMMYTCT-
BYIOIIIME 3a00JieBaHUSI, BpeOHBIC INPUBBIUKU (KYpEeHUE),
HU3KUI YpOBEHb MHTEUIEKTa U 00pa3oBaHUs. bojbioe
3HaYeHHUE MMEIOT U pa3HOOOpa3HbIe TCHETUICCKUE TIOJIH -
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MOpP(}U3MBI ¥ TeHBI-MOINU(MDUKATOPHI, B YACTHOCTHU, T€HEI,
obecneyurBalolle penapainio 1 nojaaepxxaHue HopMalib-
Ho cTpykTypsl JHK.

Mopdonorusa n natoreHes

XapakTep KJIMHUYeckux mnposiBieHuit bI' onpenensi-
eTCI TeM KOMILUIEKCOM ITaTOMOP(MOJOTMUYECKNX U OMO-
XUMHWUYECKNX HApYIICHUM, KOTOPBIC MPUCYIIN TaHHOMY
3a00JieBaHUIO. YcTaHOBJIEHO, uto Iipu bl Habmopaercs
MpPEUMYIIECTBEHHAsl CEJeKTHMBHAsI Tubesib KJIEeTOK Mo-
JIOCATOro Teja, B MIEPBYIO OYepedb CPEIHUX ITUITMKOBBIX
I'AMKepruueckux HelipOHOB IOJIOBKM XBOCTATOTO sIpa,
HEIMOCPEACTBEHHO TMpWIeXKalle K XelyLoykKam Mo3ra
[23]. T'ubenn HelipoHoB npu BI' oOHapyxXuBaeTcs Takke
B OJIEIHOM IlIape, PeTUKYISIPHOI YacTU YepHOUl cyOCcTaH-
LUK, 3pUTEIbHOM Oyrpe, Kope OOJbILIMX IOJyLIapuii,
B KOpe ¥ 3y0UYaToM simpe Mo3xeuka. OmMHOBPEMEHHO C BbI-
IIeyKa3aHHBIMU U3MEHECHUSIMU B ITOJIOCATOM TeJie HaOJII0-
JaeTCsl peaKTUBHBIN TJIHO3.

ITprku3HeHHas IMarHoCTMKA MaTOJOTUM 0a3ajbHbIX
ranrmues npu bI' cTtana Bo3MOXHOII ¢ BBelleHUEM B IpaK-
TUKY Ppa3sHOOOPA3HBIX METOAOB HEWPOBU3YAIU3ALIUNA:
KOMITbIOTEpHOM U MarHUTHO-PE30HAHCHONM TOMoTpaduun
(MPT), mo3utpoHHO-3MUCCUOHHO# ToMorpaduu (I19T),
omHOMOTOHHOI 3MHMCCUOHHOU ToMmorpadpuu (ODIKT)
¥ pa3pabOTKOil Ha UX OCHOBEe MH(MOPMATUBHBLIX OMOMap-
kepoB. [IpuMeHeHre COBPEMEHHBIX METOIOB HEMPOBU3Y-
aJIM3allii TIO3BOJIMJIO BU3YaIbHO OLIEHUTH CTEIIEHBb aTpo-
bum cTpuapHBIX simep, SIBISIONMICICS XapaKTepHBIM MOP-
donornueckum Mapkepom BI'. I[IpumeHsioTcs MeTooguKu
JIMHEHOTO M3MEPEHUSI PACIIMPEHUS XETyIOUYKOB MO3Tra
C ompenejeHUEM OMKAaymaTHOTO MHIEKCA, a TaKKe MOp-
dbomeTpusa 06asanbHBIX TaHTIMEB. JlaHHBIE COBPEMEHHBIX
uccienoBaHuii ¢ mcnonab3oBanueM MPT-mopdomerpun
CBHUIIETEJIBCTBYIOT O TOM, YTO U3MEHEHUS 00beMa u op-
MbI 0a3aJIbHBIX siiep (a TakKe psaa Ipyrux obdjiacteit ro-
JIOBHOTO MO3Ta) OTMEYAIOTCSI He TOJIbKO Y MaHU(ECTHBIX
Hocutesieit myrauuu bI', HO 1 Ha TpecCUMNOTOMHOM 3Tarne
HOCHUTENILCTBA MyTaluu [24].

WccnenoBaHus HEUpPOXUMUYECKUX HApYIIEHUN Mpu
bI' mo3BoaniaM BO MHOIOM OOBSICHUTH XapakKTep CBOe-
00pa3HOi KJIIMHUYECKON KapTUHbI 3a0ojieBaHUsl. bbuin
BBISIBJICHBI BapuraOesbHbIe WM3MEHEHHS CaMbIX pa3HO-
00pa3HBIX MEIMATOPOB M HEMPOTPAHCMUTTEPOB — TaM-
Ma-aMUHOMACJISTHOM KHUCJIOTBI, alleTUIXOJIMHA, TIyTaMma-
Ta, acrapraTa, OIMMOMIHBIX IENTUIOB, COMATOCTATHHA,
TaypuHa, KaTexojlaMuHOB. K HacTosiuemy BpemMeHU 00-
IIeTIPU3HAHBI TIPEACTABICHUSI O CEJICKTUBHOCTU THOEIU
PA3JIMYHBIX MOMYJISIIMUA HEUPOHOB I10JIOCATOTO TEJIa TPU
bI', obnagarommux pa3imyHbIMUA HEAPOTPAHCMUTTEPHBIMU
cucteMaMu. bynyuyn cBoeoOpa3HbIM MOMYJISITOPHBIM 1I€H-
TPOM, COOMPAIOIIUM HMIIYJIbChl U3 PA3JUYHBIX OTIEIOB
KOpPBI TOJIOBHOTO MO3Ta, 00eCTIeYMBAIOIINX HOPMaJIbHbIC
JBUTATEJIbHbIC, KOTHUTUBHBIE Y SMOIIMOHAILHO-BOJICBBIC
(byHKIIMM, TTOJI0CATOE TEJIO IIPY MOBPEXKICHUY TEPSIET CTI0-
COOHOCTP HOPMAJbHO PETYIMPOBATH M KOPPEKTUPOBATH
ST BIWSHUS, YTO TPUBOIUT K Pa3BUTUIO KIMHUYECCKOM
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KapTuHbl bI'. Bo3HUKHOBEHUE XOpenYeCKUX rUIepKUHe-
30B OOBSCHSICTCSI CHIKEHUEM CTPUOIAJLTUAAPHBIX BIIUSI-
HUN U MTHTUOUPYIOIIUM IeHCTBUEM MMITYJIbCOB MEIUAIb-
HOro najuiMayMa Ha cyotajsamuyeckoe sapo. [loarBepx-
IeHWEM CBSI3M KOTHUTHMBHBIX HapyIlIeHU ¢ aTpodueit
ITOJIOCATOTO Tejla M HapyIIeHWEeM HUCXOISIINX BIUSHUIA,
UIYIINX OT MpePOHTATBbHOI KOPHI, CITy>KaT JaHHbIE HEl-
pPOBU3YyaTU3alNY, TTPOJEMOHCTPUPOBABIINE TIPSIMYIO 3a-
BUCHMOCTh MEXIY CTEIIEHbIO KOTHUTUBHBIX PACCTPOIICTB
U BBIPaXKEHHOCTbBIO aTpodum moiocaToro Teia [25].

B mocnemHee BpeMsl aKTMBHO M3YYalOTCS DKCTparie-
pebpanbHbie nposBieHus BT [4]. [To coBpeMeHHBIM gaH-
HBIM, TIATOJIOTMYEeCKUEe M3MeHeHUs mnpu bl Bo3HmMKaiorT
B OpraHax KeJyJIOYHO-KHUIIEYHOrO TPaKTa, B YaCTHOCTH,
B TIOIKETYIOYHOM Keyme3e W Xelyake, B KOTOPOM Hapy-
IIaeTcsl BEIpabOTKA IpeJiiHAa — MECTHOTO TOPMOHA, CTH-
MYJIMPYIOIIETO MUIIeBOE ITOTpedieHne 1 HackImeHue. OT-
MEUarTCsI aTporIeCKre M3MEHEHUS B CKEJIETHBIX MBIIII-
Iax ¥ MAOKape, YTO IMPUBOIUT Y HEKOTOPHIX MAIIIEHTOB
K Pa3BUTHIO CEPIEYHON HEeTOCTaTOYHOCTHU. Pa3BuBaroTCs
IeTeHepaTUBHBIC M3MEHEHUS B TKAHAX SMYEK, B KOTOPBIX
Ha0II01aeTCd BBICOKAS DKCITpEeCCUs TeHTUHITUHA [4].

Buonornueckast poiab HOPMAJIbHOIO T€HTUHITUHA —
npoaykTa 3kcrpeccuu reHa HTT — 1o cux mop oocyxia-
eTcsI, OMHAKO YCTAaHOBJICHO, YTO 3TOT OEJIOK UTPAeT KITI0Ue-
BYIO pOJib B SMOPUOHAJILHOM HEeporeHe3e, CocoOCTBYS
(GOpPMUPOBAHUIO HEPBHOI CUCTEMBI y 3MOpHoHa. Takke
MPEaIIoIaraeTcs, 9YT0 TEHTUHITUH 00eCIIeYnBaeT KIeTOU-
HBIIl CUTHAJIMHT, YYacTBYET B ITOMICPXKAHUM BE3UKYIISIP-
HOTO TPaHCIOPTa, CUHAIITUYECKOU TTepeaadn, peryIsinuu
MEXaHM3MOB KJIETOYHOU ayTodaruu M aromnTo3a, Koop-
JTUHUPYET aCCOLMALMIO U JTUCCOLMALIMIO PAa3HOOOPa3HbIX
BHYTPUKJIETOUHBIX OeaKoB [26]. BaxHast ponb TeHTHHT-
THHA Y XXUBBIX OPTaHMU3MOB ITOTYEPKUBACTCS TeM (DaKTOM,
YTO TOMOJIOTUYHBIC OCIKI, KOANPYEeMbIe TOMOJIOTAMU TeHA
HTT, obu11 oOHapyXXeHbl Y MHOTUX XXHUBOTHBIX, HAUMHAasI
C MIPOCTEHIIMX. DTO KPYITHBIM OEJIOK ¢ MOJIEKYJISIpHOI
Maccoil 348 k]I, cocTodmmii M3 HECKOJBbKUX JTOMEHOB.
I'eHTUHITHH IIMPOKO 3KCIIPECCUPYETCS B TOJTOBHOM MO3-
re — HeMpOHAaX U PsIAe IIMATbHBIX KJIIETOK, a TAKXKE B SIMU-
Kax, cepare, MeyeHu v ieTkux [4]. Jlokamu3aims TeHTHUHT -
THHA B TOJIOBHOM MO3T¢ HEpaBHOMEpPHAa — HaMOOJIbIIIEe
€ro KOJIMYEeCTBO OOHAPYKMBAETCS B HEMPOHAX CTpUATyMa,
0JIeTHOM IIIape, TaJaMyce, Kope ToJI0BHOro mo3ra. MIHTpa-
LEJUTIONIpHAs JIOKaIM3alys Oelika IpeACcTaBIcHa IIpeu-
MYIIECTBEHHO SIIPOM M OKPYXKAIOIIEH SIIPO IIUTOILIa3MOI.
CUHTEe3UpPOBAaHHBIN TEHTUHITUH C aHOMAJIbHO YIJIUHEH-
HBIM TIOJIMTJIYTAMUHOBBIM TPaKTOM YTPauMBaeT PsII HOP-
MaJIbHBIX (DYHKIIWIA 1 IPUOOpeTaeT psill HOBBIX CBOMCTB,
00YCJIOBIMBAOIINX €r0 HEMPOTOKCMYHOCTh U DPa3BUTHE
HelipomereHepaTUBHOTO poiiecca (heHoMeH gain of func-
tion) [27].

KoitoueBrIM 3BeHOM ITIaTOTreHe3a HeWMpoaeTreHeparuu
npu BI aBsieTCS moMMriIyTaMiMHOBAST arperals TeHTUHT -
THHA ¢ (QOPMUPOBAHUEM BHYTPUKICTOUHBIX aMMJIOUIO-
NOoAOOHBIX BKIIOUEeHMN. J[laHHBINA Ipolecc O0yCIOBIIeH
HapylIeHHeM IIPOCTPAHCTBEHHOM YKJIagKu (KoHpopma-
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IMM) TeHTUHITUHA, YTO M03BoJIsIeT oTHecT! BbI' K rpymme
KOH(pOPMaIIMOHHBIX TIpoTenHonaTuii [15]. PdparMeHTHI
MYTaHTHOTO TeHTUHITUHA ITPOHUKAIOT B KJICTOUHBIC SIpa,
WHUAIIMPYS KacKal MaTOJOTMUEeCKUX PeaKIMil, BETyIIUX
B MITOTE K Pa3BUTHIO HeliponereHepaun. B sapax nereHe-
pupyolux HelipoHoB npu bl oOHapyXMBalOT MHTPaHY-
KJIeapHbIe BKIIIOUEHMS, COIepKaIIe TTOJIUTITyTaMITHOBEIC
(bparMeHTHI TEHTMHITUHA W YOMKBUTHH, YTO OOBSICHSICT-
cs aKTWBaluMel yOMKBUTHUH-IIPOTEACOMHOIO MeEXaHM3Ma
pacieruieHus: 1e(eKTHOTO TeHTHMHITUHA TIPU TTOIIePK-
K€ CHCTeMBI IIallepoHOB, B yacTHocTh Oesika Hsp70 [26].
B pesynbTaTe maHHBIN KJIETOYHBIA MeXaHU3M, UTpAIOLIUi
BaXXHYIO POJIb B IIpolieccax Aerpagaliiii aHOMaJIbHBIX OeI-
KOB B KJIETKE, OKAa3bIBAeTCsS HECOCTOSITCIBbHBIM, OBICTPO
HUCTOIIAeTCsI, YTO TPUBOIUT K HAPACTAHUIO MaTbHEMIICH
arperaliii KOH(MOPMAIIMOHHO M3MEHEHHOTO T€HTHHITH-
Ha. Hapacraromasa nerpagaiust yOUKBUTUH-IIPOTEACOM-
HO¥ CHCTEMBI U IIATICPOHOB SIBJISICTCS TPUTTEPOM 3aITyCcKa
MEXaHM3MOB JIM30COMHOI ayTodaruu, OMHAKO 1 3TOT ITyTh
MPOTEOJIN3a CO BPEMEHEM WCTOIIACTCS, YTO IIPUBOIUT
K (hOopMUPOBAHUIO «ITOPOYHBIX» KPYTOB M IIPOTPECCUPYIO-
1IN HEMpOaeTeHEPALIUN.

MexaHN3Mbl HEMPOTOKCUIHOCTA aHOMAJIBHOTO TEH-
TUHTTUHA, COAEPXKAIIETO YBEIMICHHBIC MOJIUTITYyTaMIHO-
BBIC MOCJICAOBATEILHOCTH, aKTUBHO MCCIEeIyIOTCs. B Ha-
cTosInee BpeMs BBIICNSIOT TaKue 0a30BbIie MEXaHU3MEI,
KaK OKCHUIAHTHBIN CTpecC, MUKPOTIMAIbHAsl aKTUBAIIWS,
9KCANTOTOKCMYHOCTh, MUTOXOHAPUATbHAS OUCHYHKIINS,
arnonTo3, HapylmeHus Mopdosornu u (pU3NOIOTUN Heil-
POHAJIBHBIX TPAHCTIOPTHBIX CUCTEM, TU3PETYJISIIINS TPAHC-
KPUIIINK, HapylIeHne QYHKIINN OCJIKOB, arpeTUpPYyIOIINX
C MYTaHTHBIM T€HTUHITUHOM [26]. JlaHHbBIE MeXaHU3MBbI
HE YHUKAJbHBI, SIBISIOTCS TUIOBBIMU U XapaKTePHU3Yy-
IOT BCIO TpyIny KOH(MOpPMALMOHHBLIX OoJie3Heil Moa3ra.
IIpu stom BI' siBasgeTcss xopolleil MOIENIbIO M3y4eHUS
9THX MEXaHMU3MOB M OOIIMX 3aKOHOMEPHOCTEI pa3BUTHS
HelipomereHepaTUBHOTO Ipoiiecca. Co3maHbl MHOTOUMC-
JICHHBIE TPAHCTEHHBIC 1 KJICTOUHBIC MOJIEIIN TSI U3YUYSHUS
TOHKHUX MOJICKYISIPHBIX MEXaHM3MOB HEMPOTOKCUIHOCTH
npu BI' [4]. Bonee moapo6HO 0COOEHHOCTU yKa3aHHBIX
MAaTOTCHeTUYECKNX MEXaHW3MOB HelpoaeTreHepauu Ipu
BbI' paccMoTtpeHs! naiee.

KoHdbopMaimoHHO W3MEHEHHBIM TEHTUHITHH SIB-
JISIETCST MOIIHBIM MHIYKTOPOM OKCHIAHTHOIO CTpecca
BCJICICTBME aKTHUBALIMM TPOAYKIIMU CBOOOMHBIX pamavKa-
JIOB B HelipoHax [28]. DTo MPUBOIUT K JaBUHOOOPA3HOMY
HapacTaHUIO MPOLECCOB CBOOOJHOPAOUKATIBHOTO OKUCTIE-
HUsI, YTO MPUBOIUT K albTepallii KJIETOYHBIX MeMOpaH
U opraHejul. B Mmo3roBoii Tkanu 0oJibHBIX ¢ BI' mpoucxo-
IUT TIaTOJIOTUYECKOEe HAKOIUICHWE MOHOB Kejie3a, SIBIISI-
IOIIUXCS OTHUM M3 MapKepoB OKHCIMTEJIBHOTO CTpecca.
C MeXaHM3MOM MHIYKIIMY CBOOOTHOPATUKATBHOTO OKIC-
JICHUSI TECHO CBs3aHa DeakUUsl aKTUBALUMUA MUKPOIJIMA
[29]. B Hacrosiee BpeMsI MUKPOTJIMAIbHAS aKTHBALIUS
paccMaTpuBaeTCsa B KadyecTBE OMOMapKepa paHHETo Ie-
OroTa martojiornuyeckoro Ipouecca npu BI, Bo3aMoxHO
npoBeneHne I1OT-merekmyu aKTUBALMU MUKPOTIINH,
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PETUCTPUPYEMOII B IIOJIOCATOM Telle U KOpe OOJIBIIOro
moasra [30]. UHTepecHo, 4YTO Y HOCUTEJIE MyTaHTHOTO Te-
Ha HTT u3 «rpynnbl pucka» MUKpPOTIUaIbHAs aKTUBALIUS
MOXeT OBbITh BhIsIBIeHA 3a 10—15 jieT 10 paccyMTaHHOTO
Ha ocHoBe maHHBIX JIHK-anammusza (kommuectBo CAG-
TMOBTOPOB) IMMPUMEPHOTO BO3pacTa KIMHUYECKOTO 1e0Ta
3aboeBanus [31]. PesynbTaThl 5KCIIepMMEHTOB HA TPaHC-
TEeHHBIX XUBOTHBIX ITO3BOJIMIN MPEIIIOJ0XUTh, UTO B OC-
HOBE aKTUBAIlUM MUKpOrIUM Tipu BI' nexut mHIyKIms
aCeNTUIECKOM BOCITAIUTEIbHOMN peakIIny B MHTEPIICIUTIO-
JIIPHOM TIPOCTPAHCTBE MPHU MOCPETHUICCTBE MYTAaHTHOTO
TeHTUHTTHHA [4].

