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Bonesuv IenmuHemona — pedkoe HelipodezeHepamueHoe 3a001e6aHue UeHMPAnvHOL HePEHOTL CUCeMbL

€ AymoCcoMHO-00OMUHAHMHBIM MUNOM HACTE008aHUS, 4mo 00ycnosneHo mymayueti (yonunenuem CAG-nosmopa
00 36 u 6onee) 6 ceHe eeHmuHemuHe. Knunuueckas kapmuna xapakmepusyemcs xopeugdopmHoimu
2unepKuHe3amu, no6e0eHUecKUMU U NCUXUHeCKUMU paccmpoticmeéamu. B cmamuve npedcmasner KauHu4eckuti
cnyuaii 65-nemueti nayueHmku. Paccmompenvt namozenemuueckue acnekmol passumus 3a6071e6aHUs

u cmpamezust n0060pa MeOUKAMEHMO3HOL Mepanuu, 0CHOBAHHAS HA AHANU3E KTUHUYECKOU CUMNIMOMAMUKLL.
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BBepenue

Bonesup Ientunrrona (BI') — HemsnednMoe HaclenCTBEHHOE
HellpoyieTeHepaTuBHOe 3ab0/eBaHue, 06yC/IOBIEHHOE TeH-
HOIT MyTalyelt 11 IIPUBOJsLIee K IPOrPecCUpYIOLIelt ruberm
HEJPOHOB T'O/IOBHOTO M03Ta. OCHOBHOJ MUIIIEHBIO JieTeHepa-
TUBHOTO IIpoLiecca SBJLI0TCA 6a3aIbHble TaHIIUY, OCOOEHHO
CTpuaryM (IIOJI0CATOE TeNo), PaCIIONIOKEHHBII B MX CTPYKTY-
pe. KimroueBast pyHKumst 6a3anpHBIX TaHITINEB 3aK/TIOYAETCS
B 00ecIiede Nt IIABHOCTY M KOOPIMHALY IBVDKeHuit [1, 2].
HlereHeparyst cTpuaTyMa BeET K CHIDKEHMIO CIIOCOOHOCTI
HIOJIAB/IATD HEXKeTIaTe/IbHble IBUTaTeIbHble aKThI, YTO K/IVHMN-
YeCKM IPOSABTIACTCS M3OBITOUHBIMYU HEIPOM3BOIbHBIMI IBU-
JKeHMAMI — Xopeeit [3].

BI mopaxaet gBUraTeIbHYI0, KOTHUTUBHYIO M IIOBETEHYECKYIO
c¢epbl, Hapyas CIOCOOHOCTD Ye/I0BeKa IBUTAThCS, MBIC/IATD
¥ KOHTpO/MpoBaTh sMorym. O6bI9HO MaHMpecTamys 3a60-
JIeBaHMA IPOUCXOIUT B BopacTe 30-50 J1eT, HO CHMIITOMBI
MOTYT BOSHMKHYTb B /0O0M Iepuope >kusHiL. B ¢ ge6roTom
1o 20 et KIaccupuUIUpyeTcs KaK I0BeHIIbHaA (popMa 3a60-
neBanus [4].

BI' Bo3HMKaeT B pe3y/nbTaTe MyTallM FeHa, KOFMPYIOLIEro
6enok rearunrtuH (HTT). B HopMe aTOT reH cofepXut Bapu-
abe/bHOE KOMM4ecTBO MOBTOPOB TpuHyKIeotnaa CAG (uu-
TO3VH-aJIeHNH-TyaHIH), KOTOPOeE Y 30POBBIX JINI| COCTAB/IAET
ot 10 po 35 [5]. ®usnonornyeckas GyHKUYA Oe/ka TeHTVHT -
TUHA OKOHYATE/TbHO He M3y4eHa, OHAKO IIPEMITIONIaraeTcs, 4To
OH UTPaeT BaKHYIO PO/Ib B Pa3BUTHI HEPBHOII CUCTEMEI [6, 7].
ITpy BI' mponcxomuT maTonorndeckoe yBenmdeHne qycia
CAG-nosropos B rene HTT. ITpu atom yem 6orblie 1o-
BTOPOB, TeM BBIIIe PUCK PasBUTIA 3a00/leBaHMA. YCTaHOB-
7IeHo, 4TO Y manueHToB ¢ bI' komryectBo CAG-1oBTOpOB
IpeBbIIaeT 36, a B TsDKeNbIX crydasax — 120. Tpunyxieo-
g, CAG KopupyeT aMMHOKICTIOTY ITyTaMuH [6, 7]. Ilpu
myTamym reHa HTT cunTesupyeTcs 6emok ¢ aHOMAnb-
HO Y[UIMHEHHBIM IIOJINI/TyTaMIHOBBIM YYacTKOM M3-3a

