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JIMCTOHUSI — 3TO ABUTATENIbHOE PACCTPONUCTBO, XapaKTEPU3YIOIIEeCs MOCTOSTHHBIMU MbILIEUHBIMU COKPAILEHHAMH, BbI3bIBAIOIIH-
MU CKpPYUYHBAIOIIe, CTEPEOTUITHBIC ABV)KSHUS HIIH CIIeLH(HUUECKHE TTO3bI. JIMCTOHNMS 9acTO BCTPEYACTCS B KIIMHNYECKOW MPAKTUKE
y ZeTeil, I KOTOPBIX, B OTINYHE OT B3POCIBIX, XapaKTePHBI TeHepann30BaHHbIe (popMbl qucToHnu. Knaccupuxanys IUCTOHUH
UMeeT 3Ha4eHue 171 NpoBeieHus AuddepeHInanbHOro AarHo3a, Bbioopa o0béMa AMarHoCTHYECKoro 00ce0Banust, GopMupo-
BaHMS TAKTHKH JIEICHUS U TIPOTHO3a. DTHOJOTUS JCTCKOIl TUCTOHUH HEOTHOPOIHA. DTHOJIIOTHYECKast KIacCH(UKAIsl BKIFOIaeT
MEPBUYHYIO TUCTOHUIO (0€3 HASHTHOULIUPYEMOI SK30T€HHON MPUYHHBI WU NPU3HAKOB HEHPOAETeHEPallii) U BTOPHYHYIO TUCTO-
HUIO WJIM JUCTOHNYECKHE CHHIPOMBIL. JIUCTOHNUS MOXKET OBITh BTOPHYHOM 110 OTHOIICHHMIO K ITaTOJIOTMYECKOMY HPOLECCy, KOTOPBIH
3aTparuBaeT 0a3aabHbIC TAHIIHNN.

OCHOBHBIM METOJIOM JICUSHUsI OOJIBIIIMHCTBA BU/IOB (hOKATBHOM AUCTOHUHM SIBISIETCS] BBE/ICHUE OOTYJIMHNYECKOTO TOKCHHA. Y JIeTei
9TOT METOJ HCTIONB3YETCs Peke, IPENMYIIECTBEHHO TSl KOPPEKIINH HHBATMAN3UPYIOMINX CUMIITOMOB CETMEHTAPHOH MIJIN TeHEepan-
30BaHHOM JUCTOHMH. YCTaHOBJIEHO, YTO JUIUTENbHAS HIEKTPOCTUMYIISIIUS BHYTPEHHEH JacTu OleaHoro mapa ssisercs 3QheKTrs-
HBIM METOJIOM JICYECHHMS PA3JIMIHBIX (POPM ABUraTeIbHBIX PACCTPONCTB, BKIIFOYAst JUCTOHUIO. [JTy0oKast CTUMYIISIUS MO3ra 0COOEHHO
YCIEIIHO NPUMEHsIETCs y AeTeH, CTPafaroNnuX TeHepaIn30BaHHON AMCTOHNEH, TIPU paHHeM Hadaie Tepamui. OIHAKO 3TOT METOX
TI0Ka He HaIllel CBOeTro MpUMeHeHNsI B POccry n3-3a CIIOKHOCTH Pealii3alliy U OTCYTCTBHS CQOPMHUPOBAHHOM MapIIpyTH3AIMH MAllH-
enToB. [l yBenmmaeHnst 2(h(heKTHBHOCTH KOMIUIEKCHOM Tepanuy IUCTOHMH Yy ieTelt He0OXOAUMBI HOBBIC TTATOT€HETUUECKUE METOMBI
JIeUeHusI PAaCTIPOCTPAaHEHHBIX (POPM NEPBUIHOI TUCTOHHU U TUCTOHUUYECKUX CUHPOMOB B CTPYKTYpE JI€T€HEPATUBHBIX 3a00/1eBaHMI
LIEHTPAILHOH HEPBHON CHCTEMBI, a TaKkKe pa3paboTKa ONTHMAIBHBIX aJITOPUTMOB AUATHOCTUKH H JICYCHHUSL.
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Dystonia is a motor disorder characterized by sustained muscle contractions producing twisting, repetitive, and patterned movements
or abnormal postures. Dystonia is among the most commonly observed motor disorders in clinical practice in children. Unlike dystonia
in adults that typically remains focal or spreads only to nearby muscle groups, childhood dystonia often generalizes. Classification
of dystonia has direct implications for narrowing down the differential diagnosis, choosing the diagnostic work-up, predicting the
prognosis, and choosing treatment options. The etiology of pediatric dystonia is quite heterogeneous. The etiological classification
distinguishes primary dystonia with no identifiable exogenous cause or evidence of neurodegeneration and secondary syndromes.
Dystonia can be secondary to any pathological process that affects the basal ganglia. The treatment options of childhood dystonia
include several oral pharmaceutical agents, botulinum toxin injections, and deep brain stimulation therapy. Botulinum toxin treatment
is the first choice treatment for most types of focal dystonia. In children it is less used because dystonic forms are mainly generalized,
but it might also be helpful in controlling the most disabling symptoms of segmental or generalized dystonia. Long-term electrical
stimulation of the globus pallidum internum is now established as an effective treatment for various types of movement disorders in-
cluding dystonia. However, this method has not yet found its application in Russia due to the difficulty of implementation and the lack
of patient routing. To increase the effectiveness of complex therapy of dystonia in children, new pathogenetic methods of treatment of
common forms of primary dystonia and dystonic syndromes in the structure of degenerative diseases of the central nervous system are
needed, as well as the development of optimal algorithms for the diagnosis and treatment of these patients.
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OTOpHKA YEIOBEKa XapaKTepHU3yeTcs HE TOJIBKO