Eme omHMM BaXXHBIM MHaTO(PU3MOIOTUYSCKUM MeXa-
HU3MOM pa3BuTusi BI' sBisgeTcs akTuUBaIusI TIyTaMaToM
NMDA-penenTopoB [4, 26]. JaHHBIII MEXaHU3M JIEKUT
B OCHOBe (DeHOMeHa 3KcaliTorokcnaHocTh. [1pu akTuBamm
NMDA-pelenTopoB POUCXOAUT HaKoIIeHe noHOB Ca’*
B KJIETKAX C pa3BUTHEM KacKasa ITaTOJIOTMIeCKUX PeaKIIMii,
3aIyCKaIOIINX TIPOIIECCHl arloNTo3a, MPUBOMSIIMX K pa3-
BUTHIO MUTOXOHIPUATBLHON TUCHYHKIINA M OKCUIAHTHOTO
crpecca. [Ipu BI' 3KcallTOTOKCUUYHOCTH OOYCJIOBJIEHA KaK
HapyIIeHWeM acCTPOITHAIBHON PETryNISIiNA TIyTaMaTHOIO
ITyJia B TOJIOBHOM MO3I€, TaK M HapacTaloIIeii MUTOXOHIPH-
aJIbHOM TUC(YHKIIME, KOTOPOU TIPUIAETCS OJHO U3 BEIy-
IIUX 3HAYCHUI B pa3BUTUU HEWpPOIETeHEepaTUBHOTO IIPO-
necca ripu BI' [32]. MccanenoBanne MopdoIorui roIoBHOTO
MO3Ta Ha ayTOIICMITHOM MaTepHalie ITO3BOJIMIO YCTAHOBUTD
HapyIlIeHNe CTPYKTYPhl MUTOXOHIPHUI U pe3KOe YMEHBIIIe-
HHE UX YMCIa B KJIETKAX KOPBI ¥ CTpUAaTyMa IIPY TaHHOM 3a-
6oneBaHnn. CUMTACTCS, UTO YITMHEHHBIC TTOJIUTIyTAMITHO-
BBIE (pparMeHTHI TCHTUHITHHA O0JIadaI0T IIPSIMBIM ITATOTeH-
HBIM BJIMSHAEM Ha MUTOXOHIPUN KJIIETOK MO3Ta, OCOOCHHO
cTpyaTyMa M MO3TOBOM KOPBI, OJIOKUPYST UX (hepMEHTHBIE
U TPAHCIIOPTHBIC cCUCTeMBI. [Ipu 3TOM OKa3bIBalOTCsS Ha-
PYIICHHBIMM MEXaHM3Mbl HOPMaJIbHOI BHYTPUKIICTOYHOM
Jerpamgauy TOBPEXIESHHBIX MUTOXOHIPHUI, YTO IIPUBO-
AT K WX JCTIOHMPOBAHUIO B KJIETKAX M CIIOCOOCTBYET 3a-
IyCKy TIPOIIECCOB CBOOOMHOPANMKAIBHOIO OKMCIICHMUSI.
Takxke HeEOOXOIMMO OTMETUTh IATOJOTMYECKOE BO3MEH-
CTBHME MYTAaHTHOTO T€HTHMHITHHA HAa YPOBEHb IKCIIPECCHU
mutoxoHapuanbHoro 6enka PGC-lo [26, 33]. JdaHHblid
0eJI0K B HOpME 3KCIpeccupyeTcsl B OOJIbILIOM KOJUYECTBE
B KJICTKAX TOJIOBHOTO MO3Ta, OH OCYIIECTBIISCT PETYISILINIO
OroreHe3a MUTOXOIPUI U SHEPTETUUECKOTO METa0OIM3MA.
Pe3koe cHIDKeHMe SKCIIpecCUr TaHHOTO OeJIKa Y TpaHCTeH-
HBIX MBblLIeH, aBistomuxcs: Mmoaeabto bI', u 6oabHbIX ¢ BI'
(ImaHHBIC ayTOIICHMU) TTOATBEPXKIACT POJIb KOH(MOPMAIIMOH-
HO M3MEHEHHOTO TeHTUHITHHA B HApyIIEHUN 3KCIIPECCUH
oenka PGC-1a ¢ mocnenyonym pa3BUTUEM TSKEJION MU-
TOXOHAPUATEHOU TUCHYHKIIUM IPU JAHHOM 3a00JIeBaHUM.
OKCHUIAHTHBIN CTPEeCC, SKCAUTOTOKCUYHOCTh M MUTOXOH-
npuanbHas qucdyHkums npu bl nexar B oCHOBe Hapylie-
HUST PEeTYJISIIUM TIpolieccoB amonTo3a [34]. HopmanbHbI
TeHTUHITUH SIBJISIETCSI CYIIPECCOPOM OeIKOB-MHIYKTOPOB
anonTo3a (kacmas), npu bI' ymimHeHHbIE TTOJTUTITYyTAMUHO-
BBI€ TPAKThl TCHTUHITUHA, HAIIPOTUB, UHIYLIUPYIOT AeHCT-
BHME Kaclas, 4TO IPUBOIUT K 3aIyCKy IIPOIIECCOB TMOEIn
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HelpoHOB. [laHHBII MAaTOJIOTUYECKUI MEXaHU3M SIBJSIETCSI
XOPOIIIe WITIOCTpaleld yTpaThl MyTaHTHBIM T€HTUHITH -
HOM CBOE€I HOPMaJbHOU (PyHKIIMU W MPUOOpETEHUs] HO-
BBIX, INTOTOKCUYECKUX CBOMCTB.

B HopMme TeHTMHTITHH obecrnieymBaeT (QYHKIIMOHUPO-
BaHME pa3HOOOPA3HBIX TPAHCIIOPTHHIX CUCTEM HEIPOHOB.
OH B3amMOZEHCTBYEeT ¢ IMHEMHOM — OEJIKOM, OCYIIEeCT-
BIISIIOIIIMM PETPOTPAIHBIN TPAHCIIOPT CYOCTPATOB U3 aKCO-
HOB M ACHIPUTOB, a Takke ¢ 6e1koM HAP1, yuacTByrommm
B (hopMHUpOBaHUN aHTEPOTPATHOTO TPAHCIIOPTA OPraHE I
M CyOCTPATOB OT TeJla HEIIPOHOB K CHHANITUYECKUM TePMMU -
HayaM [26, 35, 36]. YyacTre reHTUHITHHA B ITOIIEPKaHNU
(DYHKIIMOHMPOBAaHMUSI TPAHCIOPTHBIX CHUCTEM HEWPOHOB
3aKJII0YAETCsl TAKXKE B SHEPIeTUYECKOM 00eCTieYeHUU Obl-
CTPOTO aKCOHaJIbLHOrO TpaHcnopra [26]. Kondopmarmon-
HO M3MEHEHHBI TeHTUHTTUH Tipu BI' yrpaunBaer BhIIIco-
MMMCaHHBIC CBOMCTBA, a TaKKe OJIOKUPYET IIUTO30JIb arpe-
TUPOBAHHBIMU MOJIEKYJIaMHU, YTO IIPUBOIUT K TITyOOKOMY
YTHETEHUIO OBICTPOTO aKCOHAJIBHOTO TPAHCIIOPTa U Hapy-
IIEHUIO0 CUHANITHYeCKOoi nepenayn. Kpome aToro, pacty-
1Iee HaKOIJICHUE arpeTipOBaHHOTO MYTAHTHOI'O TEHTUHT -
TMHA HapylLIaeT CUCTEMY LIMTOCKEeJIeTa U MUKPOTPYOOUEK,
CITOCOOCTBYSI OBICTPOMY MPOTPECCUPOBAHUIO HAPYIICHUI
TPAaHCIIOPTHBIX CUCTEM HEMPOHOB.

Kak ObUIO OTMEUEHO BBIIIE, TEHTUHITMH B HOpPME
SIBJIIETCSI CAaMOCTOSITEIbHBIM TPAaHCKPUIILIMOHHBIM (haK-
TOPOM, a TaKKe WMHIYLMPYET TPAHCKPUIIINIO MHOTUX
OENKOBBIX coeluMHeHuil. B yacTHOCTH, OH peryjaupyer
cuHTe3 Heliporpoduueckoro dakropa BDNF. JlaHHbIi
0OCJIOK KPUTUYECKU BaxkeH IS OOCCIIeUeHUs PEeryIsinu
(GYHKIIMM TEHOB, KOHTPOJMPYIOIIMX TOMEOCTa3 Kalb-
LIUST ¥ BBDKMBAEMOCTh HEMPOHOB, OCOOCHHO CTPHAPHBIX.
IIpennonaraercs, uro HapyieHue cuHTe3a BDNF npu BI'
SIBJIIETCSI OMHON 13 KJIFOUYEeBBIX IPUYMH THOEI HEHPOHOB
cTpraTtyMa, OCOOCHHO Ha paHHUX CTaAusAX IATOJOTHYe-
ckoro mpouecca [26, 37]|. JlaHHBIA MeXaHU3M SIBJISIETCSI
MPUMEPOM TPAHCKPUITLIMOHHON IU3PETYISILMU, KOTopas
npu bI' 3aTparuBaeT oOLIMPHBIN MyJT pa3HOOOPa3HBIX T'e-
HOB. OTOT NaTOMU3MOJOTMICCKUN MEXaHU3M IIPUCYIIT
BCEM TIOJIMTIIYTAMUHOBBIM OOJIE3HSIM. DKCIIEPUMEHTATb-
HO TIOATBEPXKICHO, YTO KOH(MOPMAIIMOHHO M3MEHEHHBIN
TeHTUHITUH CBSI3BIBACT TOJUIIYyTAMUHOBEIE (parMeH-
TBl MHOTUX (DaKTOPOB TPaHCKPUIIINM, Takux kKak CBP,
REST/NRSF, TAFII130, CA150, NCOR, NeuroD, p53
n ap. [26]. TIp1 3TOM IPOMCXOAUT HapylIeHHE CHUHTE3a
MHOTHMX HEWpPOHAJTbHBIX OCIKOB, PEryJIMpPYIOIINX TaKue
¢GyHKIIMM, KaK amomnTo3, SIMUTCHEeTHYeCKas PeryJIsiius
reHHoro amnmnapara, penapauusi JJHK, sHepreruueckui
MeTaboIM3M U 1Ip. Sl pKUM IpuMepoM TPAaHCKPUITITMOHHOMN
nusperyisiunu 1pu bIT aBistercst HapylieHre SKCIIpeccun
MuToxoHapuaiabHoro oenka PGC-la. YcraHoBneHoO Tak-
K€, YTO MYyTaHTHBIN TEHTUHITUH yTpauyMBaeT COOCTBEHHYIO
TPaHCKPUIIIIMOHHYIO aKTUBHOCTD. [laToreHes TpaHCKpHUII-
LHUOHHOUW mgu3perynsiuuu Tipu BIT TpeOyeT manbHeiiliero
U3y4eHUsI, KOTOpOe HEBO3MOXKHO 0Oe3 JIyJIIero IMOHWMa-
HHUS PO HOPMAJIbHOTO TeHTUHITHHA B OCYIIECTBICHUU
(YHKIIMOHNPOBAaHUS HEIIPOHOB.
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PazButue HeiliponereHepauuu nipy bl cBs3biBaroT
TakXe ¢ HapyleHueM (YHKIM OeIKOB, arperupyronmx
C MYTaHTHBIM T€HTHUHTITUHOM. [IpuMepoM TaHHOTO IaTo-
JIOTMYECKOTO MeXaHM3Ma, IIPUBEICHHBIM BBIIIIE, SIBIISICTCS
KOHBIOTAIINS TCHTUHITUHA ¢ YOMKBUTHHOM, TIPUBOISIIAS
K HapylIeHUI0 HOPMaJbHOTO (byHKIIMOHUPOBAHUS YOUK-
BUTUH-TIPOTEACOMHOM CHCTEMBbI PaCIICIICHUSI aHOMAaJIb-
HBIX TIPOTEUMHOB. JIpyTM IIpUMEPOM SBISICTCS BBIKITIOUC-
HUE aHOMAaJbHBIMU ITOJIUTIYTAMUHOBBIMU (DparMeHTaMU
MYTaHTHOTO TeHTUHITHHA OSIKOBBIX (PaKTOPOB PETYIISILINT
aKcmpeccun TeHoB. IlocmemHuii MeXaHM3M OIpenesseT
POJIb HAPYIICHUI SIMUTCHETUICCKUX MEXaHIU3MOB B T1aTO-
reHe3e bI'. Hakonel, yrpara MyTaHTHBIM T€HTUHITUHOM
psiIa HOpMaJIbHBIX (DYHKIIN, TAKMX KaK HEHPOTpaHCMMUC-
CHSI, Be3UKYJISIPHBIN TPaHCTIOPT, KJICTOYHBIN CUTHAJIWHT,
pPeryJIsiiys aIloITo3a, O YeM yKe YIIOMMHAJIOCH BEHIIIIE,
B 3HAUUTEJbHON CTETICHN 00CCIIeYNBACT Pa3BUTHE U TEUC-
HUE HelipoaereHepaTUBHOTO MpoIiecca.

TakuM o6pa3oM, nMaTroPU3MOIOrMYECKUE ITPOLIECCHI,
Jiexailue B ocHoBe pa3BuTus bI', c10XHBI 1 MHOTOBapu-
aHTHBIL. [lanbHellee X U3y4eHNe TMO3BOJIUT TIIyOxkKe I0-
HSITh MEXaHU3MBI HeipoJaereHepaTUBHOTO TIpoIiecca 1 Oy-
IeT CIIOCOOCTBOBATH YCIIEITHOMY ITOMCKY 3(P(DeKTUBHBIX
MaTOTEHETUYECKNX 00JI€3Hb-MOANMDUILIMPYIOIINX METOIOB
JICYCHMSI.

KnuHnuyeckune npoasneHnA

Kinunnueckuii cunapom nipu BIT xapakrepusyercs
CBOCOOpa3HOM TPUALO CUMIITOMOB: MOTOPHBIMU (IBU-
raTeJIbHBIMU) PacCTPONCTBaMU, KOTHUTUBHBIMU U TICUXO-
naToJlornyeckuMu HapylueHusiMu [7]. Takske BBIAEISIOT
NIPYTUe HeBPOJOTUUECKHE W IKCTPAaHEBPATbHBIE CHUMIITO-
MBI. DTHU TIPOSIBIICHUSI MOTYT COYETaThbCs IPYT C APYroM
B PA3JIMYHOM CTEIICHM, YTO SIBJISIETCS OCHOBOM IIMPOKOIO
(eHOTUIIMUECKOTO TToauMopdu3Ma 3a00JeBaHUs, CO3-
MAIOIIETO CYIIECTBEHHBIC CIOXHOCTU UISI KIMHUIECKOM
MMATHOCTUKM.

Boimensror cnemyrolme OCHOBHBIC KIIMHUYECKUe (hop-
™Mbl BI': eunepxunemuueckyro («<KmacCMUECKy0»), TP KOTO-
POi1 OIpEneSTIONMNM SIBJISICTCSI HAJTMYKME PACIIPOCTPaHECH-
HBIX XOPEUIECKUX TUIICPKUHE30B, U AKUHEMUKO-PUSUOHYIO
[4]. ITocnenHsa moapasesseTcsl Ha H8eHUNbHYI0 C TeOI0TOM
3aboneBanus 1o 20 et (BapuaHT Bectdanst) m nozoduroro,
SIBJISTIOIITYIOCST Yallle BCEero CIeACTBUEM MOP(hOTreHe3a TUTTY -
HoI1 runepkuHeTnueckoit popmel BI', korma uepes 15—20 et
OT €¢ HavaJla pa3BMBACTCSI aKMHETUKO-PUTUIHBIA CUHIPOM
MpY TIOCTEIIEHHOM yracaHWM TuliepkuHe3oB. [lcuxudeckast
¢dopma BI' B HacTosIiee BpeMsT He paccMaTpuBaeTcs B Ka-
YECTBE CAMOCTOSITENIbHOM KIIMHUYECKOM (POPMBI U YITOMU-
HAaeTCs TOJIbKO B CIIy4asix pe3KOro IMPeBAIMPOBAHUS TICUXH-
aTPUYECKNUX CUMIITOMOB. B penkux ciydasx MaHubecTam
0oJie3HM Ha 1-M JECSITWIETUM KU3HU BBIICJSIOT NETCKYIO
¢dopmy BI" kak BapyaHT 10BeHMIbHOI (hOpMBI 3a00/IeBaHYS.

[Ipu aHaMM3e MOTOPHBIX HAPYIIICHUI MOXHO BBIICIUTH
TMIEepKUHE3b! (HACWIbCTBEHHBIC NBIDKeHMs). K HUM OoTHO-
cATCS XOpesl, aTeTo3, TUCTOHUS, TPEMOpP, MUOKJIIOHHUH, Oajl-
Jm3M. [pyrast rpyIira MOTOPHBIX CUMIITOMOB TIpeICTaBIcHA

145

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2020; 1(3): 139-158



HEBPOJIOTMYECKUI XKYPHAI nmenm 11.0. BAOAJIAIHA. 2020; 1(3): 122-131

https://doi.org/10.17816/2686-8997-2020-1-3-122-131

0630pbI

HapyIICHUSIMH TTPOU3BOJIBLHBIX IBVKCHU: T1a30BUTATEITb-
HBIMM DPACCTPONCTBAMM, ITOCTYPAIBHBIMUA HapYIICHUSIMU,
OyIb0apHBIMU CHUMITTOMAMM (Oucdharneii u am3apTpueii),
OpanuKrHe3ren, KOOpAMHATOPHBIMU PACCTPOMCTBAMM.