M30BITOYHOTO COlePYKaHYIsI aMVHOKVCTIOTHBIX OCTaTKOB IJTy-
tamyHa. [Tono6HOe yanuHeHre IPUBOAUT K M3MEHEHMIO
[IPOCTPAHCTBEHHON KoHpopMaryy 6enka, BCIENCTBIE Yero
OH IprobpeTaeT TOKCHYECKIe CBOVICTBA. Beok HaumHaeT
HAKaIUIMBaThCA B KJIETKAX OINPeNie/IeHHBIX CTPYKTYP FOMIOB-
HOTO MO3Ta, IIPEVMYIIECTBEHHO B IIO/I0CATOM Tejie (CTpu-
aTyMe) U OTHe/bHBIX y4acTKaxX Kopbl [8]. 3aTeM ymnuHeH-
HOe 0eTIKOBO€ COefMHEeHNe pacrafaeTcs: Ha 6omee MenKie
(parmMeHTBI, KOTOpble HAKAIUIMBAIOTCS B HEJPOHAX I'OJIOB-
HOT0 MO3ra I HapyILIAIOT VX (PyHKI[OHVpoBaHye. HelfpoHbI
normbaror. Bo3HymKaroas B pesy/brare HelipofereHeparyis
00YCIIOBNIMBAET Pa3BUTIE XaPaKTEPHBIX CUMIITOMOB 3a60-
nesanus [9, 10].

BI' siBnsieTcss TeHeTmueCcKuM 3abOIeBaHMEM C ayTOCOM-
HO-JIOMMHAHTHBIM TUIIOM HAC/IeOBAHMA. Y Ye/lOBeKa JiBe
xoryy reHa HT'T, Tem He MeHee 11 pasBuTILA 3a007eBaHNA
[OCTATOYHO MYTAlMVl B OfHON M3 HMX. JTO O3HAYAET, YTO
y Kaxxzoro peberka poguresisi ¢ B umeercst 50%-Hast BeposT-
HOCTb YHAC/IeTOBAaTh My TVPOBAHHYIO KOIIMIO I'eHa 11, COOTBET-
CTBEHHO, 3a0onesanne [11, 12].

KxapakTepHbIM IpusHakam bI' OTHOCATCA HEPONM3BO/IbHBIE
HACW/IbCTBEHHDIE IBVDKeHs (Xopest). Ha HaganpHbIX 9Tarmax
OHM OObIYHO BOSHMKAIOT B [VICTA/IbHBIX OT/EIaX KOHEYHO-
cTeli (TTajIbLiax PyK VM HOT), @ TAKOKe B MEJIKIIX MBIIIIAX JIIIA.
IToxozka CTaHOBUTCS HEYCTOIYMBOIL, YTO BHEIITHE MOXKET
HaIlOMMHATb COCTOSIHME JIETKOTO oIbsiHeHus1. [To Mepe mpo-
rpeccupoBanys 3a007IeBaHNMs HEIIPOV3BO/IbHbIE IBVDKEHVIS
PacIpOCTPaHAITCS Ha IIPOKCYMATbHbIE Y OCEBbIE MBIIIIIBL,
3axBaTbIBas IPAKTUYECKY BCe TPYIIIIbI MBI, XOpendecKye
ABYDKEHMS TIPUCYTCTBYIOT Ha MPOTSDKEHMY BCETO Mepuoza
60IpCTBOBaHNS U He MOTUMHAIOTCS eYHOMY [IaTTEpPHY aK-
TUBHOCTH. B yacTHOCTYM, BOB/IeYeHNe INIeBOI MyCKY/IaTypbI
TIPOSIBJISIETCST HETIPEPbIBHBIMM IPUMacaMi: ITOHVIMAaHUEM
6poBeit, IpUILypyUBaH/EeM, TOBOPOTAMIL ¥ HAKTIOHAMY TOJIO-
BBI, BBICOBBIBAHMEM $3bIKa 11 HafjyBaHueM ry6 [13].