YAMBUTEIBHBIM MHOT000pa3neM, HO M TIOpa3UTeIb-

HOW TOYHOCTBIO JIBHKEHUH, Ype3BbIUAHON cora-
COBaHHOCTBIO JICHCTBUH MBIIII-aHTAarOHUCTOB, CHHEPTUCTOB
7 arOHMCTOB. DTa COIIACOBAHHOCTB, HCTETHYECKAs KpacoTa
1 MHIUBHUIYaIbHOCTb IBIWKCHUH B 3HAUUTENBHOH CTENCHU
3aBUCAT OT (QDYHKIMH dKCTpanupaMuiHoi cuctemsl [1, 2]. E€
YaCTBIO SBJIAETCS CTPUONAJUIHApHAs CUCTEMA, BKITIOUAIOIIast
psix CTPYKTYp Mo3ra. B (yHKIIMOHAIBHOM OTHOIICHHH XBO-
CTaToe SAPO M CKOpIyHa OOBEIUHSIOTCS B IMOJIOCATOE TEIO
(cTpmarym), a OemHBIC TIIAPHI BMECTE C YSPHOU CyOCTaHIIHEH
1 KPacHBIMH SIAPAMH, PACIONOKEHHBIMH B HOXKKaX MO3ra, —
B Onmexnoe teno (mamwmmaym) [3]. Buoxumuyeckue OCHOBBI
B3aUMOJICHCTBUS MAJNIUAYMa U CTpUATyMa U3Y4Y€HBl JOBOJb-
HO 1oapoOHO [4, 5]. B HOpManbHBIX YCIOBHUSX CYIIECTBYET
paBHOBECHE MEX/Ty AlleTHIIXOJIMHOM M THCTAaMHUHOM, C OJIHOH
CTOPOHBI, M TOIAMHHOM U CEPOTOHMHOM, ¢ Apyroi. Hapymie-
HHE cOATaHCUPOBAHHOCTH () (HEKTOB ATHX HEHPOMETNATOPOB
MPUBOIUT K TOSBICHUIO KIMHUYECKUX CHMIITOMOB HOpaKe-
HUS 3KCTPANUPAMUIHON cucteMsl [6, 7].

Dopmbl namonozuu IKCMPANUPAMUOHOTL CUCHIEMbL

DKCTpanupamMHIHbIe PACCTPOMCTBA OTHOCSITCS K YHCITY HE
CTOJIBKO JKU3HEYTPOKAIOIINX, CKOJIBKO JIECOLIMATN3NPYIOIIHX,
MIPUBOASAIINX K JIe3a/aNTalui, WHBAJIUIN3AINN W Hapylie-
HHUIO CaMOOOCTy)KIBaHUs OOIBHOTO, a B JETCKOM BO3PacTe —
SHAYUTCIIbHO 3aTPYAHAIOIUX PA3BUTHUE TNCUXUYCCKUX U MO-
TOPHBIX HABBIKOB. BbI[[eJ'ISIIOT JIBa OCHOBHBIX CUHApOMaA, pas-
BHBAIOLIMXCS [IPU MATOJIOTHH SKCTPAITUPAMHUIHON CHUCTEMBI:
THIIEPTOHNYECKA-TUIIOKUHETHICCKUH  (aKMHETHKO-PUTHI-
HBIH, CHHIPOM IapKUHCOHM3MA) TNPH TOPaKCHUH IalIH-
JIO-HUTPATIHHOM CHCTEMBI (OJIeTHOTO Iapa M YepHOi cyOcTaH-
]_H/II/I) )51 FI/IHOTOHI/IquKI/I-FI/IHepKI/IHeTH‘[eCKI/Iﬁ — IIpH TOpaXKEe-
HUU CTpUaTyma (XBOCTATOTO spa U CKOpIIyTb) [8].

OKCTpanupaMHHbIE CHHIIPOMBI CHCTEMAaTH3UPYIOTCS Ha
OCHOBAaHUH JIOMHHHPYIOIIETO KIMHWYECKOTO CHHIpOMa: Iap-
KHHCOHU3M, TPEMOP, MBIIICYHAS TUCTOHUSI, XOpes, THKH, MUO-
KJIOHUH, aTeTO3, MapagoKcaabHbIe POpMBI TuCKIHE3nH [9—11].

CuCTeMHBIH TOAXO0/I, HEOOXOIUMBIH ITPH TTOCTAaHOBKE KJTH-
HHUYCCKOT'O JUarHo3sa, TpeGyeT BBIJACJICHUA B KaXKJIOM U3 YyIIO-
MSIHYTBIX CHH/IPOMOB BeAyIuX Gopm narojoruu [8, 12—-14]:

1. IlepBu4HbIE MOHOCHHIPOMHBIE MOHOCHCTEMHEIE (HOp-
MBI — HEHpoAereHepaTUBHbIC 3a00JI€BaHMs, MPU KOTOPBIX
9KCTPANMPAMUIHBIE CUMIITOMBI SBIISIOTCS IOMHHUPYIOITIMHI
WM €IUHCTBCHHBIMHU KIIMHUYCCKUMHU MPOABIICHUAMU 3aboute-
BaHus [15-17].
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2. BropuuHble cumnromMaTHyeckue (Gopmbl IKCTpanupa-
MUJIHBIX PAaCcCTPOMCTB, BO3HUKAIONIME Ha (pOHE TEYEeHUs Oc-
HOBHOTO 3a00JIeBaHNsl, KOTOPbIE MPEJICTABICHB B OCHOBHOM
MTOJTMCUMIITOMHBIME ()OPMaMHU, OTHAKO PEIIKO, B 3aBHCUMOCTHU
OT MIEPBUYHOTO TOPAXKAIOMIETO (PaKTOpa M €ro TPOITHOCTH K
neHTpanbHoi HepBHO# cucteme (LIHC), Bo3MoxHO pazBuTHe
1 MOHOCHHAPOMHOU (opmal [18-20].