Xopest (0T rpeyecKoro Yopeia — IIsicka) — Hambosee
SPKUI 1 4acThIi KInHUYecKuit cumnTom bI'. OnHa xapak-
Tepu3yeTcs OeCIOPSIIOIHBIMUA M30BITOYHBIMA HEPUTMUY -
HbIMM HAaCWIbCTBEHHBIMM JBWXKEHUSMU PA3IUYHON J1O-
Kanu3auuu. [urnepkuHe3sl (OPMUPYIOT OOIIYI0 KapTUHY
M30BITOYHOM, HEECTECTBEHHO BBIYYPHON MOTOPUKM, IS
KOTOpPOI HeXapaKTepHAa CTEPEOTUITHOCTD NBMKCHUIA, T.K.
MBIIIIIBI COKPAIIAIOTCS B CIYIAfHOM MOPSIIKE, BCErIa CO-
MIPOBOXAASICh ABUTATEILHBIM 3(heKToM. B rumepkuHes3s!
BOBJIEKAETCS UCKITIOUMTENIBHO TTOIIePEYHO-TI0I0CcaTast My-
CKyJIaTypa IMpaKTUYeCKH BCEX MBIIICYHBIX TPYIII, CTPamaeT
MUMMKA, OXO0JKAa MpruodpeTaeT XapakTep pa300JITAHHOM,
«TaHIyIoIei». Peub craHOBUTCS 3aMeIEHHOM, TOTIKO-
00pa3Hoii, MPephIBUCTOM. XapaKTepHa U30bITOYHOCTD XKe-
ctukynssiuuu. OOBIYHO TUIIECPKUHE3bl YCWIMBAIOTCS IIPU
TICUXO3MOIIMOHAIPHOI HAarpy3Ke M MCYEe3aroT BO CHE.

doxkanbHast MM TeHepaaTu30BaHHAas TUCTOHUS C (Pop-
MHPOBAaHNEM ITaTOJOTUYCCKUX T103 SIBJISIETCS CYIIIECTBEH-
HBIM UHBaJTUAU3UPYOMUM dhakTopoMm mpu BI', ocobeHHO
Ha TI03IHUX CTAausIX 3a00JieBaHUsI, BCTpEUaeTCs y Ioaa-
BJISIIOLIETO OOJIbIIMHCTBA MauueHToB. Haubonee xapak-
TepHa TUCTOHMSA Wid oBeHWIbHOU (Gopmbl BI' [38]. Co-
YeTaHME XOpeU U TUCTOHUM MPUAAET CBOeoOpa3re MOTOP-
HBIM HapymeHusM npu BI' u cyliecTBeHHO OCIOXHSIET
noad0p METOA0B MEAUKAMEHTO3HOM KOPPEKIIMH.

Hpyrue TUIIepKUHE3bI, TTEPEYMCICHHBIC BBIIIE, TaK-
K€ HepeaKo HaOMIomaloTCsS y MalMeHTOB U (hOPMUPYIOT
YHUKAJIBHYIO KapTUHY TMIEPKUHETUIECKUX PacCTPOMCTB
Y KaxXI0To IaieHTa.

HapyieHrst npou3BOJIbHBIX ABVMXKEHUN Yy TMALUEHTOB
¢ bI' umeroT pa3Hylo cTereHb BhipakeHHOCTU. Bechma paH-
HUM KIMHUIESCKUM CUMITTOMOM SIBJISIETCSI 3aMeIJICHUE TeHe-
paLyy IPOM3BOJIbHBIX CAKKAIUPYIOIINX ABVKEHUI ITIa3HBIX
070K [39]. TMnmoKuHe3usT M PUTUIHOCTD XapaKTepHBI IS
FOBEHWJIBHOI M TIO3IHEN aKMHETUKO-PUTHUAHON (hopM 3200-
JIEBaHUs, U1 KOTOPBIX TaKXK€ OOBIUHbBI TTOCTYpaIbHbIE pac-
ctpoiictBa [4]. ¥V Bcex MallMEHTOB pa3BUBACTCSI TU3APTPUS
", TI0 Mepe TPOrpeccHpoBaHUs 3a00JieBaHUs, aucdarus,
KOTOpasi HEPEAKO CTAHOBUTCS MTPUUMHONM acIMpaliuy MUILA
u xuakoctu. 1o mepe nporpeccupoBanust bI' HapyieHust
TJIOTAaHMSI MOTYT OBITH CTOJIb BEIPAXKEHHBIMU, YTO BO3HUKACT
HEeOOXOIMMOCTh B YCTAHOBJICHUU TaCTPOCTOMEI [4]. Y manm-
eHTOB ¢ bl MHOTAA BBHISIBIISIETCS MMpaMUIHAS CUMITTOMATHKa
C OXXUBJICHUEM CYXOXXMIBHBIX M TIEPUOCTATTBHBIX PehICKCOB,
TaTOJIOTUIECKMMHU CTOITHBIMM M KUCTEBBIMM 3HAKaMu. Tak-
ke 1151 bI' XxapakTepHO pa3BUTHE MO3XKEUKOBBIX HAPYILIEHUI,
KOTOpBIE, OTHAKO, CJIOXXHO OLIEHMBATh U MHTEPIIPETUPOBATD
BCJICIICTBIE MAaKCHUPOBAaHUS UX TUIIEPKUHE3aMU, OCOOECHHO
Ha pa3BepHyToii ctanuu bI'.

OIHVUM U3 OCHOBHBIX WHBAIMAU3UPYIOIINX (HaKTO-
poB mpu BI' SBISIOTCS KOTHUTUBHBIC M IICUXWYECKUE
pacctpoiictBa [40, 41]. KorHUTUBHBIE HapyIIeHUS] HOCIT
TPOTPECCUPYIONINI XapaKTep — OT MSATKUX U yMEpeH-
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HBIX PACCTPONCTB 10 TSKEJIOU CYyOKOPTUKAIbHOU NeMeH-
uun [40—42], koTopas XxapakTepusyeTcs OpamudpeHueii,
TPYAHOCTSIMU MPY BBIMIOJHEHUHM 3aAady, TPEOYIOIIMX MO-
BBILIEHHOTO BHUMAHUS M KOHLEHTPALlMU, OTCYTCTBUEM
BBIMTAICHUI BBICIIINX KOPKOBBIX (DYHKIIUIA, TIPEUMYIIICCT-
BEHHOI 3aMHTEePECOBAHHOCTHIO KPAaTKOBPEMEHHO ImaMsI-
TH TIPU OTHOCHUTEJIBHON COXPaHHOCTH HOJTOBPEMEHHOIA,
COMYTCTBYIOIIMMU TPOrPECCUPYIOIIMMU MOBEAEHUYECKU-
MM 1 TUYHOCTHBIMU HAaPYIICHUSIMH.

DyHKLMS MaMATA KaK OfHa M3 HauboJiee BaXKHBIX
KOMITOHEHT, OIPEACISIIONINX KOTHUTUBHBIN CTAaTyC MHIN-
BuayyMma, uszydyeHa rpu bI' Haubosee nogpo6Ho. [1pu bI'
MMPEeNMYIIECTBEHHO CTpamaeT KpaTKOBPEeMEHHAs IaMSITh,
B MEHBIIIeN cTerieHn — gonroBpeMeHHas [42]. BoabHbIe
BI' coxpaHsiloT ciOCOOHOCTh 3allOMUHATH MPEabSBIIsIe-
MyI0 UM WH(MOPMAIINIO, HO MCITBITHIBAIOT TPYAHOCTH B €€
Bocmpou3sBeneHur. HapyleHus 10aroBpeMeHHOM NaMITH
MPOSIBJISIIOTCSI OTCYTCTBUEM €€ TPaAMEHTHOIO CHUXKEHUS
o JIeKamaM KU3HM. Jpyrue mposiBIeHUs KOTHUTUBHOTO
nedulMTa B TOM WJIM WHOM CTETIEHU CBSI3aHBI C Hapyllle-
HUSMU TTaMSATH. MHOTHUE MCCIenoBaTeId OTMEYaIoT IIPOo-
rpeccupyloliee CHIDKEHUE TeMIIa JKCIIPECCUBHON peun,
HauMHas ¢ paHHUX CTanWii 3a00JIeBaHMSI, YTO CBSI3BIBAIOT
C MHECTUYCCKUMM TPYTHOCTSIMU TIPU BOCITPOM3BEACHUH
OTIEJbHBIX TOHATHUI. 3pUTEILHO-TIPOCTPAHCTBEHHBIC Ha-
pylieHus (BOCHPUATHE IIPOCTPAHCTBEHHBIX COOTHOIIIC-
HUI pa3IUIHBIX TIPEIMETOB), MOSBISIONINECS B KJIMHUKE
TIOBOJILHO PaHO, B TO¥ MJIM MHO CTEIEHU CBSI3aHBI C Ha-
pylIeHrneM HeBepOaTbHOM MaMsITH.

MHoroo0pa3ue ICUXOMNaTOJOTMUYeCKUX CHUHIPOMOB
y NalueHToB, cTpaaatoiux bI', cylecTBeHHO 3aTpyaHseT
X aHaIU3 U TUdpdepeHInaLmnIo, MeXIy TeEM, 3TO HE00X0-
IUMO IJig mpoBeAeHUs 3DdeKTUBHON (hapMaKoIornye-
ckoii Koppekunu. [Tcuxmueckne paccTpoiicTBa y 00JIbHBIX
¢ bI' noxarcst TSKKUMM rpy30M Ha pOJCTBEHHUKOB Mally-
€HTOB U YXaXXMBAIOIINX 32 HUMU JIMII.

LlepeOpanbHbIil HelipoaereHepaTUBHbIN IIpoLecC MpU
BT criocobctBYeT (hOpMUPOBAHUIO YHUKATBLHOTO COYETA-
HUS TICUXOTIATOJIOTMIECKUX CHHAPOMOB Y KaXKIIOTO Mallk-
eHTa. B HacTosiee BpeMsI MHOTMMU aBTOpaMM ITOKa3aHo,
yTo JIeTKre adGeKTUBHBIE W JIMIHOCTHBIC HAPYIICHMS
MOTYT HaOJI0JaThCsl Y HocuTeseit mytauuii B rene HTT
3a MHOTO JIET IO AeOroTa KJIACCUIECKUX MOTOPHBIX ITPO-
gaBiieHnit 3aboneBanud [43, 44]. C npakTUYECKON TOYKU
3peHust mpu BI' BBIZEISIOT TICHMXOIIATOJIOTUYECKUE pac-
CTPOICTBA, KIMHUYECKHU COOTBETCTBYIOIINE IICUXMUYECKIM
HapyIICHUSIM, BCTPEYAIOIIMMCSI B OOIIEH ITOITYJISIIAM,
CUHAPOMBI, MATOrHOMOHMYHBIE Wis1 bl 1 apyrux Kopxo-
BO-TIONKOPKOBBIX HelponereHepaTUBHBIX 3a00JIeBaHUIA,
1 Hecrieunduueckue TIICuxXudeckre pacctpoiicrtna [45].

K mepBoit rpynme cuHAPOMOB OTHOCAT adeKTUBHBIE
paccTpolicTBa (JIerpeccuu, TPeBOra, MaHUU 1 OUITOJISIPHBIC
paccTpoiicTBa), 00CECCUBHO-KOMIMY/JILCUBHBINM  CUHIPOM
(OKC) u mrepBuYHBIE TICUXO3HI. Jlerpeccun SIBISTIOTCST OfI-
HUM U3 HamOoJee XapaKTepHbIX KIMHUYECKUX CMIITOMOB
BI', onu HaGmonatorcsa 6onee yeM y 50% OombHbIX [45].
CyOmenpeccnn M KIMHAYECKU BBIPAKEHHBIC IETIPECCUU
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SIBJISIIOTCSL OTHUM M3 HAMO0OJIEE YaCThIX «IIPECUMITOMHBIX»
nposieiaenuit BI' y nui u3 rpynmsl pucka [46]. Ha done ne-
npeccuii y 6onbHbIX BI' pe3ko 1oBblllieHa YacToTa CyuLIM-
TIOB (He3aBepIICHHBIX U 3aBEePIICHHBIX) — OHA ITPEBBIIIACT
CPEIHEIONY/ISILMOHHYIO YacToTy B 4—6 pa3 [4]. B cpenHeM
B 10% OTATrOLIEHHBIX CEMEli 3aperUCTPUPOBAHBI CYULIAIAb-
HbIe TONBITKK U AeiicTBus. ITo ganHubiM [1DT BeISIBIEHO, UTO
nenpeccus nipu bl accoumrpoBaHa co CHUKeHueM MeTabo-
JIN3Ma TJIOKO3bl B MPEMOTOPHOI M (PPOHTO-OPOUTAIILHOM
KOpE, KaK 1 MPU JENPECCUAX IPYTOro reHes3a, He CBA3aHHbIX
¢ HeviponereHepauusamu [45]. Y 5—10% GoabHBIX BCTpeya-
FOTCS MaHMAKaJIbHBIC HAPYIIIEHHUST M OMIIOJISIPHBIC PacCTPOIi-
CTBa, KOTOPBIC HEPEIKO SIBJISIIOTCS TIepBOM MaHUbecTamei
3a0oyieBaHMsI. XapaKTEepHOM OCOOEHHOCTbIO MaHMaKajlb-
HBIX HapyleHuit 1ipu B SBsteTcs: BO3MOXKHOE OTCYTCTBHE
3JIEMEHTOB KJIACCUYECKOM KIMHWYECKOM TpHUalbl MaHUA
(IpUTIOAHSATHIN (POH HACTPOCHUSI, TUTIEPAKTUBHOCTD, T1apa-
HOMIAJTBHBIN TUIT MBIIIeHNS) [45]. X OCHOBHBIMU KJIMHU-
YeCKUMU MPosiBJIeHUsIMU y 00JibHBIX BI siBisitoTCst pazmpa-
JKATEIIBHOCTh, arpeCCUBHOCTD (BIUIOTH IO MPOSIBJICHUI XKe-
CTOKOCTH IT0 OTHOIIICHWIO K WICHAM CEMbH), THEBIMBOCTD,
TIOBBIIIICHHBII (DOH HACTPOCHUS, CHIDKCHHE MOTPEOHOCTH
B CHE, CaMOYBEPEHHOCTD, 3aBBIIICHHAS CaMOOIIEHKA, 3PO-
toMmaHusl. st BI' xapakTepHa ObICTpast CM@Ha pa3HBbIX MO-
JMAJIBHOCTE OUTIOISIPHOTO CMHAPOMA (IeTIPEeCCUU M MAaHUMN),
TP 3TOM HEPEenKO OMIOJSIPHBIC IPOSBICHUS Y MMallMeHTa
COCYIIIECTBYIOT, UTO 3aTPYIHSIET MON00P aAeKBATHOM hapma-
KOTeparnumu.

XapaKTepHBIM TICHXOTATOJOTMIECKUM IIPOSBICHUEM
BI' asnsgerca OKC [47]. IIpu neraibHOM 0OCIEIOBAHUM
nposieieHnss OKC oOGHapyXuBaloTcsl y ITOJOBUHBI ITa-
muenToB ¢ bI'. Knunnueckue nposgpiennss OKC nipu bI'
TpeacTaBIeHbl HABSI3UMBBHIMM MBICISIMU U ITOCTYIIKAMMU,
nepceBepalusIMi, PUTyaJlaMU, YIIPSIMCTBOM, TIPUUEM TsI-
KECTh KIMHUYECKUX TIPOSIBIICHUI YCYTyOJIsIeTcsl MMEro-
IIUMUCS KOTHUTUBHBIMU PacCTPOICTBAMM.

K nepBuunbiM ncuxo3am npu bIT oTHocsaAT pasHo-
oOpasHble OpemoBbie umeu (Opeld PEeBHOCTH, HATWYUS
napa3uTapHOTO 3a00JIEBaHUS W Ip.), TTapaHOII0, CBEPX-
IEeHHBIC WIEW W TaJUTIOIMHAILINM, KOTOPHBIE BCTPEYArOTCS
y 11—14% Bcex 6onbHBIX [45]. X HEpPEeOKO TPaKTYIOT Kak
«I30(DPEHONTOTO0HBII CMHAPOM», OTHAKO Y IMAllUeHTOB
¢ BI' mcuxo3br mpoucxoadaT Ha ¢oOHE MPOTrpecCUpPyIOIINX
KOTHUTHBHBIX PACCTPOICTB M YTPATHl SApa JTUIHOCTH.
boabhbie BI' ¢ ncuxo3amu HEPEAKO CTAHOBSITCS MaALMEH-
TaMM TICUXUATPUIECKUX CTAIlIOHAPOB.