JddexTuBHAA apmakoTepanus. 14/2026



Knunuveckuit cnyyai
IMarmentka 3., 65 net. Cunraet cebs 6ompHOI ¢ 2000 T., Korga
BIIEpBbIE 3aMETI/Ia HEPOM3BO/IbHbIE IIOfIEPTVBAHMSA B KOHEY-
HocTsx. Ha MOMeHT ocMOTpa yTOUHEHO, YTO TepBble CUMIITO-
MbI BOSHUK/IN IIpuMepHO 20-25 sieT Hasal. Co BpeMeHeM I'-
HepKIHe3 HapacTal. XaOTH4HBbIe ABYDKEHVA B (pOpMe UIpbI
Ha pyKax M HOTaX OTMEYa/VCh Ha IPOTHKEHMN HOC/IENHIX
CeMI-BOCbMI JIeT. B TeueHnme IOC/IeAHEro rofja IUMEPKIHES
PaCIIPOCTPAHIWICS Ha IEPUOPATIbHYIO 0O/IACTD 11 MBILIIbI IIEN.
JIBVDKEHMA IPOABTIAIOTCA B BUJie HACH/IECTBEHHOTO HATIPsDKe-
HIIA MYCKY/IaTyPBI, A TAKOKE SIM30[1T9eCKOTO HEIIPOM3BOIbHO-
T'O BBICOBBIBAHNA A3DIKA.
B 2009 r. maryieHTKa BIIepBble 0OpaTIIach 3a aMOyIaTOPHOI
TIOMOLIBIO. BbI/ ycTaHOB/IEH AMarHo3: Xopest [eHTHHITOHa, re-
Hepa/IM30BaHHBIIT XOPer(OPMHbIIT TUIIEPKIHES, AV3APTPIIL.
B cBA3M ¢ 3TUM HaIMeHTKe Ha3HAYVIN Ce/IeKTUBHBIE VHT-
6MTOPBI 06PATHOTO 3aXBaTa CEPOTOHVHA, HEKOHKYPEHTHBIE
AHTarOHMCTHI IMyTaMaTHbIX NMDA-penenTopos 1 aHTHUIICK-
XOTUYECKME CPEfICTBA.
B deBpare 2025 . Ha GoHE IPOrpeccHpOBaHII CUMIITOMATH-
KII TIALIeHTKA TIOBTOPHO 0OPATIIach K HEBPOJIOTY MOIVKIIN-
HyKy Ne 2 . Maxadkatbl 1 ObITa HallpaB/ieHa Ha FOCITUTa3a-
IO B TOPOJCKYIO KIMHNYECKYI0 OOMbHILYY [/LA fia/IbHETIIero
06crIenoBaHys 1 OFO0pA TEPAIINIL
CeMelHbIN aHaMHe3 OTATOLIEH: 110 CJIOBaM ITalIIEHTKI, ee
OTel] CTpajia/l aHaJIOTVYHBIM 3a00/IeBaHNEM.
Hepponormaeckuii craryc: cosHanye sicHoe. OpUeHTHpyeTcs
BO BpPEMEHM ¥ [IPOCTPAHCTBE. DMOLIMOHAIBHO JIAGUIbHA, pas-
IpaKMUTENbHa.
JlBurare/mbHas CucTeMa: HAOMIONAETCSI XAOTUYHBIIL XOpen-
(OpMHBIV IUIIepKIHES, IPEUMYILECTBEHHO B BEPXHIIX KOHed-
HOCTSIX. Mblnreunas cyta cHypkeHa (S = D), MbIlITeqHbIi TOHYC
He n3MeHeH (S = D). PechrrekcrI (kapriopajyanbHble, C AByI/Ia-
BOJ MbIILI[bI, KOJIEHHBIE, AXVJI/IOBbL, OPIOIIHbIE) YXUBbIE, CHM-
MetpuyHsle (S = D).
BrInonHeHe KOOPAMHATOPHBIX TIPO6 3aTPYLHEHO B CBA3U
C BBIPOKEHHBIMI XOPENYECKMMI TUIIEPKIHE3aMI:
= [OXOJKa: TaHIyomas (Xopendeckas) Ha oOHe Hempous-
BOJIbHBIX JIBVDKEHVII B KOHEUHOCTSAX (PUCYHOK);
= IaJIbLIEHOCOBaA Ipo6a: BBIIOTHEHNe 3aTPYAHEHO, Hab/o-
JIAIOTCA MHTEHIMOHHDII TPEMODP ¥ NPOMaxXMBaHMEe MIMO
e (MUMOIIONIAIAHYE);
= KOJICHHO-TIITOYHAs 1IPO0a: HEeBBIIO/HIMA 13-3a TUIIEPKI-
Hesa;
= 1po6a Pombepra: HeBBIONHIMA BCIEACTBYE TUIIEPKIHESa.
JIOTIONHUTENIbHO OTMEYAKOTCS IVICTOHA MUMIYECKON MYCKY-
JIATYPbI M MBILIL] 1LY, & TAKKE IU3aPTPUL
Ha moMeHT TiepBoro o6paliieHnst K HeBpOJIOTy MallieHTKe 3.
661710 0K0710 50 7eT. B TeueH e HeCKOMBKIIX HPELIECTBYIOLINX
JIeT OHa OTMeYa/la HapacTAILIYI0 HEeMOBKOCTb IIPY XOfbOe
VI BBITIOJIHEHY TOYHBIX IBVDKEHMIT, HerpyOble HEMOCTOSHHBIE
XOpenyecKyie IUIepKIHesbl B KOHEYHOCTAX, a TAKKe Hapyllle-
HIA TIAMATH, TPEBOKHOCTD 1 TIOBBILIEHHYIO PasHpasKUTe/b-
HOCTb. PaHee 3a MEIMILIMHCKOI IIOMOLIBIO TI0 TTIOBOJY YKa3aH-
HBIX ’Ka/100 He ofpainanach. [Ipy HEBPOIOIMYeCKOM OCMOTpe
BBLAB/IEHD! HETIPOM3BO/IbHbIE IBYDKEHIA: XOPENIECKIIA TUTIEp-
KIHe3 B KOHEYHOCTAX ¥ MUMITYECKOI MYCKY/aType, Hapylle-
HJIA TIPOU3BONIbHBIX IBVDKEHMNIT U TIOXOIKIL
Ha ocHoBaHUM pe3ynbTaToB IpeAbIAyIINX 06C/IenoBa-
HUit (HelpoBU3yanmusauus ¥ nabopaTOpHbIE METORBI)