3. IlepBuyHbIE MOTUCHUHIPOMHBIE MYIETHCUCTEMHBIE Jie-
reHepaTUBHbIE (CIIOpaJuecKie W HACIEACTBEHHBIE) (hOPMEI
nmaronormu [[HC, korma kpome 3KCTpamupaMUIHBIX pac-
CTPOMCTB B KIMHUYCCKON KapTHHE OTMEYAIOTCS CHMIITOMEI,
YKa3bpIBAIONINE HA 3aUHTEPECOBAHHOCTH JPYTUX CTPYKTYP
HHC. JlanHas rpymma npeacTaBieHa MYJIbTHCHCTEMHBIMU
JIETeHEPaMsAMU, JUTsl KIMHUYECKOH MaHU(ecTaluu KOTOPhIX
XapaKTepHO BO3HUKHOBEHME HKCTpPANMPAMUIHON CHUMIITOMA-
Tiku [21-23].

I'mrrepxunessr AudepeHImpyoTess Ha TePBUYHO BO3HHK-
e (nanonaTndeckue) GopMel (Kak MPaBHIIo, TOAPA3yMEBar0-
IME OHY U3 MIMONATUYECKUX (OPM NEPBUYHON JTUCTOHUU —
DYT, Bropuunbsle cuMnTomMarideckue GpopMbl M HACICACTBCH-
Hble 3a00JICBaHMsI, aCCOLMMPOBAHHBIC C Pa3BUTHEM OIIpere-
JnénHoro rurnepkuHesa [17, 24-26]. ['unepkuHeTHYeCKUe J1BU-
TaTe’bHBIe PACCTPOHCTBA MOTYT TIPOSIBISTHECS CAMOCTOSITEITHHO
WITH B COCTABE CIIOXKHBIX (DeHOTHITOB. B 310Xy CeKBEeHHpOBaHMS
CJICITYIOIIErO MOKOJICHUSI CIIMCOK MOHOTEHHBIX CIOXHBIX JIBU-
raTeNbHbIX PacCTPOMCTB yBenmuuuBaeTcs [27-29]. K ocHOBHBIM
BUJIaM TUIEPKUHE30B OTHOCAT AUCTOHMIO, XOPEIO, aTeTo3, Tpe-
MOp, THKH, 0aJTH3M, MAOKJIOHUIO, TucKrHe3nu [30-32].

/Iucmouuu Kak 06uzame.nbnblepaccmpoﬁcmea

Ocoboe BHUMaHHE K MBIIICYHON IUCTOHWH, BO3HHMKAIO-
el B IETCKOM BO3pacTe, 0OyCIOBICHO TSHKECTBIO e€ Tede-
HUSI, T.K. y JETel 4YacTo BCTPEUArOTCsl IeHEpajn30BaHHbBIC
(OpMBI TUCTOHUHM, MPUBOASIINE K PErpeccy MOTOPHBIX Ha-
BBIKOB MJIM K 3aMeJUIeHHI0 MX npuobOperenus. Kpome Ttoro,
JIMCTOHMS, HapsiLy C Cy0pOTaMH, CIAaCTUYHOCTBIO M perpec-
COM MOTOPHBIX HAaBBIKOB, SIBIISICTCS IPO3HBIM CHMIITOMOM pas3-
BUTHS TIPOTPECCUPYIOMIETO AET€HEPATUBHOTO 3a00IE€BaHUS B
JIETCKOM U TIOAPOCTKOBOM Bo3pacte [33-35].

JlMCcTOHMS — DTO IBUraTelibHOE PAcCCTPOICTBO, CBI3aHHOE
¢ aucbanancoM Bo30YKAAIOMINX HEHPOMEINAaTOPOB M Xapak-
TEPU3YIOMIEECs] MOCTOSIHHBIM HIJIM 3ITHU30/IMYECKUM COKpalle-
HHEM MBI ¢ (pOPMHUPOBAHMEM TOBTOPHBIX CTEPEOTHITHBIX
IBIOKEeHUH n/nnn 1o3 [36—38]. TepMuH «ANCTOHUS BIIEPBEIC
obu1 ipeyioker b. Onmenreiimepom B 1911 1., onHa u3 Gopm
NIEPBUYHON MBIIIEYHON NUCTOHUU HOCUT ero ums. Ilocnen-



Poccuiickuin negnatpudecknin xypHan. 2021; 24(2)

m https://doi.org/10.46563/1560-9561-2021-24-2-112-121

OB30P

HUE AECATUIIETUS CTald CaMbIMH 3HAUYUMBIMH JAJIS TOHUMa-
HUSI 9THOJIOTMH, MaTO()U3UOIOTHH U d(PPEKTUBHBIX METO/IOB
JleueHus Juctonuu [27, 36].