HaubGomnee xapakTepHBIM IICMXOMATOJIOTUISCKUM IIPO-
sBieHreM bI', HabmopaIMMCs Ha ONpeneIeHHOM cTagun
3a00JieBaHMs Y Bcex mauueHToB ¢ BI', sBisieTcst cuHapoM
HapyIICHUST WCIOJHUTEIbHBIX (DYHKIIMI, OTHOCSIIHAICS
KO BTOpOU TpyIrme cuHAPOMOB [4, 45]. UcnomHuTenbHbIe
¢GyHKIIMM JIOOHOM KOpHI OOECIEeUMBAIOT CAaMOCO3HAHME,
TUTAaHUPOBaHUE, CAMOKOHTPOJIb, CAMOOIICHKY U IEHCTBYIOT
Ha MOTOPHOM, KOTHUTUBHOM, BepOaTbHOM 1 SMOIIOHAIb-
HoM ypoBHsiX. [Ipu BI' kinHuyeckum BeipaxkeHreM JaHHO-
ro CUHIpOMA SIBJISIFOTCS XapakKTepHble 111 bl 6e3piHuIM-
aTUBHOCTD, amaTHs, aClIOHTAHHOCTb, PACTOPMOXKEHHOCTD,
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CHIDKEHHUE HAaBBIKOB CaMOOOCTYy>KUBaHUSI, SMOLIMOHAJIbHAS
VIUIOIIEHHOCTD, TIepCeBepallii, a TakKKe pa3mpakuTeIIb-
HOCTb, THEBJIMBOCTh, arPECCUBHOCTDH, KOTOPBIC MOTYT OBITH
TakXe TposiBicHHeM a(pdEeKTUBHBIX PaCCTPONCTB. ATIaTHs
oueHb xapakTtepHa st bI', aToT cumMnToM Hepeako Tapa-
MIOKCAJIbHO COYETaeTCsI C PacTOPMOXEHHOCThIO. I1OBBHI-
IIeHHAST pa3apakKUTeIIFHOCTh U pa3HOOOPa3HbIe MOTOPHBIE
1 BepOaJIbHbIC TIepCeBEPAIIUU SIBJISTIOTCS IPYTUMU PACIIpO-
CTpaHECHHBIMH TIPOSIBJICHUSIMUA CUHIPOMA HapYIICHUS MC-
TTOJTHUTETHHBIX (DYHKIIMIA.

TpeTbs rpymiia ICUXOMATOJOTMYECKUX PACCTPOMCTB
BKJTIOUACT PsIT HeCTICHIM(DUISCKIUX CUHIPOMOB: CEKCYalb-
HBIE PACCTPOIICTBA, ACIMPUIi, O€3BOIME, MHCOMHUU [45].
Hapymmenus cexcyaabHOro MOBeACHMS Yallle BRIPAXKaOTCs
B BUIE TMITOCEKCYaJbHOCTH M aHOPTa3MUM, OTHAKO BO3-
MOXHa M TUIEpceKCyalabHOCTh. Jlenupuii HabaomaeTcst
O00OBIYHO KaK OCJIOXXHEHUE MHTEPKYPPEHTHOIN coMaThye-
CKOW TaToJIOTWHU, pa3BuBatolieiicss Ha ¢oHe TeueHus: bI'
(kaxekcusi, "H(PEKINN C BLICOKOM JIMXOPAIKOil, HEMpo-
TpaBMBI Ha (hoHe maneHwuit). be3Bomme (memopanu3ariins)
SIBJISIETCS OTBETHOM peaKlMeW IMallMeHTa, CTPAIAIOLIEro
TSDKEJIBIM, HeKypaOeIbHBIM 3a00J1eBaHNEM, TTOJTyIMBIIETO
WHBAJIMIHOCTh U BBIHYKICHHOTO CMEHHUTh 00pa3 KU3HU
(TIpeKpaTUTh TPYIOBYIO NESITEILHOCTD, OTKA3aThCSI OT ITPH-
BBIYHBIX X000 1 Ap.). be3Bonme, Kak u empeccusi, MOXeT
OBITH TTPOBOLIMPYIOIINM (haKTOPOM B OTHOIIICHUH CYUIIM-
nmoB. PaccTpoiicTBa cHa (MHCOMHMM) OOBIYHO TTPOSIBIISIIOT-
Cs B BUIIE TPYAHOCTEN 3aChIllaHus, OBEPXHOCTHOTO CHA,
PaHHUX MTPOOYXIEeHNI, THBEPCHH CHA (COHIMBOCTD THEM,
0EeCCOHHMIIA HOYBIO).

I1pu Tak Ha3kIBaemoIi ncuxmudeckoit popme BI' BbIpa-
JKEHHOCTb IICUXOITATOJIOTUUECKNX PACCTPOMCTB TOCTUTACT
TaKOU CTEIIeH!, YTO OHM HAUMHAIOT PE3KO IIPeBapOBaTh
HaJl MOTOPHBIMM pacCcTpoiicTBaMu. [JoOMMHMpPOBaHNME KOT-
HUTUBHBIX U TICUXWYECKUX PACCTPONCTB MOXKET pa3BUTh-
cs1 Ha J1ro0oit ctaguu 3aboieBaHust. Hanboiee BoIpaxkeHbl
TICUXWYECKNE HAPYIICHUS TP IOBEHWIBHON aKMHETUKO-
purnngHoii popme bBI' [38].

Knaccuueckast runepkuHetudeckass ¢gopma BIT or-
JIM4yaeTcsl HanboJjiee TUIIMYHOM KJIMHUYECKOW KapTUHOM.
CpenHuii Bo3pacT MaHUbeCTallMd CUMIITOMOB 3a00Jjie-
BaHus — 4—6-¢ gecarwietns xu3Hu [4, 7]. Ha pannux
CTagusX pa3BUTHUS UMEIOT MECTO HEYCUIUYUBOCTh, TUIIEP-
BO30YIMMOCTh TIallMeHTa, ad(heKTUBHBIE PacCTPOMCTBA
(mempeccusi, 3MOIIMOHAJIbHAS JTAOMIBHOCTD). [losBisttoT-
cs emBa 3aMETHBIC TUIICPKUHE3bI, KOTOPHIC ITOCTCIIEHHO
3aXBaThIBAIOT BCE HOBBIC MBIIICYHBIC TPYIIILI U PETUOHBI
Tejia, U3MEHSIETCS TTOXO0AKa 10 TUITY «TaHIIYIOIIEH», IIpH-
COEMHSIOTCSI MbILLIEYHAsl AMCTOHUS, aTeTo3. Habmonaer-
¢Sl 3aMeIJICHUE CaKKaJl, TIOSIBJISTIOTCST AU3apTpusl U nucda-
rus. Pa3BUBaIOTCS KOTHUTUBHBIC PACcCTPOMCTBA IO TUITY
CYOKOPTUKAIBHOU MEMEHIINH, MPUCOCAUMHSIIOTCS TICHXO-
IMaTOJIOTUYECKME HApYIIeHUsI, oncaHHbIe Bhile. Cruemy-
€T OTMETUTD, YTO TAIIMEHTHl MOTYT CPaBHUTEIBHO IOJITO
COXpaHATh MpodecCUoHaNbHbIe HaBBIKM M MPOdeccro-
HaJibHYI0 namsaTh. [1o Mepe nporpeccupoBaHusi 3adoJieBa-
HUS TOSIBIISIIOTCSI TIOCTYPaJIbHBIC M KOOPAMHATOPHBIE pac-
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CTPOMCTBA, B JAJIbHEUIIIEM TUIIEPKUHETUYECCKU CUHIPOM
YMEHBIIIACTCSI ¥ TIPOTPECCUPYIOT TUITOKMHE3USI M MBIIIICY -
Hasl pUTUIHOCTH (TIO3OHSS aKUHETUKO-pUTUAHAS (hop-
ma). Ha mo3nHux cragusix 3a00jeBaHUSI MALlMEHThl Tpe-
OYIOT IIOCTOSTHHOTO TTOCTOPOHHETO YX0[a M HaOIOIeHN,
CMepTh OOBIYHO HACTYIMAeT IIPU SBICHUSIX KaXCKCHUH,
00e3IBIDKEHHOCTH BCJICACTBHE MBIIICYHON PUTUIHOCTH,
MPUCOCTNMHEHUs aCIMpPAIlMOHHONW ITHEeBMOHHMU, CEplaed-
HOl HEIOCTATOYHOCTU, WHTEPKYPPECHTHBIX WHMEKIIUIA.
B cpennem BpemMeHHOI MPOMEXYTOK OT Ae0r0Ta MOTOPHOI
CUMIITOMATHUKH J0 CMePTH cocTaBiseT 15—20 ner.

IOBenunbvHas popma BI' ¢ nebroTom 1o 20 et 0ObIU-
HO pa3BUBaeTCd Ipu cyliecTBeHHO skcmaHcuu CAG-
IOBTOPOB BhilIe 60, HO MOXET HAOIIOAATHCS U IIPU MEHb-
LIUX CTeTIeHsIX 9KcmaHcuu [4]. [Ipu akuHETUKO-PUTUIHOM
dopme (BapuaHTe Bectdansa) y mpobaHma, Kak oTMeda-
JIOCh BBbIILIE, OOBIYHO HAOJIIOIAETCS MHOTOKpPATHAs Tepe-
Jaya MyTaHTHOTO T€HA 10 MY>KCKOM JIMHUU B TIPEIBIIYIIINX
TMOKOJICHUSIX. DTO HamboJiee 3710KaueCTBEHHAsI M OBICTPO-
Tekymas popma 3a00JeBaHUS C pAaHHUM Pa3BUTHEM aKM-
HETUKO-PUTUIHOTO CHHAPOMA, TUCTOHUM, MPAKTUICCKU
TIOJIHBIM OTCYTCTBHEM TUIIEPKMHE30B, Pa3BUTHUEM Ipy0OOii
IEMEHIMU M TICUXWYECKUX PACCTPOMCTB. Y ITOJOBUHBI
nalnueHToB ¢ 1oBeHWIbHOI BI' Moryt HaGiatomaTbcsi MU-
OKJIOHUU, DSOWICTITUYECKUE IIPUCTYIBI, MNUPAMHUIHBII
CUHIPOM CO CITACTMYHOCTBIO, OTYETIMBAS MO3XEUKOBasI
cumnTomatuka [4]. [TomoOHbIe MalMeHThl OOBIYHO TTOTH-
6atoT cryctd 8—15 jet oT nedroTa CUMIITOMOB 3a00eBa-
Hus. Ipn yncie CAG-noBTopoB MeHee 60 rOBEeHUIbHBIE
(bopMBI HEPEIKO COMPOBOXKMAOTCS TUIIEPKIHE3aMU U OT-
JIMYaloTcs 6oJiee 10OPOKaYeCTBEHHBIM TEUEHUEM.

He6ror BI' mocie 60 yier cBg3aH ¢ HE3HAYUTEJIBbHOMN
skcrancuein CAG-1oBTOpoB. B HacTosiee Bpemst He-
TIPaBOMOYHO YIIOTPeOICHNE TEPMHUHA «CEHIIbHAS XOPesi»,
00b1yHO Tocie nposeneHust JAHK-guarHocTuku BbIsIBISI-
[0TCS citydau no3aHero nedora bI' ¢ myratmsymu de novo,
pu 3ToM Hepenko KonndecTBo CAG-TTOBTOPOB HAXOIUT-
cs B Mpeaesnax 30HbI «HEMOJHOM IeHeTpaHTHOCTh» (36—
39 xommit). Ilo3mauii nedror BI' compoBoxkmaercs, Kak
TIpaBUJIo, O0JIee MATKUM TedeHneM. OTHAKO KITMHUIeCKast
KaptuHa BI' MOXeT OC/TOXHSITBCSI COIMYTCTBYIOILMMU 1aH-
HOI BO3pPaCTHOI TpyIIie KOMOPOMIHBIMU 3a00JI€BaHUSI-
MU: COCYIMCTON MaTOJIOTHEN, caXxapHbIM TMA0ETOM U Ap.

DKcTpaHeBpalibHbIe MposiBiaeHus BI' B HacTosIee Bpe-
M U3y9eHBI HenocTaTouHo. CHIDKEHNE MAcChl TeJla IpaK-
TUYECKN y BCEX MAIIMEHTOB OOYCJIOBJICHO HapyIIeHUEM
BBIPAOOTKM «TOPMOHA HACHIIIICHUSI» — TPEJIMHA B XKETyIKe
WU IPYTMMM KaTabOJMYECKUMMU TTPOLEeCcCaMy U TPOrpeccu-
pyeT, Koppenupys ¢ KommdectBoM CAG-1moBTOpOB [48].
Ha nmo3nHux cranusix Hem30exHO pa3BUTUe Kaxekcuu. Ha-
PYIIeHUs] pabOThI CePIEeYHOM MBIIIIIHI IIPUBOIAT K Pa3BH-
THIO CEPICYHON HemocTaTouHOCTH. CInTaeTcs, 4To ee Ipu-
YUHOM SIBJISIIOTCSI BET€TaTUBHBIE paccTpoiicTBa [4]. YUuThI-
Basl, YTO HauOOJbllIasl dKCTpaliepeOpasibHasl KCIPECCUS
reHa HTT nabmopaercsi B sIMUKaX, Yy OOJBHBIX MY>KUMH
MOKET CHIKAThCSI YPOBEHD TECTOCTEPOHA B KPOBU 0€3 T10-
Tepu ¢pepTuabHoCcTH [4]. UMetoTes cooOIIeHns o mporpec-
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cupyloiieM octeonopose nmpu bI', TeMIr mporpeccun KoTo-
poro 3aBucut ot yucia CAG-nosropos [49]. Bererarus-
HbIE PACCTPOMCTBA, TIOMUMO KapIWAJIbHBIX TPOSBICHUM,
XapaKTepU3yIOTCsl TUMEPTUAPO30M, HEPEAKO MOCTOSIHHOM
CcyodeOpIIbHOI TUTIepTepMUEH, YXYAIIEHUEM TIePeHOCH-
MOCTH TeMIIepaTypHBIX KOJeOaHUIl OKpYKawlleil cpeabl,
paccTpoiicTBaMU Ta30BbIX (PYHKLINH [4].

Teuenue BI' knaccudumpyercst mo mepuomaM pa3Bu-
THS 3a00J1eBaHMsI. BBIIEISIOT aCUMIITOMHBIN M CUMITTOM-
HbIii iepuonbl [4]. Tlpu 3TOM B aCUMIITOMHOM IIepUOJIE
BBIICJISTIOT TIpeCUMIITOMHEI (3a 10—15 net mo me6iota bI)
Y TIPOAPOMATIBHBIN IIEPUO, TIPX KOTOPOM TTOSIBIISTIOTCSI MM -
HUMAaJIbHbIC MOTOPHBIC, KOTHUTUBHBIC 1 TICUXUYCCKUE U3-
MEHEHUsI, KOTOPBIE CJIOXKHO KJIaCCU(UIIMPOBATh KaK Ae0I0T
MaHHU}eCTHOI (hopMbI 3a00J1eBaHUS (ITAIUEHT HAXOMUTCS
«Ha rpaHu Jebiota 3a00jeBaHUs»). CUMIITOMHBIA TIEPUO/,
XapaKTepu3yeTcsl pacCTPOMCTBaMM, KOTOpPBIE OTHO3HAYHO
KJTacCUMDUIINPYIOTCA KaK KIMHUYecKue mposBieHust bI.
B Hacrosiiee Bpemst 111 Oa/JIbHOM OLIEHKU KJIMHUYECKUX
cumnToMmoB BI' mprMeHsieTcs MHOTOKOMITOHEHTHAS IITKajia
UHDRS (Unified Huntington’s Disease Rating Scale) [50].
OnpeneneHne ae6iota 3a00JeBaHUs TI0 CTETICHU BhIpaXkKeH-
HOCTU NIBUTATEJIBHBIX PACCTPOMCTB MPOBOAMUTCS IO YPOB-
HIO <«IMarHOCTUYECKOM YBEPEHHOCTH» MOTOPHOIO pa3-
nmena mkaasl UHDRS. Onnako, yuyuteiBast TOT (akT, 4To
JIETK€ KOTHUTUBHBIE W IMIHOCTHBIC PAaCCTPOMCTBA MOTYT
HaOMIOIAThCsl Y HOCUTEIe MyTaHTHOro reHa bI' 3amonro
10 1e0rTa MOTOPHBIX IPOSIBIEHMIT 3a00jieBaHUsI, HEOO-
XOIUMO KOMIUIEKCHO M MHOTOCTOPOHHE YYMTBIBATH BCE
MMKPOCUMIITOMBI JIJISI BepU(UKAIIMA HOCUTEIST MYyTallMU
Kak maiueHTa ¢ MaHudecTHoit (popmoit bI'.

Kak Ob1J10 0TMEUYeHO BhIllIe, UMEeTCs OUeBUIHAsI KO-
PEIISILINST MEXKIY BO3PaCTOM KIMHUYECKO MaHU(ecTalnn
BI' (B Bume MoTOpHBIX HapylieHnit) 1 KommaecTBoM CAG-
MOBTOPOB B MyTaHTHOM TeHe HTT. HeonHoKpaTHO Tpe-
NPUHUMAJIMACh TIOMBITKU Pa3pabOTKU MaTeMaTUIECKUX
dopMyn s npenckazaHus Bo3pacTa nedrorta Bl B 3aBu-
cuMoctH ot KoanuectBa CAG-noBTopoB. OHAKO BCE 3TU
opMyITBI HE OTIMYAIOTCS OOJIBIITON TOYHOCTHIO U HE TIPH-
MEHSIIOTCSI B IIPAKTUYECKOM NeSITCIbHOCTHU CIIEIINATNCTOB,
paboTalolux ¢ ceMbsIMU, OTsATOLIeHHBIMU BT, BciencTeue
00JIBIIIOrO pa3dpoca mokazaTesieil, 0coO0eHHO IpU HEeOOJIb-
mmx creneHsax skcrnaHcun CAG-TIOBTOPOB U BO3ZHUKAIO-
IIAX STUYECKHUX IIPOOIEM.

OrpaHnyeHHOE MMPUMEHEHNE B KIMHUYCCKUX UCCIIe-
MOBaHUSIX HMMEET pacueT IToKas3aTessl TaK Ha3bIBaeMOTO
«baya orgdroumieHHocTU 3abosieBaHuem». J.B. Jr. Pen-
ney u coaBT. [51] omnpenensitoT ero Kak MporHoCTUYEeCKUM
naaekc CAP (CAG Age Product), oH paccuuThiBaeTcs
o popMmyiie:

Bospact X (CAG — L),
rne L — KoHcraHTa, paBHag 35,5, 4To cocTaBisieT Hau-
MeHbIee ynciio moBTopoB CAG, TIpu KOTOPBIX OTIpeaes-
10TCsI MOp(OoIOrNIecKre U3MEHEHMST B TOJJOBHOM MO3TE,
xapaktepHsble 111 bI'. JlaHHbBII moka3aTeinb UCITOIb30BaI-
cs B psiie KIMHUIECKUX MCCIICIOBAaHUI B KaueCTBE KpH-
Tepysl BKIIIOUCHUSI B TpHAIbl aCUMITOMHBIX HOCHUTEJICH
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MmyTaHTHOTO reHa HT'T, a TakxKe ornpeaeaeHUs] HOCUTeNel
MyTalll¥, KOTOPble HAXOIATCS «Ha TpaHU 3a00JIeBaHUST».
CymectByeT psig MOOUGUKAIIAI JaHHOTO IPOTHOCTHUYC-
CKoro uHjekca [4].