Heponorua u ncuxmatpus

KNMHKUeCKaa npakT

Xopeuuecxue NPpU3IHAKU 6EPXHUX KOHeuHocmell

CTPYKTYPHBIe IOPaXKeHNsI TOTIOBHOTO MO3Ta, CIIOCOOHbIE BBI3-

BaTb XOPEI0, OB VICK/TIOYEHBI.

JaHHble reHeTIYecKoro obcenoBanyst: B rene HT'T BbisaBie-

Ho 40 CAG-1I0BTOPOB, 4TO NOATBEPXKAAET AnarHos B

C y4eToM BBIPKEHHOCT! K/IVHIYECKO} CUMIITOMATUKY Ia-

IIMiEHTKe PEKOMEHJIOBaHa CTIelyIollasl Tepamms:

= (yBokcamMuH 50 MT 10 CXeMe;

= cynbrmpup 50 MI jBa pasa B CyTK;

= MeMaHTuH 10 mr/cyT;

= STIWIMETWITUAPOKCUTIMPUANHA CYKIMHAT 250 MT [Ba pasa
B CYTKIL.

B cBs13u ¢ mporpeccupyomyM TedeHeM 3aboeBaHs IIa-

LVIEHTKY HAIIpaBWIM Ha MeIVIKO-COLIMA/IbHYIO 9KCIEPTU3Y,

IO pe3y/bTaTaM KOTOpPOIi el IPUCBOVIM TIEPBYIO IPYIIITY MH-

BaJIMTHOCTIA.

06cyxpeHue

OcobeHHOCTAMY TedeHNs 3a00/IeBaHNA Y AIMeHTK 3. AB/A-
I0TCS1 €T0 OTHOCUTENTbHO MeflJIeHHOE IIPOTPeccpoBaHie U BO3-
pact pebrota crapiue 40 et. KimHndeckas KapTuHa Xapax-
TEpU3YeTCA TUIMYHBIM 1A BI' coueTanmeM [BUraTeNnbHbIX,
KOTHUTVBHBIX ¥ IICUXWYECKMX HaPYIIEHN, YTO TTOTHOCTBIO
COOTBETCTBYET MAarHOCTUYECKUM KpuTepusaM. BaxxHo orme-
TUTb, YTO II0 Mepe IIPOTPeccHpOBaHys 3a00IeBaHNs YacTOTA
Y MIHTEHCUBHOCTb XOPen(OpMHBIX TUIIEPKIHE30B HAPACTAIOT.
OpnHaKo MHBa/MIM3aLyA MALVeHToB ¢ BI' B 60/bIel creneHn
006yCTIOB/IeHa CHIDKEHVeM IIPOM3BO/IBHON IBUTATeIbHOM aK-
TUBHOCTY, @ He BBIPOKEHHOCTBIO COOCTBEHHO HEIIPOU3BO/Ib-
HBIX IBVOKEHMIA.