MplmeqHast JUCTOHUSI — OIHO U3 CaMBIX PACIPOCTPAHEH-
HBIX PACCTPONCTB JIBIKCHHS, 3aHUMAIOIIEE 110 YacToTe 3-¢ Me-
CTO TIOCTIE ICCEHIMANBHOTO TpeMopa U OGonesnu [lapkuHcoHa
BO B3pocioil nomymauuu [39, 40]. Tak, B CIIIA renepanuzo-
BaHHBIC TEPBUYHBIC JTMCTOHUHM OBUTH BBISBICHBI C YaCTOTOM
3,4 1a 100 ThIC. HacenmeHust, pokanpHble — 29,5 Ha 100 ThIC. [41].
B EBporie pacnpocTpaHEHHOCTb IEPBUYHBIX IUCTOHUM COCTAB-
nster 15,2 ma 100 TrIc., n3 HEX 11,7 mpuxoasaTcs Ha GpoKaTbHbIC
¢dopmer [23, 25]. Briedapocnasm B 00IIEH MOMYISIUE THATHO-
ctupyetcs y 5 uenoBek u3 100 ThIC., IEpBUKAIbHAS TACTOHMS —
y 1,2-5,7 yenoseka u3 100 Teic. [42, 43]. YcTaHOBIEHO, YTO B
2-50 cayuasx Ha | MITH PErUCTPUPYIOTCA JUCTOHUU C PAHHUM
HavanioM U B 30-73 ciydasx — ¢ mo3qHUM HadamoM [44].

Tounple naHHBIE 00 SMUAEMHOIOTWH BTOPHUYHOW JH-
CTOHHHM M JMCTOHUHU-IUTIOC TIOKAa OTCYTCTBYIOT. YCTaHOBIIE-
HO, YTO TUCTOHHUU BO3HUKaKOT y 40% manueHToB ¢ Ooes-
Hbl0 [lapkuHCcoHa ¢ paHHUM HawdanoM, y 100% manueHToB c
MIPOTPECCUPYIOIIUM HAIbSIICPHBIM TTAPATMYOM M KOPTHKOOa-
3aJbpHON aereHepanmner, y 60% O0JBHBIX MyJIBTHCHCTEMHOMN
arpo¢ueit, y 30% manueHToB ¢ MOCTHHCYJIBTHBIMH Iape3a-
MU, ¥ 5—15% OGONBHBIX NETCKUM IepeOpaIbHbIM MapaTnioM,
y 20-60% manuMeHTOB, MEPEHECHINX SIMTOHCKUA JHIC(ATUT.
TapnuBras mucronus ¢opmupyercs y 2-20% mnamueHTos,
MOJIyYaBIIUX TE€Panuio Helponentukamu [45—47]. Dnunemu-
OJIOTMYECKNE HCCIIEN0BAHMS OCIOKHAIOTCS TeM, 9To y 50%
MAMEHTOB JWArHO3 (JIUCTOHHS» YCTAHABIMBACTCS TOJIBKO
yepe3 | roj oT Havyasa KIIMHUYECKUX MPOsIBIICHUH, a'y 24% —
yepe3 5 JIeT Mmocie MOSBIEHUS MEepBbIX CUMITOMOB. B 36%
CllyyaeB JMICTOHHS PACICHUBAETCS KaK 3a00JIeBaHUE TICHUXO-
TeHHOro Xapakrepa [48]. AHanIU3 4acTOTHl JUCTOHUU B POC-
CHICKOM JeTCKOM MOoIMysnuu (Bo3pacT nedrora a0 18 jer) He
TIPOBOJIUIICS, @ UIMEIOIIHECS JaHHbIC TPOTUBOPEUUBHI U 3aBU-
CAT OT METOAOJIOTHH UCcienoBanui [§, 21, 49].

B cBsI3u ¢ HEIOCTATOUHOCTBIO 3HAHUH O MATOTeHEe3e KC-
TpanMpaMUHBIX CHHJIPOMOB WX KJIacCHU(HUKAIMA OCHOBBI-
BAIOTCSl NMPEUMYIIECTBEHHO Ha (DEHOMEHOJIOTHH. DKCTparu-
paMuaHBIE CHHIPOMBI, TIPEXK/IE BCETo, MOAPA3ACIAIOT Ha TH-
MTOKWHETUYECKHUE, BHIPAYKAIONINECS B OCIA0IEHIH JIBIKCHUI
(TapKUHCOHMU3M, H30JIMPOBAaHHAS aKWHE3Us 0€3 PUTHIHOCTH),
U runepkuHerndeckue (rumepkunessl) [39, 50]. Tepmun
«IUCKMHE3Us» TMOTCHIUAIBHO MPUMEHUM K JIIOOOMY THITY
paccTpoNCTBa JBMKCHHMSI, KaK TUIEp-, TAK U TUIIOKHMHETHYC-
CKOMY, HO Ha MIPAKTHKE €T0 Yallle UCIIOIb3YIOT Il 0003Have-
HUSI THIIEPKUHE30B, 0COOCHHO IPH TEX COCTOSHUSIX, KOTOPBIE
MOTYT HPOSBIATHCA HECKOJIBKMMH BapHaHTAMHU THIICPKUHE-
30B WJIM UX KOMOMHAIMen (Hanpumep, py napoKCU3MaIbHbIX
JIMCKUHE3USIX, MO3IHUX AUCKUHE3NSIX WIIH JUCKUHE3HSX, CBSI-
3aHHBIX C TPUEMOM JIEBOIOIIBI), 0COOCHHO €CIIN MJICHTU(HKa-
U] KOHKPETHOTO THUIIepKUHe3a 3aTpyaHeHa [51].