Perucrpanus passutuss ManudectHoit ¢dopmber BII
y HocuTeJieit MyTaHTHOro reHa H7T'T, MOHUTOPUHT KJIMHU-
yeckoro tedeHus bI' 1 ero mporpeccrpoBaHUsI BO3MOXKHBI
C TIOMOIIIBI0 Pa3HOOOPa3HBIX OMoMapKepoB [4]. Pa3paboT-
Ka uH(opMaTUBHBIX OMoMapkepoB 1ipu bI' kpaiiHe akTy-
aJbHa B CBeTe HEOOXOMMMOCTH TMOJYYSHMST WH(pOpMaIINT
00 >(h@EKTUBHOCTH METOIOB 3TUOIATOICHETUIECKOTO
JICYECHUST B TIpOIeCCe MPOBEICHUS KIMHUYECKUX HCCIIe-
nmoBanuii. Okcnancusgs CAG-tmioBTopoB npu bI' aBisgercs
BaXXHEUIIMM TIEPBUYHBIM TEHETUYECKUM OHOMapKepoM
3a00JIeBaHUSI, T.K. TOJIbKO 3Ta TMHAMUYECKAsI MyTalIMsI ac-
colMupoBaHa ¢ ¢peHoTUNOM 3abojieBanus. KimmHuueckue
OmoMapKepbl OCHOBAaHBI Ha KIMHUYECKUX PEUTHHTOBBIX
mKanax, B mepByio ouepenb Ha UHDRS u ee cybmkanax,
a TaKKe Ha HEHPOIICHXOJIOIMYeCKHX TecTax. lleHHOCTh
HEHPOIICUXOJIIOTUIECKOTO TECTUPOBAHUSI  OOBSICHSICTCS
YCTaHOBJICHHBIM (DAKTOM, UTO 3aI0JITO 10 MaHU(ECTaIINT
MOTOPHBIX CUMIITOMOB MOTYT OBITh BBISIBIICHBI 3HAUNMBIC
MHUHHUMAJIbHBIE OTKJIOHEHUSI OT HOPMbI B KOTHUTHUBHOM
M TUYHOCTHOM chepax — CHIDKeHHNE 00beMa OTiepaTUBHOM
naMsITH, HapylIeHe KOHIICHTPAaIlu BHUMAaHUsI, U3MEHE-
HUE MpOoGWIs JUIHOCTU C MOBBIIICHUEM YPOBHEH peak-
TUBHOI U TMYHOCTHOM TPeBOKHOCTH [43].

Bonbioii criekTp pazHooOpa3Hoii MHGOPMALIUK O TTATO-
reHe3e 1 TeUCHUH 3a00JIeBaHMS TTPEIOCTABIISIOT HEIPOBU3Y-
aMM3allMOHHBIEC OMOMapPKEPhl, KOTOPBIC Ceifuac MHTCHCUBHO
pa3pabaTbIBaOTCS U ITPOXOIST Baiuaanuio. BuactHocTu, nc-
MOJIb30BaHMe BoKceabHON MPT-MopdomeTpun mo3Boimio
YCTaHOBUTH YMEHBIIIEHIE 00BhEMa CEPOro BEIIECTBA B CKOP-
JIyIIe ¥ OCTPOBKOBOM HOJ€ y MPECUMIITOMHBIX HOCHUTEICH
MyTaHTHOro reHa HTT, otciaenuTs naabHellIee HapacTaHUe
HeWpoIeTeHepaTUBHOTO MPoIiecca C pacpoCTpaHEHUEM Ha
XBOCTATOE SIIPO, KOPY TOJOBHOTO MO3ra Ipu MaHudecTa-
1M 3200JIeBaHUSI, BBISIBUTH IPSIMYIO KOPPEJISILIMIO MEXKIY
JUTMHOM MYTaHTHOTO aJljIeJisT M BRIPAXKeHHOCTHIO aTpoduye-
CKUX MU3MEHEHUI XBOCTATOTO SIAPA W CKOPJIYIIBI C IBYX CTO-
poH [52, 53]. [IponeMOHCTpUPOBAHO, YTO 3HAYMMBIM MPT-
MPU3HAKOM MPOrpeccUpoBaHUsl HeliponereHepauu npu bI'
SIBJISICTCSI HapacTaHWe aTpouM OEJIoro BEeIIecTBa OOJIBIIINX
TOJYIIAPUIA, TIOJYJYeH PsII APYIMX BAaXKHBIX KIMHIYECKUX
Koppensauuii. Vcrnonab3oBaHue MeToIoB (hYHKIIMOHATLHOM
MPT (pMPT) ¢ uzyyeHneM aKTUBHOCTH T'OJIOBHOTO MO3Ta
B MOKOE TTO3BOJIIJIO BBISIBUTH OTJIMYHBIN OT 3MOPOBBIX, O€3
MyTauuu B rene HTT, mii naTTepH CIIOHTAHHO aKTUBHOCTH
CEeTH TTACCMBHOTO peXXMa pabOThI TOJIOBHOIO MO3Ta y aCHM-
MITOMHBIX HocuTeel reHa H7TT n MaHU(PEeCTHBIX TTALIMEHTOB
[54]. TIpu Harpy3ouHoit GMPT BbISIBIeHBI HEMPOBU3YaII-
3aIIMOHHBIC KOPPEJISITBI HAPYIIICHUI 3pUTEIbHO-TIPOCTPaH-
CTBEHHBIX (DYHKIIWMIA, KOHTPOJISI ABUTATEIbHBIX aKTOB, ITO-
BEICHMS, TIAaMSITH, aHaJIM3a W CUHTE3a MOJIy4acMO MO3TOM
KoMITieKcHO mHpopMmatmu [55]. Janueie 19T u omHo-
($OTOHHOIT SMUCCUOHHOI ToOMOTpadUuu TIPU MCCIeTOBAaHNT
WHIVBHUIYYMOB, HaXONSAIIMXCS Ha TIPECUMIITOMHON CTaouu
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3a00JIeBaHUsI, 1 MAaHU(MDECTHBIX OOJIBHBIX TTO3BOJIIIIN OIIpe-
TIEIUTH TIPOTPECCUPYIOIIee CHIKCHUE CBSI3bIBAHUST PAIHO-
dapmrpernapaToB ¢ modgamMuHoBbIMU penienitopamu LTHC,
KOTOpPOE KOPPEIUPOBAJIO C HAPYIIEHEM MOTOPHBIX M KOT-
HUTHUBHBIX (DYHKIIMIA, a TAKKE CHIDKEHHME MeTa00IM3Ma TJTI0-
KO3bI B MO3re [56], MUKporuaibHyo aktuBanmio [57]. Iep-
CneKTUBHBIM OnoMapkepoM BI nipeacrasisiercs ucciaenoBa-
Hue MeTabomm3ma dochommactepassl Tuna 10A (OAD10A),
KOTOpast SKCIIPECCUPYETCS] B HOPME B CPEIHUX IITUITHKOBBIX
HelipoHax cTpuatyma. HoBeilillne qaHHbIe CBUIETEIbCTBYIOT
0 TOM, 4TO HapyieHue skcnpeccur GIAD10A aBisgeTcsa Hau-
0oJ1ee paHHUM HEHPOBU3YATM3alIMOHHBIM MapKepOM, KOTO-
PpBIi MOKET OBITH OOHapysKeH OoJtee yeM 3a 40 JieT 710 HACTyTI-
JIeHUs Bo3pacTa IpearnojaraeMoro aeorora BI' [58].

Becpma 1ieHHYI0 MHGMOPMAILIMIO TIPEIOCTABIISIIOT pa3-
HOOOpa3Hble Helipodu3noaornyeckue onoMapkepsl. Tak,
3JIEKTPOGU3NOJIOTUIECKOE M3YUYCHUE OKYJIOMOTOPHOI
¢GyHKIIMM (BUOEOHUCTArMOrpadus M 3JICKTPOOKYIOoTpa-
¢ust) TO3BONSIET MaKCUMaJIbHO pPaHO PErucTPUpPOBATH
HapyIICHNSI WHULMALIMA U CKOPOCTH CaKKaTUPYHOIIUX
IBWDKCHUM TJIa3HBIX SIOJIOK, KOTOPOE MOKET TIOSIBIISITh-
Cs Ha CaMbIX PaHHHUX CTaausIX Pa3BUTHUSI MaHMMECTHOM
dopmel BI'. BaxkHble pe3ynbTaThl IO OlLIeHKE OMO3JIEKTPU-
YeCKOM aKTUBHOCTU MO3Ta Y HOCUTEJICH MyTallud B TE€HE
HTT 0bu11 110JIy4eHBI IPU TIPOBEACHUN KOJIUYECTBEHHOM
anekTposHIedanorpacduu (B3I7). U3BeCTHBIM TUIIOM 13-
MeHeHMil KojmdecTBeHHO# DD mpu cumnromHoii bI
SIBJIICTCSI CHIDKCHUE CITEKTPaJbHOM MOIITHOCTH O-pPUTMa
1 TIOBBIIIIEHNE OTHOCUTEIBHON CIIEKTPaJIbHONM MOIIHO-
ctu B- u d-akruBHoctu. Crieunanucramu ®I'BHY «Ha-
YUHBII [IEHTP HEBPOJIOTUU» TTOKA3aHO, YTO XapaKTEePHBIM
KpUTEpHEeM CUMITOMHON M acuMnToMHOi BI sBisgercs
CHIDKEHHAs CIeKTpajabHasi MOIIHOCTh DD Ha rpaHulle
a- 1 0-muanazonos (7—8 I'mm), a Takke B HU3KOYACTOTHOM
a-auanasoHe (8—9 I'mm) [59]. XapakTepHo, 4TO y HOCUTEJICH
myTanuii B reHe HT'T 3t uameHenus Ha 331 Koppemupy-
IOT C YUCJIOM KOIUii TpUHYKIeOTUIHBIX CAG-TIOBTOPOB,
a TakXke ¢ 6aJJIOM MHAEKCA OTITOIEHHOCTH 3a001eBaHU-
eM. Eme omHuUM 31eKTpo(pU3MOIOTUYSCKUIM MapKepoM
BI', B TOM 4mcie Ha TIPEeCUMIITOMHON CTaauu, SIBISIETCS
CHIDKEHME aMIUIMTYAbl M JIaTeHTHOCTHM Tmka P300 mpu
HMCCIIEIOBAHNN KOTHUTHBHBIX BBI3BAHHBIX ITOTCHIINAJIOB
Moasra [43]. DTu gaHHbBIe TO3BOJISTIOT PEKOMEHI0BATh JaH-
HBII METO B KaueCTBe MH(OPMATHUBHOTO HEMPOGhU3NOJIO0-
ruueckoro 6uomapkepa bI' Ha Bcex ctanusix 3ab0osieBaHus,
a TakoKe IIJIT MOHUTOPUHTA Pe3yIbTaTOB JICUCHUS.

B Hacrosee BpeMst uneT MHTCHCUBHBINM TTOMCK U pa3-
paboTKa HaAexXHbIX OMoxuMuiyeckux mapkepos bI', koTo-
phie Obl TTI03BOJISLIA OLEHUTh CTAAUAHOCTD TeUeHUSI 3a00J1e-
BaHMS ¥ 5 GEKTUBHOCTH MPOBOAUMOI Teparu. Hanbomee
BaJIUIHBIC JaHHBIC MTOJIYYEHBI IS JIETKOTO Oejika Helpo-
dunamentoB (NFL) [60, 61]. BbisiBjieHO cTaTMCTUYECKU
noctoBepHoe mnoeilieHUe ypoBHd NFL B ruasme kpoBu
y HocuTesieii MmyraHTHoro reHa H7T'7T, 3aBucsiiiiee OT cCTa-
N 3200JIeBaHMST, KOTOPOE KOPPEIMPOBAJIO CO CHIKEHUEM
KOTHUTUBHBIX (DyHKIMI 1 MPT-o1ieHKOIT TSKEeCTH aTpo-
¢um Mosra. Y Hocurteneil MyTalMy Ha TIPECUMITTOMHOI
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CTaIMU BbISIBJIEHA KOppesiluys Mexay conepxxaHnueM NFL
B IJTa3Me KPOBHU M BEPOSITHOCTBIO MaHU(ECTAITNN KIIMHUKI
BI' B 6mxaiiime 3 roga. B mocieaHue ronbl CTaao BO3MOXK-
HBIM MPSIMOE OIIpeIe/ICHIE YPOBHS MyTAHTHOTO TeHTUHITH -
Ha B LIepeOPOCTIMHAIBHOM X KUIKOCTH, YTO TTO3BOJIMIIO BhI-
SIBUTD €TO0 TTOBBIIICHIE HA CUMIITOMHON 1 TIPECUMITTOMHOM
CTaIMsIX ¥ KOPPEIISILIAIO CO CTETICHBIO BRIPAXKCHHOCTH IBH -
rateJbHbIX ¥ KOTHUTUBHBIX HapylueHuii [61]. B Hacrosiee
BpeMsI pa3pabaThIBaIOTCS METOIBI ONIPEAeICHISI MyTaHTHO-
TO TEHTUHITAHA B IPYTUX OMOJIOTMYECKUX KUIKOCTSIX (Ha-
MpUMep, B CIIOHE), a TaKKe COBEPIICHCTBOBAHUE CaMOM
METOOVKHU NeTeKIuu [4]. YaemepneHrue  Baaugalus JaH-
HOTO METOMa ITO3BOJIUT BBECTH B MPAKTUKY HAIEXKHBII O1O-
XUMUUYECKUI OroMapKep, TTO3BOJISIIOIINUI 00beKTUBU3UPO-
Bath TeueHne bI' 1 Gone3Hb-MomuduIIMpyolee BIUSHIES
HOBEHIIINX METOIOB JICUCHUS.

LOunarHos n guédpepeHLranbHbI AUarHo3

Knuauyeckass kaptuHa pas3nuuHbix opMm BIT xoporo
M3BECTHA M MOAPOOHO ormrcaHa B juTeparype. CoderaHue
XapaKTepHOI KIMHUKU, TIPOrPeCcCUPYIOLLIUIA XapakTep 3a00-
JIEBaHUsI, ayTOCOMHO-TOMUHAHTHBII TUIT HACIEIOBAHMSI 10~
3BOJISTIOT TIPEATIONOKUTh HAJTMIME Y KOHKPETHOTO ITalMeHTa
BI' ¢ BbICOKOII cTereHblo BeposATHOCTH. CIIOKHOCTH BO3-
HUKAIOT MPU CTePTON KIIMHUYECKOM KapTHUHE 3a00J1eBaHMUsI,
OOBIYHO HA HAYAIBHBIX CTAIMSIX MATOJOTUIECKOTO ITPOILIeC-
ca, OTCYTCTBMHM MH(OPMALIMM O KPOBHBIX POICTBEHHMKAX
nanyeHTa. «30J0ThIM CTAaHIAPTOM» IUAarHOCTUKM, BepUdU-
LIMPYIOLIMM AMarHo3, sipisercd auarHoctuyeckoe JIHK-
TECTUPOBAHUE C 00SI3aTEIbHBIM OIPEIeICHNEeM KOIMIeCTBa
CAG-noBTOpoB Ha oboux amensax reHa HTT [4]. Moneky-
JITPHBIM IIOATBEPXKACHUEM IUATrHO3a SIBJISICTCS OOHAPYKESHHE
3KCITaHcuy TpUHYKIEOTUIHBIX CAG-ITOBTOPOB OT 36 KOmuit
u Bbile. Ha cerogHsiHmii neH» HanboJjiee pacrpocTpaHeH-
HBIM MeToIOoM onleHKU KoymmuyectBa CAG-moBropoB npu bI
SBIsieTCsl (bparMeHTHBINM aHaau3. [IpMHIMIIIAIBHO BaXKHO
MakcUMaibHO TouHOe onpeaeneHue yncia CAG-11oBTOpOB,
T.K. OT 3TOT'0 BO MHOTOM 3aBHCHT ITIPOTHO3 AC0I0TA 1 TCUCHUST
3a00s1eBaHKsI. OCOOEHHO OOJIBIIOE 3HAYEHUE 3TO UMEET IIPU
MPOBEICHUN TIPEIUKTUBHON (TipenckasatenbHoi) JIHK-
JMUArHOCTUKM Y JIML] M3 Tpynmbl pucka. Hampumep, 38—39
CAG-TIOBTOPOB — 30Ha «HETIOJIHOM MEeHETPAHTHOCTU» MY-
TAaHTHOTO TeHa JMbo Oosiee MO3MHUI 1e0I0T 3a00JeBaHUsI
¢ markuM tedeHueM, a 40 CAG-1ioBTOpOB — OOBIYHO Jie-
OI0T B CpeIHEM BO3pacTe KJIacCUUECKOM Iporpeccupyroiei
¢opmel BI'. 11 TOo4HOTO OMnpeaeeHus IIMHbI TPUHYKIIE0-
TUIHOTO TpaKTa JOJDKHBI YYUTHIBATBCS ITOJMMOPGMU3MBL
ero HyKJIEOTUAHOIO OKpyxXeHMsl. B yactHoctu, K objactu
CAG-TIOBTOPOB TIPUMBIKAET TTOTUMOP(MHBIN TTOTUIIPOIIA-
HoBbIN TpakT (CCGn), yncno korwmit mopropoB CCG B KO-
TOPOM KoJiebsieTcst oT 4 10 12, cocTaBIIsisi MaXKOPHOE KOJIM-
YecTBO 7, OOBIYHOE IS €BPOIECKOM Mmomymsunu (OKO-
110 95% Bcex xpomocoM) [8]. JJaHHBII ToIMMOpdU3M JOKEH
yuutbiBathes npu JIHK-nuarHocTuke, T.K. B peAKUX ClTydasix
otksioHeHus1 KonnaectBa CCG-IMOBTOPOB OT MAaXKOPHOTO KO-
JIM9ecTBa BO3MOXKHO HeBepHoe ompeneiaeHne mimHel CAG-
TpakxTa.
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B nerckom Bo3pacre Hanbosiee 4acToii MPUUMHOMN XO-
pendOopMHOTO CHHIPOMA OCTAeTCS peBMaTHUeCKasl Xopes
Cupnenrama [4]. UMeeTcs Takke OOJIbIIIOE KOJTUYECTBO Ha-
CJIeICTBEHHBIX 3a00JIeBaHU1, COMTPOBOXIAIOIINXCS XOpeeit,
¢ neb1oToM B 1eTCKoM Bospacte [4]. [Ipu oTcyTcTBUM B ce-
MEMHOM aHaMHE3€ ayTOCOMHO-IOMWHAHTHOTO XapakTepa
HacJielIoBaHUS 3a00JIeBaHUS MPEUMYIIIECTBEHHO IO MYXK-
CKOM JMHUU ¢ 3G GEKTOM aHTUIUMNALNN HET OCHOBaHWUIA
TOBOPUTD O I0BeHWIbHOI hopMe BI', compoBoxknaroreiics
pa3BUTHEM aKMHETUKO-PUTHIHOTO CHHIPOMA C IPyOBIMU
KOTHUTUBHBIMM M TICUXUYECKUMHU paccTporictBamu. [1po-
rpeccupylolasi HaclIeACTBeHHAs] HelipoaereHepausi ¢ ae-
0I0TOM Yy B3POCJIBIX IIPEMMYIIIECTBEHHO B CpEIHEM BO3pacTe
C MpEeBaIMPOBAaHUEM B KIMHUUYECKOI KapTUHE XOpeU, KOT-
HUTUBHBIX U TICUXUYECKUX HapylueHnil B 99% cirydaeB co-
orBeTcTBYeT nuarHo3y bI'. Jluiub B 1% ciyuaeB xopesi UMeeT
«HETeHTUHITOHOBCKUI» Xapakrep [62].