B Hay4HOI1 muTepaType MOCIeHMX JIeT OIMCAHbI PEIKIE Ha-
CTIENCTBEHHBIE HEMPOJieTeHepaTHBHbIE 3a00/IeBaHIIs, KIIMH-
yecKle IpOsIB/IeHNsI KOTOPBIX CXOfHbI C TakoBbIMM Iipu BI,
HO OT/IMYAIOTCS OT (PeHOTNIIA APYTYX HelfpofereHepaTBHbIX
TIATO/IOTMIA, HAIIpUMep AeMeHIuN ¢ Tenbliamu JleBu. [laHHbIe
3a60reBaHs, QeHOTUIINYECKN CXOfHbIe ¢ B, 06ycmoBIeHb!
MyTalMsAMU B T€HaX, PACIIONIOKEHHbIX BHE 4-I1 XPOMOCOMBI
(Mokanmu3anyA reHa reHTUHITHHA). OHM KIaccupyIpyoTcs
Kak «110700HbIe 60ne3un lentunrrona» Tunos 1,2 u 3 (HDL-1,
HDL-2 u HDL-3). Tunet HDL-1 1 HDL-2 Hacnenyrotcst o ay-
TOCOMHO-JIOMVHAaHTHOMY THILy, Torja Kak mia HDL-3 xapak-
TepeH ayTOCOMHO-PELeCCUBHBIN TUII HaclenoBanu [14, 15].
IIpepmnonaraeTcs, yTo MpUMepHO Y 1% MalMeHTOB ¢ KIMHU-
dyeckyM fuarHo3oM BI' ¢akTimdecky umeer Mecto mpyroe
pefikoe TreHeTH4YecKoe TUIEePKUHeTIYeCcKoe pacCcTPOiCTBO.
MyTauuy, nexamye B OCHOBE 3TUX COCTOSHMIA, IPUBOJAT
K dopmupoBanmio ¢eHoTuna, CXoFHoro ¢ TakobiM B IIpu
muddepeHIManbHOM AMATHOCTIKe HNalMeHToB ¢ BbI' BaxxHO
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YINUTBIBATD, YTO, HAIIPYMeEp, HAC/IENCTBEHHbIE CIIHOLiepeder-
JIAPHBIE aTaKCUY OTIMYAIOTCA OT bI' HamumeM BbIpayKeHHOM
MO3)KeYKOBOJ1 CHMITOMATHKY. [J06poKadecTBeHHas Hacyef-
CTBEHHas XOpest (ayTOCOMHO-JOMMHAHTHOE 3a007eBaHNe) Xa-
PpaKTepu3yeTcs OTCYTCTBIEM IIPOTPecCUpOBaHNA U IeMEHIIVN,
YTO MPYHIUIIMATBHO OT/I4aeT ee ot Bl [16].
Kpome Toro, He06XORMMO IPYHMMATh BO BHUMaHMe MHOXe-
CTBO HACNIECTBEHHBIX U HEHACTIE[ICTBEHHbIX 3a00/eBaHMIL.
Ot 3a607eBaHMs OT/IMYA0TCS OT BI comyTeTBYyIoMmyMy Kin-
HIUYECKVMIY TIPOABICHNAMIY, Te4eHIeM 1 pe3y/IbTaTaMy CIIe-
1ibrUecKmx 1ab0paTOPHbIX MCCTIEOBAHMIL.
B acriexTe reHeTMYeCKVIX IIPUYIH XOPEeN KpaifHe BayKHO UCKITIO-
4uTh 607Me3Hb Bubcona — KoHOBamoBa, OCKOMbKY JaHHOE 3a-
OoreBaHye OTHOCUTCS K YMCITY KypaOebHbIX (IIOfAIOMXCS
Teparmu) coctosimit [17, 18]. Bonesusp Busbcona — Koxosa-
JI0Ba — ay TOCOMHO-peLiecCBHOe 3a00/IeBaHyie, 00YC/IOB/IEHHOE
HapyllleH/eM TPaHCTIOpTa MOHOB Mefiy B opraHusMe. Cpenn
K/IVHIYeCKIX CHMIITOMOB — IIOpa)KeHJe Pas/IMYHbIX CHCTEM:
HeBPOJIOTIYECKHE U IICUXIYeCKIe PACCTPOIICTBA COYETAIOTCA