Knaccupukayuu oucmonuii

CucremaTtn3anus AUCTOHUH, KaK W APYTUX (OpPM THUIEp-
KHHE30B, JOBOJBHO CIOKHA M HEOJHOKPAaTHO MOABEPTaiach
nepecmotrpam. Kinaccudukarms mo Bo3pacty aebroTa 3a00i1e-
BaHMs MMeEET JMarHOCTHYECKOEe M MPOTHOCTHYECKOE 3Have-
Hue. B Hell BBIIEISIOT MIIAICHYECKYIO (10 2 JIeT), IETCKYIO
(3-12 mer), moppoctroByro (13-20 ner), TUCTOHUIO paHHE-
ro B3pocioro (21-40 1er) u crapmero B3pocioro (crapiie
40 ner) Bo3pacToB. PaHHsAs MaHH(ECTAUs KIMHHYCCKUX
HpOHBHeHI/Iﬁ TMCPBUIHBIX I[I/ICTOHI/Iﬁ ABJISICTCA MPOTHOCTUYC-

CKM CaMOll HeOJNaronpusiTHOM M XapaKTepU3yeTcsi ObICTPBIM
MIPOrPECCUPOBAHUEM M TeHEepanu3aluedl MaToIOrHMYeCKUX
CUMITOMOB [7, 8, 52].

[To anatoMnr4ecKkoMy pacrpeaeIeHHUIO pa3InyaroT OKaIb-
HYI0, CEerMEHTapHYI0, MYyJIbTH(OKAIBHYIO, T€HEpPaIH30BaH-
HYI0 (OpMBI U TeMHIUCcTOHHIO [46, 53]. DoKallbHBIE AUCTO-
HHHM 3aXBaThIBAIOT HEOOJIBIIYIO YaCTh TeJa: TOJIOBY U MBILILIBI
JIMIA, 1110, TOJI0COBBIE CBSI3KH, PYKy WM HOTY, TYJIOBHILE.
CerMeHTapHbIC AUCTOHNY BOBJICKAIOT JIBE U 0OJIee CMEXKHBIX
YacTH Tella, HalpuUMep, TOJIOBY W IIE0, IS0 U TYJIOBHIIE,
meto u pyky. MynbrudokanbHast IUCTOHUSI BOBICKAET BE U
6oree HECMEKHBIX YacTH Tela (Hampumep, JHUIO U HOTY, PyKY
U HOTY). ' eMUINCTOHUS JTOKaIu3yeTcs MO TeMUTHITY, BOBIIE-
Kas BEPXHIOI0 U HUKHIOI KOHEYHOCTH C OFIHOM CTOPOHBI U
MIOJIOBHHY TYJIOBHINIA, BO3MOXKHO BOBJICUCHHE JIMIA M LICH.
I'enepanm3oBaHHast AUCTOHUS BOBIICKAET 00€ HOTH (MM OJHY
HOTY ¥ TYJIOBHIIIE) U, IO MEHBIIECH Mepe, €Ilie OJHY 4acTh Te-
na. XapaxTep pacnpeaeaeHns TUCTOHUH 110 TYJIOBHIITY HEpe-
KO CBHJIETEJILCTBYET 00 ATHOJIOTUH U IIPOTHO3€ 3a00JIeBaHusI.
HeoOmnaronpusTHEIM IPOTHO30M XapaKTepU3yeTcs AUCTOHHS C
MIEPBUYHON JIOKAIN3alKell B HIDKHUX KOHEYHOCTSIX Y JIETEH.
Kak mpaBuiio, reMUIMCTOHUS Pa3BUBACTCSI BTOPUIHO, O UEM
CBHJICTENILCTBYET TIEPBUYHAS JIOKATIHM3AIMs THIIEPKUHE3a B
o0nacTv uma y JeTeil U B HUKHUX KOHEUHOCTAX y B3POCTBIX.

HoBbIM acniekTtoM B KilacCU(MKAIMK JUCTOHHH SIBIISIETCS
aTOMOP(OIIOTNIECKUH TPUHIINI, B COOTBETCTBHU C KOTOPBIM
BBIICIISIIOT TUCTOHNY O€3 AereHepalny, CO «CTaTHIECKUM TI0-
BpeXIICHHEM U ¢ nereHeparmeit [16, 32, 39]. [Ipn nepBrYHBIX
JVICTOHUSIX HE BBISBILSIETCS MIPU3HAKOB JIETCHEPALIUH CTPYKTYP
rosoBHOTO Mo3ra [15, 24]. B To e Bpems IpUMEHEHHE METO-
JIOB (DYHKLMOHAIBLHOM HEHpOBHM3yan3alliK M03BOJISIET OOHa-
PYXHUTB psii HEHPO(U3HOIOTUUECKUX TMATTEPHOB: CHIDKEHHE
KOPTHKAJILHOTO MHIMOWPOBAHMS, YBEINYCHHE TIACTUYHOCTH,
JUC(HYHKLIUIO CEHCOPHBIX TPOIECCOB, HAapyIIeHHE METaboH-
YECKUX TPOLECCOB B LEpeOEIIO-TallaMOKOPTHKAIBHOM ITyTH
[54, 55]. Bropuunsle cToiikne HeoOpaTUMbIe IUCTOHUN Yalle
BCErO SIBISAIOTCS CIEJICTBUEM «CTaTHYECKUX» IMOBPEXKIACHUIN
0azaJIbHBIX TAHIVIMEB, TaJlaMyCca WM CTBOJIA TOJIOBHOTO MO3ra
[45]. BemynwiM maToreHeTHYeCKAM CyOCTpaToM HacIIeICTBCH-
HBIX WM CIIOPaJUIEeCKUX HEHPOAETeHEPaTUBHBIX 3a00/IeBaHNI
ABJISICTCS] HApyIIEHUE CHHTE3a, METa00IM3Ma MM KaTabosin3Ma
HEHPOTPAHCMHUTTEPOB, YTO MPUBOAUT K JICTCHEPALIUH HE TOIb-
KO 0a3ajbHBIX FAHIJIMEB U APYTHX 00NacTel Mo3ra, HO ¥ COMa-
TUYECKHX OpPraHoB U cucteM [36, 49, 56, 57].