ITpu nposenennn guddepeHINaTbHON TUaTHOCTUKYI
HeoOXOoIMMO MMETh B BUIY, YTO yallle BCEro JIpyroi re-
He3 HacJIeICTBEHHOI Xoperu 00yCJIOBJIeH 3a00JIeBaHUSIMU,
BBI3BAHHBIMM MyTalusiMu B reHe CY9orf72, manee CIeayIoT
CIIMHOLIepeOesIIpHas aTakcusl Turia 17, KOTOpyr Ha3bl-
BalOT TaKKe TeHTUHTTOHOIIOAOOHBIM CUHIPOMOM 4-TO TH-
IMa, TEHTUHTTOHOIIOAOOHBIN CUHIPOM 2-TO THUIIA, XOpes-
aKaHTOLIMTO3, aTakcuss Ppuapeiixa, KOTOpask TOXKE MOXKET
COIIPOBOXKIATBCSI XOpeeil, HaCIeACTBEHHBIC ITPUOHHBIC
SHIIe(ATONIATUM, OOYCIIOBIICHHBIE MYTAallUSIMH B TEHE
npuoHHoro 6enka PRNP, cnuHoliepedesuisipHasl aTakcus
tna 8 [63]. JIpyrue nmpuunHbI HACIEACTBEHHOIO TeHTHHT -
TOHOMOIOOHOTO CHMHIPOMAa BCTPEUAIOTCS TOPA3Io pexe.
HacnencrBeHHbIe 3a00JieBaHUsI, TIPU KOTOPBIX IPOrPECC-
pyloIast Xopesi SIBJSIeTCS] OMHUM U3 BEIYIIINX CUMIITOMOB,
OTHOCST K pa3IUIHBIM (popMaM IIEPBUYHOI XOpEH.

Criopannieckue CMHIPOMBI C TIPOSIBICHUSMU XOPEH-
(GopMHOro CMHIPOMA OTHOCST K CIyJasiM BTOPUIHOM XO-
peu. B aTy rpymimy BXonsT:

* IOCTUH(EKIIMOHHBIE CUHIPOMBI (HamboJiee SIpKuit
ImpuMep — peBMatudeckas xopes CumeHrama);

* ayTOMMMYHHBIC 3a00JIeBaHUs (CUCTEMHas KpacHas
BOJTYaHKa, aHTU(MDOCHOTUITMIHBIN CUHAPOM U IIp.);

* IMapaHeOoIIAaCTUICCKIE CUHIPOMBI;

* JIeKapCTBeHHAs M TOKCHUYecKas Xopes (HamboJiee Ja-
ctast (hopMa BTOPUUHOM XOpeu, IpUMep — XOpesT IIPU IpH-
€Me JICBOJIOITBI, IICUXOCTUMYJISITOPOB U JIp.);

* XOpest COCYaUCTOro (ITIOCTUHCYIbTHASI) TeHe3a;

* XOpest TpPaBMaTUYECKOTO TeHe3a (XopesT ITOCIIe Yeperl-
HO-MO3TOBOI TPaBMBbI);

* MeTaboamuecKast xopest (XoperuOpMHBIN CUHAPOM
Ha (pOHE OCJIO0XHEHHOTO CaxapHOro AuabeTa, OCMOTHYC-
CKUX HapyIIeHUI, 0epeMEHHOCTH);

* (byHKIIMOHAJIbHAS XOpes (TIpY KOHBEPCUOHHBIX pac-
cTpolicTBax) [4, 64].

JunddepenunanbHasg OUarHOCTUKA XOPeU(pOPMHBIX
CHHIIPOMOB CJIOXHA U aJIeKO He BCETIa IO3BOJISIET OTHO-
3HAYHO MIECHTU(PUIIMPOBATH HO30JIOTMYECKYI0 (opMy 3a-
ooneBanus1. Ilpu Hanmuuu Xopeu y AeTeid HEOOXOIMMO
nuddepeHIIPoBaTh OOJBIIOEe KOJIUIECTBO HACICACTBEH-
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HBIX CUHAPOMOB. ¥ TALIMEHTOB TMOXMUJIOTO U CTapUECKOIo
BO3pacTa CIIopaguyecKue Crydau Xoperu(popMHOTo CUHAPO-
Ma BCETa BBI3BIBAIOT IMATHOCTUYECKME TPYIHOCTU. Ecnu
nuarHo3 bI' oTBeprHyT, y MOXWIBIX TTALIMEHTOB HEOOXOI1 -
MO HMCKJTIOYATh, B TIEPBYIO 04Yepeab, COCYANCTHIC M MeTab0-
JIMYeCKUe HapyIIeHUS, TTapaHeOIUIACTUYCCKIE CUHIPOMBI.
B psme ciydaeB mpuuMHY XOper(MOPMHOIO CHHIpOMA
y JaHHOM KaTeropuu MalMeHTOB YCTAHOBUTD HE YAAETCS.

MpodunakTuka v neyeHme

B Hacrosmee Bpemst 3(dekTUBHAS moKa3zaTelbHas
bonesHb-MonnuMdupylomas Tepanus bI' He pa3pabdora-
Ha, 3a00JieBaHME OCTAeTCSI BO MHOIOM WMHKYpaOeJIbHbIM.
B a1ux ycnoBusx BaxkHeiilllee 3HAYCHUE UMEET pellleHue
3a7a4 MepBUYHONM ¥ BTOPUYHOI NpodwiakTtuku bI', mo-
3BOJISTIONICH TIPEIOTBPATUTh IIOSBICHHE HOBBIX CIy4acB
3a00JIeBaHUSI B OTSTOIIEHHBIX CEMbSIX M YMEHBIIUTh TaK
Ha3bIBAEMBIl «T€HETUICCKUI TPy3» B MOMYJISALUU [4].

IlepBuunHast mpoduIakTUKa IOApa3syMeBaeT IIpem-
yIOpexXIeHne 3a4aTusl peOeHKa ¢ IMaToJOTUIEeCKUM (DeHO-
TUIIOM, TI03TOMY OCHOBHBIMHU MEPOIIPUSATUSIMUA B TAaHHOM
ciyJae SBJISIIOTCSI pa3JIMIHbIC METOIBI TJIaHUPOBAHMUS CE-
MbU U I€TOPOKICHUS.

BropuuHasg npoduiiakTuka BKIIOYaeT B ce0sI METOIBI
MIpeHATAJIbHOM NMArHOCTUKU. B CBSI3M ¢ 3TUM aKTyaJbHO
npoeaeHue MI'K cemeit, orsaromennsix bI'. B mpouecce
MI'K BBISIBISIOTCSI 310POBBIE WIEHBI CEMbU, COCTABJISIIO-
LMe «IpyIy pucka» ¢ 50% BepOSITHOCTbIO YHAC/IEAOBATh
MYTAHTHBII reH 3a0ojieBaHMsI, — JaeTu mnauueHTa ¢ bI,
a Takxe ero Opatbst U cecTpbl. MM mpemnaraercst mpo-
XOXIeHHUE TPOIEAYPhl paHHEH TOKIMHUYECKON IIpeanK-
TUBHOM (IIPOrHOCTUYECKOM, TpencKkasareiabHoii) JTHK-
IUATHOCTUKN Ha JOOPOBOILHON ocHOBe. OOCYyXIaroTcs
BOTIPOCHI TUTAHMPOBAHUS CEMbU B Clydae CUMIITOMHOIO
WIN TIPECUMIITOMHOTO HOCHUTEJIBCTBA MYTAaHTHOTIO TeHa
OIHUM M3 CynpyroB. OTHUM U3 METOIOB IIEPBUYHOI TIPO-
(bunakTUKM, MOJYYMBIIUM B HACTOSIIEE BPEeMsI paciipo-
CTpaHEHHUE, SBISICTCS IPEeUMIUIAHTAIIMOHHAS TEeHEeTHYe-
CKasl MTMarHOCTHKA, TIO3BOJISIONIAS TOCTUTHYTh POKICHUS
3aBeIOMO I'€HETUYECKU 3[I0pPOBOTo pedeHKa. BropuuHasi
npodunaktnka BI' B OTATOLIEHHBIX CeMbIX IO3BOJISIET
ONpeIeSUTh TEHOTUN TJI0a HA PAaHHUX WX OoJsiee Mo3/-
HUX CpoKax 0epeMEHHOCTHU C IIOMOIIbIO XOPUOHOUOIICUH,
TUTAIICHTOOMOIICHY WJIM aMHUOLIEHTE3a C ITOCIICIyIOIIeH
JHK-gunarHoctukoit. Ilo pesynabrataMm IipeHaTajJbHOM
JHK-guarHocTMKu cyrpyraMu IIpMHUMAaeTCsl pelleHue
0 COXpaHEHMU WU IIpephIBAHNU OEpEMEHHOCTH.

Bo3moxxHOCTh ompeneneHuss TEHOTUIA Y KIMHHWYE-
CKU 3I0POBBIX KOHCYJIBTUPYEMBIX JIMIL U3 «IPYIIILI PUCKa»
1o pa3Butuio bI' maeT BO3MOXKHOCTb OIpeaeaIuTh IIPOTHO3
HactyrieHust bI' 3agonro no oxupaemoro gedroTa 3a00-
neBaHusA. Hapsimy ¢ mOCTOBEpHBIM OITpenesicHHEeM pPHCKa
pazButusi BI' y KOHKpPEeTHOro MHIWBHUIyyMa ITOSIBIISICTCS
00JIBIIOE KOJUYECTBO IPOOJIEM 3TUYECKOTO M IPaBOBOIO
xapakTtepa [4, 65]. B HacTosiiee Bpemst pa3paboTaHbl O1O-
3TAYeCKUe NpuHUUIbI nposeaeHus MI'K u npenukTuBHO-
ro trectupoBaHus 1pu bI', BaxkHEAIIIMMU 13 KOTOPBIX SIBJISI-
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10TCSI THQOPMUPOBAHHOCTD, TOOPOBOJBHOCTH, ABTOHOMMSI
JIMYHOCTH, CIIPaBEIIMBOCTh M KOH(DUAeHIINAaIbHOCTh. He
TTOITyCKAaeTCsl TIPEIUKTUBHOE TECTUPOBAHUE HECOBEPIIICH-
HOJIETHMX JIeTei 1o rpockOe poauteseit. Bo rinaBy yria cra-
BUTCS TIPUHLIMIT «HE HABPEAW» — IIPU BBISIBJIEHUM Y TECTHU-
pyeMOro Jimiia U3 rpyIirbl pucka no bI' moBbillieHHOI Bepo-
SITHOCTH a(p(heKTUBHBIX PEAKIINI U CYUIIUIATBHBIX MBICIICI
B OTBET Ha BO3MOXXHOCTbD IOJIYICHUS «IUIOXOT0» Pe3yIbTaTa
JAHK-guarHocTuku mpochba O IIPOBENEHUU TECTUPOBa-
HUSI OTKIOHseTcs. OO0s3aTeNieH HaJbHEeNINNI KIMHAYC-
CKHUI U IICUXOJOTMYECKUIA MOHUTOPUHT TECTUPYEMBIX JIULI.
[IpencraBieHHbIE OMO3TUYECKNE TIPUHIIUIIBI ITPOBEICHMS
MTI'K npu BI' HocsT yHUBEpcalbHbIA XapakTep U IpuMe-
HUMBI B IIpakTuke MI'K npu apyrux HekypaOeJbHBIX Ha-
CIIeICTBEHHBIX 3a0oneBaHusaX. COTPYIHUKM OTHEICHUS
NIeTeHePaTUBHBIX M HACJICICTBEHHBIX 3a00JICBaHMII HEPB-
Hoit cucteMbl PI'BHY «Hay4HbIii 1LIEHTp HEBPOJOTUN»
MMPUOOPETN MHOTOJISTHUI OMIBIT MPUMEHEHMST MOI0OHBIX
MIPUHIIATIOB TIPY IIPOBEICHUM TTPOGUIAKTHUECKO pabOTHI
¢ ceMbsiMH, otsiroiieHHbIMU BIC [4, 65].

CuMnTomMaTidecKas Teparusl HalIpaBIeHa Ha CMsTJe-
HHE MOTOPHBIX MPOSIBJICHUI, KOPPEKIINI0 KOTHUTUBHBIX
U TICUXWYECKNX HapYIICHUH, YIyqIIeHe KauecTBa XXKI3HU
mareHToB [4]. I[IpakTuyecku Bce TPYIIIBI JIEKAPCTBEH-
HBIX CPEACTB IJI KOPPEKIINKM KIMHUYSCKUX MPOSIBICHUI
BI' npumensiiorcsa off-label 1 moxpdbupaloTcs MHAUBUIY-
anbHO. [IpeBeHTUBHAS TepaIns aCUMITOMHBIX HOCUTEICH
MmyTtaHTHoro reHa BI', mpemngrcTBylomas MaHudecTanum
¢deHoTHIIA 3a00JIEBAaHUSI B COOTBETCTBYIOIIEM BO3pacTe,
TakxXe OTCyTcTBYyeT. OOIIMMM pPEeKOMEHIALMSIMU TT0H00-
HBIM MHIWBUIYYMaM W3 TPYIIIBI PUCKA SBISIOTCSI COOJIIO-
IIeHNEe ONITUMAJIBHOTO PeXXrMa Tpyaa M OTIbIXa, 3MIOPOBOTO
o0pa3a XXW3HMU, BKIOYAsl pallMOHAJbHOE MUTaHUEe U (hu-
3UYECKYIO0 AKTUBHOCTD, YTO B PSIIIE CIIy4aeB MO3BOJISIET OT-
CPOYMUTH Pa3BUTHE CUMIITOMHOIO 32001 BaHUs.

IIpu nonbGope mpenapatoB sl KOPPEKLUUU CHUMIITO-
MOB Yy KOHKpeTHoro naiuueHTa ¢ bI' Heobxoaumo, B 1iep-
BYIO OY€peb, YUUTbIBATh HauboJiee BbIpak€HHbIE, NHBA-
JIMIN3UPYIONINe KIMHUYEeCKue TposiBieHus. Hampumep,
eClId XOpenvecKne TUIIEPKUHE3bl BBIPAXEHBI YMEPEHHO
U He MPUBOMIT K YXYIIIICHUIO KaYeCTBa KU3HU ITallCH-
TOB, a TIPEBAIMPYIOT ap(PEeKTUBHBIE PACCTPOICTBA, TO HE-
00X0aMMO MoAOUpPaTh CXeMY JICUeHMSI U151 KOPPEKLIMU MO~
CIIeTHUX. YUUTBIBASI IMUPOKUI CIIEKTP MOOOYHBIX 3P PeK-
TOB IIpernapaToB, IPUMEHSIEMBIX IJIST CUMIITOMAaTHYECKOTO
neyeHust BI', Bcerna HEOOXOOUMO COM3MEPSITh IMOTEHIIM-
aJIbHYIO TTOJIb3Y U BO3MOXKHBIE PUCKM Ha3HAYCHUS KOH-
KPETHOTO JIEKAPCTBEHHOTO CPEACTBaA.