C BUCIIePa/IbHOI ATONOTHel (IIPeVMYIeCTBeHHO IIOPaKeH -
eM IeveHn). J[uarHo3 ycTaHaBNIMBaeTCA Ha OCHOBAHVIL:
= Pe3ynbTaTOB FeHETUYECKOTO TeCTUPOBAHM;
= obHapyxeHns Korer Kaiisepa - Oneliiepa mpu ocmorpe
POTOBUIIBI C IOMOILBIO 1IIe/IeBOYI JTAMIIBI;
= OIpe/eIeHIs YPOBHS Liepy/IOIUIa3MIHA Y MeI B CBIBOPOT-
Ke KpoBU (MMeeT 60/IbIIIOe IPAKTIYeCKoe 3HAYCHME).
Penxoit HacrencTBeHHOI IPUYMHOI XOpey CIUTaeTCs Helipo-
aKaHTOLUTO3. B HEKOTOPBIX ceMbsIX 3a00/IeBaHIIe HACTIENYETCs
TI0 Ay TOCOMHO-TOMIHAaHTHOMY THITY, aHanoriyHo bI. Kmmn-
YyecKiie OT/INYM HelfpoakaHTonuTo3a oT bl BiouaroT:
= IIPUKYCBIBaHUe Iy6 U A3BIKa;
= Ha/IMuie THKa;
= [pUSHAKY HepudepIIecKoil HefpomaTuy;
= MbleyHble arpodm [19].
JlrarHo3 mopTBepXKAAeTCA Ipy 0OHAPYXKEHNY aKaHTOLMTOB
B MasKe IepudeprdecKoil KpoBu. XapaKkTepHBIM Taboparop-
HBIM TIPY3HAKOM TaKKe AB/IAeTCA TOBLIIIEH)e YPOBHA Kpea-
THPOCHOKMHA3HI B CBIBOPOTKE KPOBIAL
Henraropybpomamponsioncosa arpodust (JPITIA) - eme
OJIHO HelIpoJiereHepaTnBHOe 3a00/eBaHue, KOTOpoe M0 KIN-
HUYECKUM HPOSABIEHNAM MOKeT HarloMyHaTh BI. Kmuirdec-
Kas KapTUHA XapaKTepusyeTcsl MIMPOKOIT BaprabebHOCTBIO
CHMIITOMOB U MOXXeT BK/IFOYaTh XOPEl0, MYOKIIOHNM, VCTO-
HIIO, TAPKVHCOHM3M, SMMIENTIYECKe IPYCTYIIBI, aTAKCHIO
u femennio. [IPITJIA nacnemyeTcs 1o ayTOCOMHO-JJOMMHAHT-
HOMY TUITY U aCCOLMMPYETCS ¢ HeCTaOMIIbHON SKCIIaHCHelt
CAG-noBropoB B rene ATNI, nokan130BaHHOM Ha 12-i1 Xpo-
mocoMe [20]. 3aborneBanue HanboIee PaCIPOCTPAHEHO CPe
JKTenet SImoHmm, Ho BCTpeyaeTcs U B APYTUX MOMY/IALMAX.
K HeHac/enCTBEeHHBIM IIPUYMHAM XOpey OTHOCATCA SHIeda-
7T, TpeTruHbIt cudmmic, BUY-nnbexuns u xopes Cupen-
ramMa — CaMOOTPAaHIYMBAIOLIAACA [IeTCKAsA XOpes, CBA3aHHasd
C TIpefLIeCTBYIOMell MH(EKIVelt, BbI3BAaHHOI GeTa-reMoni-
TIUYECKVIM CTPENITOKOKKOM IPYIIIBI A.
Y manyeHToB 6e3 OTATOIIEHHOTO HAC/IECTBEHHOrO aHaM-
Hesa C7IeflyeT TakkKe MCKII0YaTh CUCTeMHYIO KPacHYIO BOJI-
vaHky (CKB) ¢ nopaxeHneM LieHTpaIbHOI HEPBHOI CUCTe-
Mbl. PasButie HeBponorideckoit cumnroMaryuky npyu CKB
CBS3aHO C HA/INMYNMEM B CBIBOPOTKE KPOBM aHTHAJEPHBIX
1 aHTU(HOCHOMNIINHBIX AHTUTEIL.