[lepBuuHBIC TUCTOHUM MOTYT OBITH HACIEACTBEHHBIMH U
C HEYCTAaHOBJICHHBIM HACJIEICTBEHHBIM (DAaKTOPOM, JOKallb-
HBIMH ¥ TeHEepaTn30BaHHBIMU [44]. ['pynma aucToHMHA-TITIOC
BKJTIOUACT JUCTOHUYECKHE CHHIPOMBI C JOMOTHUTEIBHBIMU
CUMIITOMaMH, HO 0e3 MPU3HAKOB JereHepanuu. JomoiaHu-
TEJIBHBIMHA CUMIITOMaMH MOTYT OBITh TPOSIBIICHHUS TTAPKHHCO-
HHU3Ma WM MUOKJIOHHUS [45].

HeiiponereneparuBHble 3a0o0sieBaHUs MOTYT HOCHTH
HacIeACTBEHHBIN (Hampumep, Oose3Hp Buibcona) wmm
CIIOpaNYECKUil XxapakTep (HampuMep, IPOrpecCupyomuit
HaJbSACPHBIN Mapaiaud), NpU KOTOPBIX JUCTOHHUS — Be-
QyIHUNA, HO HE €IMHCTBEHHBIH CHUMIITOM HPOTPECCUPYIO-
mero jgereHepatuBHoro mpouecca [49, 58]. U, nakoner,
BTOPUYHBIC JAWCTOHMHM — HEJEreHEPaTUBHbIE, BHE3AITHO
BO3HHKIIINE COCTOSHHS, C M3BECTHOW mpwuwnHoit [21, 33,
59]. YcroitunBas mo3a B OAHOW U Oojee yacTsIxX Tena Mo-
JKeT ObITh CUMIITOMOM «HEAMCTOHHYECKOTo» 3a00JieBaHus,
UMUTHpYIOIIEro AucToHu0. K HUM OTHOCATCS opTomeau-
yeckne (pOTAlMOHHAs aTIAHTOOKIMIHUTAJIbHAS CyOIroK-
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canusi, geopMannu NO3BOHOYHHUKA, Manbpopmanus Ap-
HonmbJa—Kuapu u 51p.) ¥ HeBpoJOruueckue 3a0oJeBaHUS
(TIceBm0aTETO3 MPU MOPAKECHUH 3aJHUX CTOIOOB CITHHHOTO
MO3Ta, OMyXOJH 3aJHEH YepermHoi SMKH, BECTUOYIAPHBINA
TOPTHUKOJIINC, TUCTOHWYECKUHN THK 1 1p.) [33].

Jpyrasi, He MeHee MomyJsipHas KiaccuuKanus pasaesser
MBIIIIEYHBIC JUCTOHUU 110 3THUOJIOTUYECKON KaTeropuu Ha Tpu
TPYIIIBL IEPBUYHYIO (MIMONIATHYECKYIO0) AUCTOHUIO, BTOPHY-
HYHO (CHMIITOMAaTHYCCKYIO) IUCTOHUIO M TUCTOHHIO MIPH JIPY-
THX JereHepaTuBHBIX 3a0oneBanmsx [[HC (HacimencTBeHHBIE
¥ TIPEUMYIIECTBEHHO criopaamaeckue Gopmer) [8, 11, 19].

Ilepguunvie Oucmonuu

I'enernueckas kmaccuuKaIys AUCTOHNH BKITIOYAaeT O0MIb-
HIYIO TPYIITY 3a00JIeBaHUI C M3BECTHBIM I'€HOM HIIH JIOKYCOM
TreHa ayTOCOMHO-JOMHMHAHTHOIO, ayTOCOMHO-PELECCUBHOTO
i X-CIerIeHHOTo BApPUAHTOB HACIIEI0BAHHsI, KOTOpbIE 000-
3ravatorcs kak DYT [17]. Onmcano 6onee 29 THTIOB TIepBHAY-
HBIX quctoHnit [36]. [lompoOHas sTHONMOTHYECKas CTPYKTypa
MEPBUYHBIX (MAMONIATHYECKHX ) GOPM TUCTOHHUHU MIPEICTABIIC-
Ha B COCTaBJICHHOM HamMu Taluuie.

B 3aBucumMocti oT (OpMBI JTUCTOHMM BO3pacT JieOro-
Ta Kojebnercss oT MianeHdectBa (O6one3nb Cerasbl, DYTS,
DYT29) mo moapocTKOBOTO M B3pOCIIOTO BO3pPAcTa, a KIIMHU-
YEeCKHUE MPOSBICHUS BAPHUPYIOT OT JETKUX (KyMHPYIOIIHXCS
npuéMOM CHEeUU(PHUYSCKUX TPEnaparoB — JIEBOJOIMbI, allKo-
roJist, OCH30IMA3CIUHOB) 0 THKENBIX HEKYpaOeabHbIX (hopM.
BoNbIIMHCTBO M3 TEHETHYECKH JIETEPMHUHUPOBAHHBIX JIHCTO-
HUM acCOIMMPOBAHBI C ONPEICIEHHBIMU U3MEHEHUSIMH, BBbI-
SIBIISIEMBIMU TIPU TTPOBEICHUN MarHUTHO-PE30HAHCHOH TOMO-
rpacduu (MPT) romoBHOTO MO3Ta 1 XapaKTEPHBIM (PEHOTHIIOM
[17, 19, 48]. OnHako GeHOTUIHYECKHE OCOOCHHOCTH MeHee
BBIPAKEHBI y IE€TEH, YTO 4aCTO IPUBOJUT K HEBEPHOU OLIEHKE
BTOPUYHOCTH HaOJIOAIONINXCS y peOEHKa cuMNITOMOB. MHO-
T'He U3 TeHOB JIUCTOHUH JIEMOHCTPHUPYIOT HU3KYIO IEHETPaHT-
HOCTP U BapHaOCIbHYIO SKCIIPECCHUBHOCTH [39, 41].