MenukaMeHTO3Has KOPPEKIIMSI MOTOPHBIX Hapyllie-
HU, B IEPBYIO OYepelb, 3aKJIIOUACTCSI B YMEHBIIICHUH BbI-
PaXXeHHOCTH XOPEMYECKMX TUIIePKUHE30B. [IpakTtuuecku
€IMHCTBEHHBIM ITIperapaToM, MpuMeHsieMbIM on-label, s1B-
JiseTcs TeTpabeHasuH [66]. [Tpenapar siBasieTcst CeJIeKTUB-
HBIM MHTUOMTOPOM BE3UKYJISIPHOTO IIEPEHOCYMKA MOHO-
aMMHOB 2-TO THUIIA Ha TIPECUHAIITHYECKOM YPOBHE B TEPMMU-
HaIIIX 10(haMMHEPTUIECKUX HEHPOHOB TOJJOBHOTO MO3Ta.
DddexTMBHOCTD TTpernapara 111 KOppeKLINT XOpen Y Imai-
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eHTtoB ¢ bl monTBepXaeHa pssIoM MHOTOLIEHTPOBBIX TIalle-
OOKOHTPOJIMPYeMbIX HcciaenoBaHuii. CyTouyHast mo3a Tpe-
rmapara moaoupaeTcsl MHANBUIYATbHO IIyTeM TUTPOBAHMUS,
Ha4yuHas ¢ 0361 12,5 MT, 0ObIYHAsI CyTOUHAsT 032 COCTABIISI-
et 50—75 mr. HeobxonuMo nmMeTh B BUAY ITOOOUHBIE 3(PPeK-
THI TIpeTIapara, B IIEPBYIO OUepenb — WHIYKIIMIO Y psda Ta-
LIMEHTOB JETIPECCUU, CYULIMAAIBHBIX MBICJIEN U NEUCTBUM,
armaTuy, HapylleHWe CHa, yIUIMHeHHe mHTepBasa Q7c Ha
3JIEKTPOKApANOTrpaMMe, BOSHUKHOBEHIE TTAPKIMHCOHU3MA,
KOTOPBIH, OMHAKO, HAOIIOOACTCS CYIIIECTBEHHO peXe, yeM
MpU IPUMEHEHUN HEHPOJICTITUKOB, PUCK PA3BUTUS ITO3MI-
HUX JTUCKUHE3UI MpPU 3TOM MUHMMAaleH. JlenpeccuBHBIN
CHHIPOM JIETKOM CTEIIEHM BBIPAXKCHHOCTH 10 HaJayia WjIn
B Tpoliecce IPOBEICHUS JICUCHUSI TeTpaOeHA3MHOM MO-
KET KOPPUTHUPOBAThCS Ha3HAYCHUWEM AHTHUIACIIPECCAHTOB.
TerpabeHa3H MPOTUBONOKA3aH IMPU IIPOTPECCHUPOBAHUN
bI' ¢ nepexonoM B MO30HION aKWMHETUKO-PUTHUIHYIO CTa-
muto. B CIIIA 3apeructpupoBaH OeHTeprpOBaHHBIN aHa-
JIor TeTpabeHa3nMHa — JeyTeTpabeHa3uH, KOTOPBIA JIydliie
MEPEHOCUTCS] U TpedyeT Ha3HauyeHWs MEHbIIMX 103 [68].
TerpabeHa3nH Takke OKa3bIBAaeT OIPENeICHHBIN TTOJIOXKM-
TeIbHBIN 3(DGhEKT Ha MPOSIBICHNUS TUCTOHUM Y TIAIIMCHTOB
¢ bI', ocoGeHHO Mpu YIOPHBIX TMIIEPKUHE3AX OPOJIMHIBO-
MaHINOYJISIPHONM MYCKYJIaTypHI.

IIpr OTCYyTCTBMM BO3MOXKHOCTUA IIPUMEHEHMS TeTpa-
OeHa3uHa /11 KOPPEKILUU BbIPAXKEHHOW XOPEU MOTYT ObITb
Ha3HAYCHBI TIperaparbl M3 TPYIIIBl HEMPOJIECIITUKOB, XOTS
HaJexXHasl JoKasarenbHas 0a3a nx apdexruBHoctv ipu bI
otcyTcTByeT. [1o pesyabrataM oTaebHbIX HabaoaaTeIbHbIX
W CPaBHUTEIIBHBIX UCCIIEIOBAHUI MOTYT OBITh 3(h(PeKTUBHBI
ATUIUYHbIE HEHPOJIENTUKI OJIAaH3AIINH 1 apUITAIIPa301 [68—
70]. OmaH3aruH B psiie CIydaeB OKa3bIBaeT META0OIMIECKII
a¢hdeKT ¢ HaboOpoM Macchl Tejla TalMeHTaMU, YJIydilaer
HOYHOI COH, YTO MOXeT ObITh Tosie3Ho npu bI', s koTo-
PO CBOMICTBEHHA ITPOrPECCUPYIOLIAS ITOTEPSI BECA 1 THCOM-
HuU. DPPeKTUBHOCTL PUCTIEPUAIOHA, 3UTIPACUIOHA, KJI03a-
MYHA, KBETUATIMHA, CYJIBIIMPUIA, TUATIPHUAA HAXOAUTCS TIOI
comHeHneM. [locnemHuii mpermapar mo pe3yiabraTraM OTHOTO
M3 TUIALIEO0KOHTPOIUPYEMBIX KIMHIMUYSCKUX UCCICIOBaHUHI
ObUT 3(p(PeKTUBEH B OTHOLIEHUN XOPEU B TOKCUUYECKOM 10~
3e 31/cyt [71], moxo nepeHocuMoii mareHTaMu. [1pu BBI-
pakKeHHBIX TUIIEPKUHE3aX, OCOOCHHO Ha (hOHE IICHXOIaTO-
JIOTMYECKMX HAPYILIEHWIA, HE TIOTePSIJIO CBOE aKTyaIbHOCTU
Ha3HAUYCHME TaJIONepuaoia, KaK W IPYTuX HEMPOJEIITHKOB
TePBOTO ITOKOJICHMSI: XJIOPIIPOTUKCEHA, TIepUITMa3Ha, TH-
opuaasrHa 1 ap. DhGeKT rajgonepuaona B OTHOIIEHUHN XO-
PEMYECKIX TUIIEPKIUHE30B OCHOBAH Ha MHOTOJICTHEM KJIH-
HUYECKOM OITBITE CIICIIUATNCTOB, BEAYIINX MallieHTOB ¢ bI'.
[Ipn Ha3HAYEHNW TUMUIHBIX HEUPOJICTITUKOB HEOOXOIUMO
OCTeperaTbcs Pa3BUTHS Y MALIMEHTOB MAPKMHCOHM3MA U Tap-
MUBHBIX (TIO3MHMX) NMCKUHE3WI. 3HAUWTEIBHO pPEeXe 3TH
OCJIOXKHEHUST BCTPEYAIOTCS IIPY ITPUMEHEHUN COBPEMEHHBIX
aTUITAYHBIX HEHPOJICIITUKOB, KOTOPBIM CJICOYeT OTIaBaTh
npennoureHue. Heobxomumo ormerutb, yto npu bIT He-
peIKo ObIBACT CJIOXKHO YCTAHOBUTH TEHE3 STUX CUMIITOMOB,
KOTOPBIE MOTYT BO3HHMKATH BCJICACTBHE IPOTPECCUPOBAHMS
caMoro 3a00JiIeBaHusI.

152

s xoppexkuuu xopeu rpu bI', ocobeHHO B coueTaHuu
C TIOBBIIIEHHON TPEeBOXHOCTHIO, TUCTOHUICCKUMM IIPO-
SIBIICHUSIMU, MOXET OBITh IOJIE3HBIM Ha3HaYeHUE OCH30-
JIMa3eIMHOBOrO aHKCHOJIUTUKA KJIOHA3emama 10 6 Mr/cyT
[46, 72]. dpyrue GeH3omna3enMHOBLIE TIpeIapaThl HexXe-
JIaTeJIbHBI, OCOOCHHO TIPU IEIPECCUU M CYUIIMIATIbHBIX
MbIcisiX. [1pu coueTaHMM MOTOPHBIX HAPYIIICHUI U HAJIH -
YUM pa3npakUTEIbHOCTH, HETaTUBU3Ma U JAPYTUX IIPOSIB-
JICHUH TUCTUMMH, TIpucymux bI', BO3MOXHO MpuMeHeHNe
AHTUKOHBYJIbCAHTOB — IIperapaToB BaJbIIPOEBOM KUCIO-
THI U JeBeTupanerama [4, 72]. [IpeanpuHUMalINCh TaKxke
MIOTIBITKYA TIPUMEHEHHUs aMaHTaIWHa UIST KOPPEKIIUU XO-
peu, 0OIHAKO HalleXXHBIX JaHHBIX 00 3(p(heKTUBHOCTHU TIpe-
rapara He MOJIyYEeHO, XOTS PsII MAlUeHTOB OTMeYan y ceost
CyOBEKTUBHOE YJTYyYLIEHUE OOLIETO COCTOSIHUS U HACTPO-
€HHs, YTO, BO3MOXKHO, CBSI3aHO C aHTHUIJyTaMaTepruye-
CKUM JeHCTBUEM TIperapara [73].

I1pu BI' HeoOx0aMMO TaKKe TPOBOAUTH KOPPEKIIMIO BbI-
pakeHHBIX TUCTOHWYECKUX IpOsIBIeHWI. Brimie B maHHOM
KOHTEKCTEe YK€ YIIOMUHAJIOCh IPYMEHEHNE TeTpabeHa3nHa
1 K1oHa3enama. [1py mHBaIMIU3MpPyOMMX (hOKATBHBIX TUC-
TOHUSX CPEICTBOM BBIOODA SIBIISTFOTCSI MHBEKIIMK OOTYI0TOK-
CHHa, a TaKXKe IIPUMEHEHNEe aHTUCTIACTUIECKIX TIPEIIapaToB
(6axmocbena) [4]. bombimoit mpobiaeMoit SIBISIETCST KOpPeK-
IS MOTOPHBIX HAPYIIEHUN y TIAIMEHTOB C HOBEHWJIBHOM
AKUHETUKO-PUTUIHOM (DOPMOIT M MO3IHEN pUTHUIHON (hop-
moit BI'. [l HuBeIMpoBaHUSI aKUHETUKO-PUTUIHOTIO CHUH-
JIpOMa B TaKUX CIIy4asix 1IeIeCO00pa3HO Ha3HAUYCHME JICBO-
JIOTIBI 11 TIpeTIapaToB aMaHTaoHA. ATOHUCTHI JO(aMIHOBBIX
PEleITOPOB B JTAHHOWM CUTyalluu MPOTHBOIIOKA3aHBI, T.K.
UX TIPUMEHEHNE COIIPSLKEHO C BHICOKMM PHCKOM Pa3BUTHS
Mo0OYHBIX siBjeHni [68]. [Ipn HEOOXOAMMOCTH KOPPEKLINI
NCUXUYECKUX PACCTPOUCTB y MTALMEHTOB C aKUHE3UEU U pU-
TMIHOCTBIO HEOOXOIMMO OTBETCTBEHHO TTOIOMTH K Ha3HAYE-
HMIO HEHPOJIENTHKOB, KOTOPHIE, KaK MPaBUJIO, YCHIMBAIOT
MIPOSIBIICHUST MAPKWHCOHMIECKOTO CHHAPOMA.

IIpu Benenuu naureHtoB ¢ bI' HEOOXOAMMO yIEaSITh
BHUMAaHME KOPPEKIIUM PACCTPOMCTB MPOU3BOJBHBIX IBH-
keHuit. C 1enpio MpoGMIAKTUKM IIOTEPU PaBHOBECUS
1 nageHuii 3(p@GeKTUBHO TIpoBeleHMe JIeueOHOI Gu3-
KYJIBTYPBI, HAIIPABICHHO HAa TPEHUPOBKY IOMICPXKAHUS
BEPTUKAJIBHOTO TIOJIOKEHMS Tenma. MiMeeT OoJbIioe 3Have-
HHE TaKKe aJanTalldsl OKpPYXKaroIlleid 0OCTaHOBKU JOMa,
YTOOBI TTAIIMEHT MOT YBEPEHHO U YIOOHO TepeaBUTATHCS.
I1pu HeyBepeHHOIi X0ab0E€ U HEOOXOAMMOCTH TIepeMelle-
HUS MMalldeHTa Ha JOCTaTOYHOE PaCcCTOSTHUE 1eecoo0pas-
HO HCTIOJIb30BaTh KPECIO-KOJISICKY.

Koppexkimst nu3apTpri BO3MOXHA C IIOMOIIBIO CUCTe-
MAaTUIECKUX JIOTOIEINMISCKUX 3aHATHM, KOTOPBIE OCOOCHHO
a(dextuBHbI Ha panHeit ctanuu bI'. Ha mo3mHux cranpusx,
KOTIa apTUKYJISIIIUS CYIIECTBEHHO HapyIleHa, IS KOMMY-
HMKALIMH C ITALIMEHTOM I1eJIeCO00pa3HO MCITOIb30BaTh BCITO-
MoraTeJIbHbIe MPUEMbl M TIPUCIIOCOOICHUS (CIeIMaIbHbIC
TaOJIUIIBI, 3JICKTPOHHBIE IIAHIIICTHI, ayTMOCOOOIICHMST).

[Tpu pa3BuTny nucharum BaxXHO «T0KapMIIMBATH» T1a-
IIMEHTAa, OKA3bIBaTh IIOMOIIb IIPH TTONIePXUBAHUU TTUIIIECH,
BOBpEMSI HaJTaXXMBaTh MUTAaHUE Yepe3 30HI M TacTPOCTO-
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Mmy. B Hacrosgiiee BpeMsl IpUMEHSIIOTCSI pa3HOOOpa3HbIe
TIPUCITOCOOICHUSI IJIST TIOJTHOLICHHOTO CaMOCTOSITEIbHOTO
YIOTPeOICHNUST TIMIMY TTAIIMEHTOM MPU HAJIWIUKM MOTOP-
HbIX HApYLLIECHUIA.

Koppekiiusi KorHUTUBHBIX paccTpoiictB npu bI' mpo-
OyeMaTU4yHA, T.K. HE IIOJYYCHO YOECIMTEJIbHBIX MAaHHBIX
00 3 (HEeKTUBHOCTU IIPUMEHSIEMbIX B TAKUX CJIy4asix aHTU-
XOJIMHACTEPa3HbIX IperapaToB (TaJaHTaMWHA, PUBACTUT-
MUHA) 1 aHtaroHucra NMDA-penenTopoB MeMaHTHHA,
KOMOMHAIIMSI KOTOPHIX HEPEIKO Ha3HAYaeTCs MalreHTaM
C KOPKOBBIMM JE€MEHLMSIMHU <«aJIbLII€iIMEPOBCKOIO THUITa»
[4]. B mo6om ciaydae penieHre 0 Ha3HAYEHUM TTOJOOHBIX
npenapaToB NIPUHUMAETCH UHAUBUAYATbHO C YYETOM BO3-
MOXHBIX TTOOOYHBIX 3 (PEKTOB JICUCHUS U IIPEeBATMPOBA-
HUS B KIMHUYECKON KapTUHE TeX WA UHBIX CUMITTOMOB.

OmHUM U3 BaXKHEHIINX aCIIEKTOB CUMITTOMATUIEeCKOM
teparmuu BI' gBnsgercs xoppekumst ad@GeKTUBHBIX U TICU-
XMYECKUX paccTporcTB. [JJoka3arenbHasi 6a3a MpUMEHEHUS
TMIperapaToB pa3IMYHBIX (PapMaKOJIOTUISCKIX TPYIIIT 10 CHX
IIOp OTCYTCTBYET, BCe Ha3HAUYCHUS BBITIOTHSIOTCS WHIM-
BUIYaJTbHO C YYETOM MMEIOIINXCS SKCIEPTHBIX CYXKICHMI
1 Ha OCHOBAaHMHU BpadeOHOro orbiTa. KpaitHe xkeaarebHO
B3aMMOJICICTBUE CITCIIMAIMCTOB-HEBPOJIIOTOB M TICHXMA-
TpPOB. bosbIras yacTe MMEIONINXCS OIMMCAHUI MOCBSIIEHA
JledyeHn1o apPeKTUBHBIX paccTpoiicTB npu BI', B mepsyio
oudepenb AETIPECCUU, PESKO YXYALIAIOIIEN KaueCTBO XKU3HU
MMaIIIEHTOB, CIIOCOOCTBYIOIIICH TTOSIBIICHUIO CYUITUIATBHBIX
MBICIIEH U neiicTBrii. MmetoTres nanHble 00 3hdeKTMBHO-
CT MHTUOWUTOPOB OOPAaTHOTO 3axBaTa CEpOTOHMHA (IIUTa-
Jionpama, (hJyoKCeTMHa), mpernapara ¢ «ABOMHbIM AeHCTBU-
eM» BeHJIadaKCUHA, TeTPAIMKIMYECKUX aHTUAETpeccaH-
TOB MMpTa3alMHa 1 MHaHCepUHA (TocaenHIi 3 GEeKTUBEH
IIpU HapylieHusx cHa) [4]. CremyeT n30eraTb Ha3HAYCHUS
aMUTPUNITWINHA, T.K. JaHHBII TIpermapar o0JamacT XOJM-
HOOJIOKMPYIOIIUM JEHCTBUEM M MOXET YXYIIIaTh KOTHM-
TUBHBIC (PYHKIIMHU, KOTOPBIC BCeraa HapymawTcs npu bl
[Tpu nosiBIeHNM CyULIMAATIBHBIX MBICIEH, IOMUMO aHTHUJIE-
IIPECCaHTOB, MOXET OBITh 3((PEKTUBHO IMTPUMEHEHUE COJICH
JINTHSL, XOTsI HEPEIKO MMEET MECTO TLToXasl ITIePeHOCUMOCTh
JTAHHBIX JIEKapCTBEHHBIX cpeacTB [45]. [Ipu KoppeKium ae-
MIPECCUN MOTYT OBITh ITOJIE3HBI ATUITMYHBIC HEMPOJICTITUKH,
a TakxKe dJIeKTpocynopoxkHas Tepanus [4]. MapmakoTepa-
IM1ST MAHUY ¥ OUTIOJIIPHBIX PACCTPOMCTB BKITIOYACT Ha3HA-
YeHMe MPENapaToB BAJIbIIPOEBOM KUCIIOThI U HEMPOJIEIITU-
KOB — «KOPPEKTOPOB IMOBEACHUS» (TUOPUIA3UH, TICPULIM-
azuH) [40, 45].