Kpome Toro, TipeoTokcnKo3 MoxkeT MaHU(eCTUPOBAThb XO-
penyecKuM CYHIPOMOM, B CBSI3Y C YeM B IUIaH 00CTIeOBaHILA
TAIeHTa C Xopeeil HeOOXOMMMO BK/TI0YATh OLIEHKY (QyHKIM
IIMTOBUIHOI >Kenesbl [21].

XopendecKnit CMHAPOM MOYKET MMeTh MECTO TIPH LiepedpoBa-
CKY/LAPHBIX 3a00/IEBaHIAX M CTPYKTYPHBIX NOPAKEHIAX TO-
JIOBHOTO MO3ra. JJaHHBIe COCTOAHNA JIETKO BepUpULPYIOTCS
C TIOMOIL[BI0 MarHUTHO-PE30HaHCHON ToMorpadum. ITopake-
HIs1 CyOTamaMM4YecKoro sijpa CioCOOHDI BBISBIBATH TEMIXO-
peto 11 reMu6aJIIN3M, KOTOpBIE IETKO OT/INYNTD OT B 110 BHe-
3aIIHOMY Ha4aJTy ¥ OfJHOCTOPOHHVM CHMIITOMaM.

I[Ipu puddepeHIaTbHON FUATHOCTIIKE XOPEMIECKOTO CUH-
IpoMa BCET/ia Ha/Jo YYMUTBIBATh BO3SMOYKHOCTb BOSHMKHOBEHIA
TleKapCTBEHHO-MHYIMPOBAHHbIX JVMCKMHe3MA. [ImTenbHas
Teparwist IeBOFOION py 6oresty ITapkuHCOHa MOXET HpH-
BECTM K PasBUTHIO IVICKIHE3NII, K/IVHNYECKV CXOfHBIX C TH-
HepKyHeTHIecKiM cuHapomoM rmpy B Tlospusas puckunesns
acCOLVMPOBaHa C MPEUIECTBYIOIMM IIPMEMOM IIPENaparos,
O7IOKMPYIOLIVX 0(aMITHOBBIE PELIENTOPLL, K KOTOPBIM OTHO-
CATCA aHTUIICUXOTHYECKNE VM IPOTVBOPBOTHBIE IIPENapaThl
(MeToKTOIpaMup, MPOXIOpIEpasuH U fip.). B cBaA3u ¢ atum
npu cbope aHaMHe3a HEOOXOAMMO YTOYHATD (BakT IpreMa
YKa3aHHBIX /IEKAPCTBEHHDBIX CPEJICTB.

ITpu no3pHelt AVICKVHEe3MM 0OBIMHO He OPAXKAETCsT BEPXHSS
YacTh LA (B omyre ot Bl mpy KOTopoit Hepeiko Habko-
maetcst xopendopMHOe ogHMMaHKe OpoBeit). [unepkunes
OTMedYaeTcs PEUMYIIECTBEHHO B OpoalliaIbHOl 06macTy,
peoOIafialoT CTePEOTHUITHBIE IOBTOPAIOLIMECS ABIDKEHIA
(mpruMOKVBaHNe, IOMKUMAHNE Iy6, BbICOBbIBAHIE A3bIKA).
CoxpaHseTcs IPOM3BO/IBHBII KOHTPO/Ib (MOTOPHAS MMIIpec-
CIs1 OTCYTCTBYeT): MALVIEHTBI C TO3[Hell AUCKUHe3Nel CIIo-
COGHBI YIepXKMBATh A3bIK BBICYHYTBIM O0TIee eCATY CEKYHI,
Torga Kak mpu bl a1o sarpyngneHo.

Xopen4ecKuit CMHPOM TaKXXe MOTYT IIPOBOLIMPOBATh HEKO-
TOpbIe NPOTMBOSIMMWIENTIYECKIE IPENapaThl ¥ IIepopabHble
KOHTPALIeNTBL.