MexaHU3MbI BOSHUKHOBEHHSI AUCTOHUYECKUX THITICPKIHE-
30B TOKa HEAOCTAaTOYHO M3YYEHBI IO CPABHEHHUIO C APYTHUMH
BUJIaMH THIIEPKUHE30B. J[MCTOHUS OTIHYaeTcs OT APYIux
THIIEPKUHE30B CYIIECTBEHHOH 3aBUCHMOCTBIO OT IMPOU3BOJIb-
HBIX JBIDKCHHUH, KOTOpask OCOOEHHO YETKO IpOSBIIETCS Ha
paHHEW CTamuu pa3BUTH cHHApPOMA. B To e Bpems 1mo mepe
TIPOTPECCUPOBAHUS 3Ta CBA3b MOXKET yTPAUYMBATHCS, a THITEP-
KHHE3 MOKET CTAHOBHUTHCS IIOCTOSHHBIM U TIPUBOAUTE K (Op-
MHUPOBaHHIO (PMKCUPOBAHHBIX MATOJIOTUYECKUX T103.

OnHUM W3 OCHOBHBIX JIE(DEKTOB MPU JUCTOHHH SIBISETCS
YUIMHEHHUE I 33JIepPyKKa PEKPYTHPOBAHHS IBUTaTeIbHbBIX S/IH-
HUII TIPA TIPOU3BONBEHOM JBW)KCHHUH, 32 CUET Yero YBEIMYHBACT-
Csl TIPONIOIDKUTEIEHOCTD TIEPHOJa OJHOBPEMEHHOTO COKpaIllle-
HUS arOHWCTOB M aHTArOHUCTOB M YMEHBINAETCS CIIOCOOHOCTH
CEJIEKTUBHO aKTUBHUPOBATH MBIIIIIbI, HEOOXOMMBIE 11 TAHHOTO
nBrkeHus. Benencteue atoro gedekra OONBHBIC C TUCTOHUCH
WCTIBITHIBAIOT 3HAYUTENBHBIE TPYJHOCTH B IIPEPHIBAHUN HEKe-
JATEeNFHOTO JBIDKEHMS. VIMEHHO 3TO OOYCIIOBIHBAcT CBOCO-
Opa3HOCTh «PUCYHKA» W TSHKECTh MBIIICUHOW JUCTOHHUHU [47].
Knmamyeckast kKapTHHA AUCTOHUU 3aBHCHUT OT STHOJOTHYECKO-
ro (hakTopa ¥ MOXKET UMETh KaK y3HaBaeMbIl crerupuIecKuit
(HanprMep, TEMUANCTOHUSI TIpH OOJIe3HIX 0OMEHA METaJUIOB B
TOJIOBHOM MO3T€), TaK U Hecrermdraeckuil peroru [27, 38].

Hy»Ho 00paTuTh BHUMaHHE Ha TO, YTO OOJTBITHHCTBO (POPM
HAIUOTIATHIECKOH IUCTOHUH, IPEACTABICHHBIX B TAOJHIIE, IME-
FOT ayTOCOMHO-IOMHHAHTHBIA THIT HACJIEIOBAHMS, 32 MCKIIIO-
yennem DYT17, DYT27, DYT29, DYT16, DYTS5 u DYT2,

REVIEW

HUMEIOLUX ayTOCOMHO- PElIeCCHBHOE HACIEeJOBAaHMUE, a TaKXkKe
DYT3, nacnenyemoii no X-CIeMIEHHOMY PELIECCUBHOMY TUITY
[17, 36]. [leOtoT B paHHEM AETCKOM BO3pacTe XapakTepeH Jls
HEOOJBIIOro YuCa JaHHBIX (hopM 3a00IeBaHMs, IPH ITOM JI0
1 roma ne6roTHpyIoT ToIbKO HekoTophie M3 HUX (DYT11,DYTO,
DYT24, DYT29, DYTS). Uacto uauonarndeckas JUCTOHUS
JIEOIOTHPYET B MOAPOCTKOBOM M PaHHEM B3pOCIIOM BO3pacTe
(DYTI, DYT4, DYT21, DYT13, DYT28, DYT20, DYTI18 u
ap.) [37, 56]. Ilpu ananuse pa3nu4aHbIX GOPM HIHOTIATHYECKOM
MBIIIEYHON TMCTOHNH OOpamniaeT Ha ceOsh BHUMAHHUE BBICOKAs
4acTOTa HETOIHOW TEHETPAHTHOCTH W KpaiHssA Bapuabernb-
HOCTH (peHOTHIIA OTACIBHBIX (HOPM (TadaHIA).