CI1oxxHYyI0 Ipo0IeMy IIPEICTABISICT KOPPEKIIHS allaTHM.
[ompITKM TPUMEHEHUS TICUXOCTUMYJISITOPOB (aTOMOKCETH-
Ha) He YBEHYAINCh ycrieXoM. [ToMmuMo Hem30eKHOTO IIpH-
COCIMHEHMSI BCICACTBHUE TIPOTPECCUPOBAHUST 3a00JIEBaHMS
araThsI MOXET TaKKe BOSHUKATD U YCHIIMBATLCS BCIICICTBIE
TIPUMEHEHNST HEMPOJICNITUKOB M TeTpaOcHa3MHA, ITO3TOMY
HEOOXOMUM TIOCTOSIHHBIA MOHUTOPUHT COCTOSTHUSI TTallv-
€HTOB U TIPH HEOOXOMMMOCTH — CHIDKEHHE CYTOYHBIX 103
rpenapatoB. {7151 KOppeKIK araTuy MoJIe3HO TPUMEHEHUE
TICUXOTepanuiy, BOBJICUeHIE OOJIbHBIX B CIICIIUAIBHBIC THEB-
HBIE peadMIMTALIMOHHBIC IporpaMMel [40].
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Jleuenue niposiBiaenuit OKC npu BI' BkiTtowaeTt mipu-
MEHEeHHUE aHTUIEIPECCaHTOB — WHTMOUTOPOB 0OpaT-
HOTO 3axBaTa CEPOTOHMHA M IIPETapaToB C <«IBOWHBIM
IeCTBUEM», AHTUKOHBYJIHCAHTOB-HOPMOTUMHMKOB (B
MEePBYIO oYepenb, BaJbIIPOaTOB), KOTHUTUBHO-TIOBEICH-
YeCKYIO Tepaluio, THEBHBIE ITPOTPAMMBI M TIOMOIIb WIe-
HOB CEMbHU C IICJIbI0 BBITCCHEHUSI HABSI3UMBBIX MBICICH
1 noctynkoB [4, 40]. HopMOTUMUKY M HEWPOJIETITUKHA,
0COOEHHO <«KOPPEKTOpPbl TOBEAECHUSI», IOKa3aHbl IpU
HaJIMYUM TIOBBIIICHHON pa3apakKUTEeIbHOCTH M IIPOSIB-
JICHUSIX arPeCCUBHOCTH, TAKXKe MOKa3aHa IICUXOTepaIIus.
[1pu Hanuuuu rajaaoUMHALIMK, Opega HeoOXoauMa KBa-
JTUIIMPOBaHHAS TICUXUATPUUYECKasl TTIOMOIIb, HEPEIKO
CTallMOHApHas C TPMMEHEHMEM BCETO CIEKTpa aHTH-
MICUXOTUYECKUX IIPETIapaToB ¢ YICTOM MHIUBUIYAIBHBIX
OCOOEHHOCTE! KaXXIOoro malMeHTa, IMPUIYeM BEIYIIYIO
pOJb UTPAIOT TUIMWYHBIE M aTUIINYHBIE HEHPOICIITUKU.
Jlna xoppekuuu mHcoMHuu npu bI' B jerkux ciyvasix
MOXEeT IPUMEHSITHCSI MEJIATOHUH, IIPU BBIPaXKeHHBIX pac-
CTPOMCTBAX — KaK aHTUACIIPECCAHTHI (YK€ YITOMSHYTHIS
BBIIIIE MUPTA3alIuH U MUAHCEPHUH), TaK ¥ TUITHOTUKU 30-
MUKJIOH U 30Jmuaem [4].

B mmuTeparype mMeroTCs OmMcaHUs YCIIEITHOTO TIPH-
MEHEHUS TIIyOOKOU CTHMYJISIIIMK TOJIOBHOTO MO3ra C Iie-
JIBI0 KOppeKInu (dapMaKope3ucTeHTHOI xopeu Tipu bIT
[74]. B nacrosiee BpeMs HeoOXoaMMa JajbHENIIas CH-
cTeMaTu3alysl MMEIOLIErocs MEXIYHApOIHOIO OIbITa
MMPUMEHEHUSI TIYOOKOW CTUMYJISILIMMA TOJOBHOTO MO3Ta
IIJIST KOPPEKIIMU KaK XOpeu, TaK U TUCTOHUM, T.K. TTOTCH-
1uan gaHHoro meronaa npu bI' moka HesiceH.

ITomumo nekapcTBeHHO Tepanuu 1ipu bI” orpomHoe
3HAUEHMUE YIEIeTCd PeabUIMTALIMOHHBIM MEpPOTPUSITU-
sIM, BOIIPOCaM MHUTaHUS, (PU3NICCKOIN aKTUBHOCTHY TIALIM-
eHToB ¢ bI.

YunuThIBasi CKIIOHHOCTD MALIMEHTOB K IIPOTPECCUPYIO-
IeMy TOXYIaHWIO BCIEACTBHE METaOOIMYCCKUX Hapy-
IIEHUI, TPYAHOCTEW C MporjaTbiBAHWEM IUIIU, 0CO0O0E
BHUMAaHUE CJIEAyeT YAEJSITb IOCTAaTOYHOMY Kajopaxy
M pa3zHOOOpa3nio THEBHOIO pallMOHAa, MOHUTOPUHIY Mac-
CHl Tena. g yaydineHMs KadecTBa KM3HU TAllEHTOB
MIPUMEHSIOTCST pa3HOOOpPa3HbIe METOMBI (DM3NMIECKOMN Te-
panuu U peabuavMrauyu, THeBHbIE MporpaMMbl. bosbliryto
TOMOIITbL B 00ECTICUeHUM MAHHBIX MEPOIPUSITAN OKa3bI-
BalOT MALIMEHTCKME OpPTaHM3allMi M COOOIIECTBa, TaKXKe
31mech KpaliHe BaXkKHa POJIb YWICHOB CEMbU OOJBHOTO.

IlpuHuunel BeneHusi OoOJbHBIX, cTpagamowux bI,
Ha IMO3MHUX Y TePMHUHAJIBHBIX CTAAUSAX HE OTIMYAIOTCS
OT TaKOBBIX IIPU BEICHUN WHKYPAOEIbHBIX IMAIlUeHTOB,
CTpajalluxX ApyruMu 3adoneBaHussMu. HeobGxoaumo,
B TIEPBYIO OYepelb, IIPOBOAUTH TEPAIUI0 COMATUYCCKUX
OCJIOXKHEHUI, oOecreunBaTh YXOI 3a KOXEM, MOJI0CThIO
pra, TpodUIAKTUKY TPOMOOSIMOOINU, 3aCTOMHON ITHEB-
MOHUM, JIEUCHUE WHTEPKYPPEHTHBIX WHMEKIIMA, OCy-
IIECTBIISITh MATAHUE Yepe3 30HI WJIM TaCTPOCTOMY, B psie
cIyJaeB — IMapeHTepallbHOE TUTaHUe. JIYIIMM BEIOOpOM
SIBJIICTCS OCYIIIECTBIICHNE TOTOOHBIX MEPOIIPUSITHI B CTIC-
IMATU3UPOBAHHBIX YIPEKICHUSIX.
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bI' aBasieTcst omHUM U3 3a00JieBaHUM, 1JISI KOTOPOIO
B pa3paboTKe HaxoIUTCsl OOJIbIIOE KOJIMYECTBO 3KCIIe-
PUMEHTAJIbHBIX TEPANIEBTUYCCKUX METOIOB M IIOAXOIOB.
DTOMY CITOCOOCTBOBAJIN YCIIEXW B MHOTOJICTHEM U3YICHUH
MOJIEKYJISIPHOM HelipoOuoaoruu 3adojieBaHus. B HacTosi-
1ee BpeMsl B MUpPE TIPOBOIUTCS HECKOJBKO ACCITKOB KIIH-
HUYECKUX HUCCIeHOBAaHMI TIperapaToB M HeMeIMKaMEH-
TO3HBIX METOIOB TePAITUHU KaK JJISI CHMTOMATUYIECKOM, TaK
WU IJI 3TUOIATOTeHETUYECKOM 00JIe3Hb-MOIUMBUIINPYIO-
e tepanuu bI'. B uuciae HoBeHllux cpelcTB JeUeHUS
IBUTATEIbHBIX PACCTPOMCTB CiemyeT Ha3BaThb IIperapaT
MPUIOIMUANH, OTHOCSIIMICS K HOBOMY Kiaccy JieKap-
CTBEHHBIX BEIIECTB — I0(GaMUHOBBIM CTaOMIM3aTOpaM
[75], a Takke yrmoMuHaBIIUICS Bblllle JeyTeTpabeHa3H,
BAJIOEHA3MH, TAaKXe OTHOCSIIUIICS K MUHTMOUTOPaM BE3U-
KYJSIDHOTO TepeHocuYrKa MOHoaMuHOB-2 [76]. Tlposo-
IUTCS UccaenoBaHue 3¢ (GEeKTUBHOCTU B OTHOIIICHUH IBU -
ratejibHbIX PacCTPOMCTB HOBEMIINX METOIOB TIJyOOKOIA
CTUMYJISIIUYA TOJIOBHOTO MO3ra, a TaKXKe CITeIMaTbHBIX
KOMILIEKCOB ynpaxkHeHuii. Mccienyercst 3heKTUBHOCTD
HOBBIX METOJIOB KOPPEKIIMU KOTHUTUBHBIX M MOBEACHYC-
CKMX PacCTPOMCTB HAa OCHOBE KOMIIBIOTEPU3MPOBAHHBIX
MIPOrpaMM 1 KOTHUTUBHO-ITOBEICHUYECKOM TepaIiii.

AKTUBHO pa3pabaTbIBalOTCsl HOBelillre 00Jie3Hb-MO-
nuduimpyomme noaxoasl K JedyeHuto bI, cnocoOHbie
3aMeUIUTh TIPOrPecCUpOBaHNe 3a00JIeBaHMUS U CKOPPEK-
TUPOBaTh ITaTOJOTUYECKUil peHOTHMII. M3ydyaeTcsa BoO3-
MOXHOCTh BIMSIHUSI Ha CMHTE3 TEHTUHITHHA ITyTeM OJ10-
KupoBaHUsl TpaHcKkpunuuu reHa HTT. I1lpu atom ocoboe
BHUMaHME YIEISIeTCS CEJICKTUBHON ajlleiIb-crielmduie-
CKOl OJI0Kame TPaHCKPUIILIMU MYTaHTHOTO aJlIejIsl TeHa
HTT c uenblo coxpaHeHUsI CMHTe3a HOPMAaJIbHOTO T'€H-
TuHrtuHa [77]. BemyTcst paboThl 1O KJIETOUHOM Teparuu
BI' ¢ momorbio HelipoTpaHCIUIAHTAIIUM, TIPU 9TOM BechMa
MEePCIEKTUBHBI UCCICAOBAHMS TI0 PETIPOTPAMMHUPOBAHMIO
¢GuOpOOIACTOB € ILIETABIO IOJYYCHMST WHIYIIMPOBAHHBIX
TUTFOPUITOTEHTHBIX CTBOJIOBBIX KJICTOK, CTIOCOOHBIX HU(D-
(epeHpoBaThcsa B HelipoHbI [78, 79]. M3y4atorcs Bo3-
MOXHOCTH aJUICIbCIIEIU(UIHON 3IMMUHAIINN MYTalluy
reHa HTT ¢ moOMOIIbIO CUCTeMbl IJIsSI peHaKTUPOBaHUS
renoMa CRISPR—Cas9 [80]. Mccrmenyiorcss myTd BO3-
MEeUCTBUS HA MEXaHM3Mbl aKTUBALIMU MUKPOTJIMU U TJIM-
aJbHBIN MMMYHHBIM OTBET, a TaKXKe TOPMOXKECHUS THOSIN
HelipoHoB 1ipu pa3Butun bI' [4]. Hanbomee BaxkHbIE ITpak-
TUYECKHE Pe3yIbTaThI ITOIyYCeHBI TIPU pa3padboTKe METOIOB
nogaBiieHusl 3Kcripeccun reHa HTT nyreM NpuMeHEHUS
AHTUCMBICIIOBBIX OJIMTOHYKJICOTHUIOB, CIIOCOOCTBYIOIIUX
uHTpaHykJeapHoii aerpagauuu MPHK rena.

B nacrosiee Bpemst npoonurces 111 daza tpuana GEN-
ERATION HDI1 — MexmyHapogHOTO MYJIETULIEHTPOBOTO
PaHIOMU3UPOBAHHOIO IUIAIIEOOKOHTPOIMPYEMOTO KIIMHU-
YecKoro ucrbiranus 3¢ dextuBHocT Tpernapata RG6042,
pa3pabotanHoro kommaHueil «lonis Pharmaceuticals»
(CIIA), y 60ombHBIX ¢ cuMIiToMHOM BI', B KoTOpoM TIpuHU-
MaloT yyacTue 1 poccuiickue 1eHTpsI [81]. I1pemapaT npen-
cTaBysieT co0oii 20-HyKJICOTUIHBIM aHTUCMBICIIOBOI OJIMTO-
HYKJICOTHII, BBOAMMBIM MHTPATEKAJIbHO (3HIOTIOMOATIHHO)
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B BUIIE paCTBOpPa, KOTOPKIM MpephIBacT MPOIIECC CMHTE3a TeH-
TUHITHHA ¢ 00oux ajuieneit reHa H1TT, cnocoOCTBysI pe3KOMY
CHIDKEHUIO YPOBHSI SKCITPECHM TeHa B HEMpOHAX U TJINAJIb-
HBIX KJIETKaX TOJIOBHOTO Mo3ra. IlpenBaputebHbIC pe3yiib-
TaThl MMPYMEHEHMSI JaHHOTO TIperapara, paHee MMEBIIETO
HasBanue IONIS-HTTRx, B I u Il ¢azax uccnenoBaHus
MMPOACMOHCTPUPOBAIM XOPOIIMiI MPOoGUIb 0e30MacHOCTH
U OTYETIMBOC MO303aBMCHMOE CHIDKEHME YPOBHSI MYyTaHT-
HOTrO reHTUMHIrTUHA [82]. JJaHHBIA MOAX0., SIBIISIETCS BeCchMa
MHOTOOOCIIIAIOIINM, MCCISIOBATEIM BCETO MUpPa, KaK U Ce-
MBHU, OTATOIIeHHBIe BI', ¢ HeTeprieHneM XIyT OKOHYAHMS
Pe3y/IbTaTOB KIMHUYECKOTO McciaenoBaHusl. HemaBHO Tmo-
SIBUJIach MH(pOpMAIIMs, YTO TIperapaT ITOJYIMJI Ha3BaHMe
«Tomunepcen» [83]. BosamoxxHo, B Omkaiimme rombl bI'
CTaHET OMHUM U3 MEPBBIX TSLKEBIX HeMpoaereHepaTUBHBIX
3a00JIeBaHUI, CTaBLIMX KypaOeabHbIM Ojarogapsi BHeIpe-
HU10 3(P(HEKTUBHOTO MTATOreHETUIECKOTO JICYEHUS.

3aknoueHne

bI" saBnsieTcss Ha CEroAHsIIIHUN 1eHb MPUTOBOPOM IS
ThICSIY ceMmeli Bo BceM Mupe. KpyrHeiiiime J10CTUXeHUsI MO-
JIEKYJISIPHOM TeHEeTUKU U HeHpoOMOJIOruy Mo3BOJIUINA yCTa-
HOBUTb MPUYUHY U BO MHOTOM MOHSITb MEXaHU3MbI Pa3BU-
THS ATOJOTMYECKOr0 MPOoLIecca, IMPOKO BHEAPUTD METO/IbI
MMArHOCTUKKU U TIpoduaakTuku. MccaemoBarenn BO BCeM
mupe, BKiIodast Poccuio, akTHBHO pabOTalOT Hajl pellieHUeM
[JIABHOM 3amayl — pa3paboTKu 00J1e3Hb-MOAUDULINPYIO-
1Ll Tepanuu, CoCOOHOI 3aMeJIUTh U, B Uagaje, OCTaHO-
BUTb TPOTPECCUPOBAHUE TSXKEJIOr0 WHBAIWAU3UPYIOLIETO
3a0071eBaHUs], a TAKXKe TMPEAyNpPeqUTh ero MaHudecTaluio
Yy aCUMINITOMHBIX HOCUTEJIEl MyTaHTHOro reHa. Mccienosa-
HUSI TeHETUKU 1 naroreHe3a bI' mo3Boyiniy NoHsITb MHOTHE
3aKOHOMEPHOCTU Pa3BUTUSI HEUpOAEreHepaTMBHOIO IIpO-
1iecca B LIEJIOM, YCKOPWIM CTAHOBJIEHUE TPAaHCISILUMOHHON
menuuuHbl. [TomoGHbIe ycrniexu ObUIM Obl HEBO3MOXHBI 0€3
YCHEIIHOTO MEXAYHAPOIHOIO COTPYIHMYECTBA CHELUATU-
CTOB B 00J1aCTH HEMPOHAYK 1 CMEXKHbBIX CIIeLIMAIbHOCTEIA.

Heo6xoaumMo OTMETUTH ellle OAWMH BaXKHbIM acIekT,
CMOCOOCTBOBABIIMI COBPEMEHHBIM YCIeXaM B M3yYE€HUU
bI', — MomHoe nmauuMeHTcKoe ABMXKeHMe. Bxianm maru-
€HTCKMX OpraHu3allvii B peleHrne BOIpoOCOB, 3aTparupa-
IOIIMX MHTEPEChl CO00IIeCTBa ceMelt, oTsAromeHHbIX bl
CJIOXKHO TIepeOoLEHUThb. MeXIyHapoaHble TalMeHTCKUE
OpraHM3aluuy, MOMMMO OCYILIECTBJIEHUS TCUXOJOTUYE-
CKOM U COLMAIBHOM MOANECPXKKU OTSATOILIEHHBIX CEMEWH,
CIMOCOOCTBOBAJIM  9KCIIOHEHLIMAJIBHOMY POCTY 4uCJa,
o0beMa 1 KauyecTBa HayYHBIX MCCJIeJOBaHUU IO TpoodJie-
Mme BI', akTUBHO yyacTBOBajud B pa3pabOTKe 3TUUYECKUX
npuHuuIoB npoeaeHust JJHK-guarnoctuku, pekKpyTuH-
re MaUMEHTOB W JIUIL U3 «TPYIIbLI PUCKa» JJId KIMHUYE-
CKUX uccienoBaHuii. He Oynet nmpeyBelimdyeHUEM CKa3aTh,
YTO 3apOXIEHWE U PA3BUTUE TMALMEHTCKOTO BVKEHWUS
npu BI' okazano copeiicTBUE TOSIBJIEHUIO MHOTOYMCIIEH-
HbIX MAMEHTCKUX OpraHu3aluii, O0bEANHSIIOINX CEMbU,
CTpalalolve U APYTUMU PEAKUMU HEKYypaOEIbHBIMU 3a-
6oneBaHusIMU. OTpamHO, YTO pOCCHIiCKas IMAIIMEHTCKast
OpraHM3alusl YK€ MHOTO JIET SIBJSETCS IMOJHOIPAaBHbIM
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AKTMBHBIM YYaCTHUKOM MEXIYHapOAHOTO MallMeHTCKOTO
nBrkeHns. C TaKoM MTOIIEPKKOM CITeIIMaarCThl, paboTa-
o1IKMe Haf peleHueM npobiiembl bI', ObicTpee HalayT OT-
BETBI HAa CJI0XHBIE€ BOIIPOCHI, YTO TTO3BOJUT NOCTaBUTh bI'
MO/ MOJIHBIM KOHTPOJIb U TIPEPBATh €r0 paclpoCTpaHEHUE
B MOITYJISILIMSIX BO BCEM MUPE.
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