Icyxmarpudeckie CUMITOMBI OTHOCATCS K Hamboree Kypa-
6enmbHBIM TposiBIeHMsIM BI, 11 X cBOeBpeMeHHas KOPPEKIs
CIOCOOHA 3HAYNTEIBHO YIYYLINTD Ka4eCTBO >KM3HY IalVieH-
Ta. TpeBora 4acTo ycyry6isser BIpaKeHHOCTD IBUTATEIbHBIX
PacCTpOIICTB, TIOSTOMY afieKBaTHasA MCUXO(papMaKoTepansa
MOXET OIOCPEOBAHHO NPUBOGUTb K PETPeccy MOTOPHOI
CUMIITOMATHKN. B psAfie cy4yaeB TaKye IPOsBIEHN, KaK TPEBO-
Ta, JIeTIPecclLs U PasipaXUTe/IbHOCTD, OBICTPO KYIIMPYIOTCH Ce-
JIeKTUBHBIMY VIHTUOMTOpaMIL OOPATHOTO 3aXBaTa CEPOTOHVHA.
Brenpenne reHeTYECKOTO TECTMPOBAHNSA 3HAYMTENBHO T10-
BBICIJIO TOYHOCTb AMArHOCTUKY B 11 crioco6¢TBOBANO IpoBe-
IEHIIO UCCTIENOBAaHMII B 3TOM 06/acTit. Tem He MeHee OCHOBOIA
JVIaTHOCTVKY OCTAETCA BbIAB/IEHNE XapaKTePHOI KIMHIYeC-
KOV CMMITOMATUKY. BaXKHO C MOMOIIIbIO TEHETNYECKOTO Te-
CTMPOBaHNA TOATBEPAUTD JUArHO3 y OJHOIO YIEHa CEMbI
€ 9TUM 32007IeBaHIEM.

3aKnoueHne

Ha ceropssAImHmiz fieHb STHOIATOT€HETITYEeCKOTO TedeHys bl
He cymiecTByeT. OfHaKO KOMIIIEKCHBII IIO/IXOf, BK/TIOYAIOLIIT
¢usnoTeparmio 1 MyIbTUANCLMIUIMHAPHOE COIPOBOXK/ICHIIE,
I03BOJIAET TALIVIEHTaM CIIPABUTbCA C MPOTPeCCHPYIOLIVM Te-
JeHIeM 3a007IEBaHIIs, COXPAHNUTH [IOBCEIHEBHYIO aKTVBHOCTD
Y Ka4eCTBO >KM3HIL
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Vsyuenve BI' 1 moBbIlIeHNE OCBENOMIEHHOCTY O Heil Bpa-
4ejl pas/MYHbIX CIIelManbHOCTeN (He TONMBKO HEBPOIOTOB)
CII0COOCTBYET COBEPILIEHCTBOBAHMIO AV depeHIanbHOI yiar-
HOCTVIKY M T€PAIIUN PYTVIX TUIEPKMHETUYECKIX PACCTPOICTB,
BKJTIOYAsT aTAKCHUIO, CUHAPOM OECIIOKOMHBIX HOT 11 MUOK/IOHYC.
ITockonpky MaHv(ecTauys 3a601eBaHNA 0OBIYHO IPYUXOUTCS

Nvreparypa

KNMHKUeCKaa npakT

Ha B3POC/IbII BO3PACT, IPOLIECC Al TALIN TIPEMICTAB/LACT 3Ha-
9YTE/TbHBIE TPYAHOCTY KK YIS IALIMEHTOB, TAK VI LS WIEHOB MX
cemeit. [ybokoe noHmmanve narogusyonoruu BI' 1 cBoespe-
MeHHO€e OKa3aHye KBIM(UIMPOBAHHON MeMLMHCKOI [IOMO-
LI} HATIPAB/IEHbI Ha CHYDKeHIe GpeMeHN O0/Ie3HI V1 COXpaHeH e
Ka4ecTBa XXV3HM IIAI{1IeHTOB.
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Huntington's disease is a rare neurodegenerative disease of the central nervous system with an autosomal
dominant type of inheritance caused by a mutation (elongation of the CAG repeat to 36 or more) in the huntingtin
gene. The clinical picture is characterized by choreiform hyperkinesis, behavioral and mental disorders.

The article presents a clinical case of a 65-year-old patient. The pathogenetic aspects of the disease development
and the strategy of drug therapy selection based on the analysis of clinical symptoms are considered.
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