Cpenu nepBUYHBIX (MIMOMATHUECKUX) TUCTOHUN ClemyeT
BBIZIEIINTH 0COOYIO TEHETHYECKH IeTepOreHHYI0 IpymiTy 3a00-
JIeBaHNH, KypaOelbHBIX 1 MOTCHIIATBEHO OIaroNpHATHBIX MIPU
CBOEBpeMeHHOU quarHoctuke — 310 JJODA-gyBCcTBUTETBHAS
muctonust (DYTS) nmm 6omesns Cerasel [60]. Do rpymma Hel-
pomeTadonyeckux (HopM MaToJIOTHH, XapaKTePU3YHOIIMXCS
JIUCTOHHUEHN, BEIPAXKEHHOCTh KOTOPOI, KaK ITPaBUIIO, KoJleOneTcs
B TEUCHHE CYTOK, IIPH KOTOPBIX BHICOKOI(M(PEKTHBEH NPHUEM He-
OOIBIINX JI03 MPETapaToB JIEBOJIONHI («IpaMaTHIECKUID TTOJIO-
xkutenbHbIi a3pdekt) [61]. JODA-ayBCTBUTETBHAS TUCTOHHS
YacTo SIBISIETCS ayTOCOMHO-ZIOMUHAHTHO HAcleIyeMbIM HeH-
POMETabOIMYECKIM PACCTPOHCTBOM, 00YCIOBICHHBIM Te€TEPO-
3urotHo mytanueil B rene GTP-tuknoruaponasst I (GCHI),
pacroiokeHHOM Ha xpomocoMme 14q22.1-22.2. Konupyewmslii
(epMeHT peann3yeT NepByIO CTA/INIO KaTalnu3a i KOHTPOIUPYeT
CKOpOCTh OMOCHHTEe3a TeTparuapodunontepuna (BH4), sBussice
MPEIIECTBEHHUKOM CHHTE3a A0(aMHHa U CEpOTOHHHA, ABYX
HEHUPOTPAaHCMUTTEPOB, YUACTBYIOLIMX BO MHOKECTBE HEHPOH-
HBIX TIporieccoB. ['opa3no pexe BCTpeuaeTcs: ayTOCOMHO-pe-
neccuBHbI TUN JJOMA-uyBCTBUTEILHON TUCTOHUM, BBI3BaH-
HBII KOMIIAyH/I-T€T€PO3UTOTHON M TOMO3UTOTHON MyTalueil B
TeHe THPO3UHTUIPOKCHIa3bl (7H), pacTionoXeHHOM Ha XPOMO-
come 11pl5.5 u B rene cemmantepuHpeaykrassl (SPR), 1oka-
JIM30BaHHOM Ha xpomocome 2pl4-p12 [62]. GCH1 yuactByet
B IIEPBOI M OrpaHUYMBAOLIECH CKOPOCTh CTAJUH OMOCHHTE3a
BH4, xortopsrii siBisiercs BaxkHbIM Koaxropom st TH. TH si-
JSIETCS OTPAHNYMBAIOIIINM CKOPOCTh ()EPMEHTOM B CHHTE3€ J10-
¢dammnHa, SPR yuacTByeT B mocienHeM 3tane bnocuate3a BH4
[49]. AODA-gyBCcTBUTENBHAS TUCTOHHS, BIIEPBBIC OIMCAHHAS
M. Segawa u coaBT. B 1976 ., siBIsieTCS peIKUM HACJICICTBCH-
HBIM 3a00J1eBaHUEM C pacrpocTpaHéHHocThio oT 1 : 1 000 000
mo 1 :200 000 [60]. «dpamMaTuveckuii» MOIOKUTEIBHBIN (-
¢ekT or mpuéMa MHHHUMAIBHBIX JI03 IIPENapaToB JIEBOJIOIHI,
TIOJIHOE BOCCTAHOBJICHHE JABUTATENBHBIX (PYHKIMH M JUTNTEINb-
HOE TJ1aTo Ha (poHe MpréMa MOAICP KUBAFOIICH 03B! 00YCITOB-
JUBAIOT 3HaYMMOCTh HcKIoueHus JIO®DA-qyBCTBUTEIHHOM
JIUCTOHUM BO BCEX CIIydasX FeHepaln30BaHHONW U CUMMETpHY-
HOU TUCTOHUM HWXKHUX KOHEUHOCTEH y JIeTel paHHETro Bo3pac-
Ta, & TAKXKE TPH HAJIMYNH COITYTCTBYIOLIETO (heHOMEHA (ITIOK-
Tyaluii B TSYCHUE CYTOK Y IAI[EeHTOB JTr000ro Bo3pacra [61].

Bmopuunvie oucmonuu

JlcTOHNS MOXET OBITh KaK CaMOCTOSTENFHON (opMoi
MATOJIOTUH, TAK U CHMITOMOM Pa3IMYHBIX HEBPOJIOTMUECKHX
Oonesneil. /luarno3 «BTOpUYHast JMCTOHUSD IPABOMOYCH B TEX
cilydasix, Korjia JIaHHble aHaMHe3a, KJIMHUYEeCKOH OLICHKU He-
BPOJIOTMYECKOTO CTaTyca M JIabOpaTOpHO-MHCTPYMEHTAIBHBIX
METO/IOB 00CIIeI0BaHMS YKA3bIBAIOT HA PHUYHMHY 3a00JICBAHMSI.
CumrnToMaTHyeckast AUCTOHMS Jare (OpMHUPYeTCs MU CTpHa-
TO-TIAJTIAPHOM WJTH TJIaMUYeCKOM ropaskeHuw [37, 46]. Jlns
CTPHATO-TTAJUIAAAPHOTO TTOPAYKEHHsSI XapaKTEPHO IOSIBICHUE
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®opMbI NEPBUYHBIX (HINONATHYECKHX) TUCTOHMIT Mo JanHbiIM OMIM' 1 HGMD?
Forms of primary (idiopathic) dystonia according to OMIM' and HGMD?
Tun HacienoBanus/
dopma OMIM Ho3zonorus Ten Bospacr nebrora MEHETPAHTHOCTh Jleuenne
Form Nosology Gene Age of debut Inheritance type/ Treatment
penetrance
DYTI11 159900 MuoxkaoHAYeCKas TUCTOHUS SGCE Ot 1 no 18 ;mer AD, nonHast [Ipuém anxoromst
CUHIPOM MHUOKJIOHYC-TUCTOHUU (B cpegueM 6 ier) AD, full YMEHBIIACT
Myoclonic dystonia From 1 to 18 years MIPOSIBIICHUSI
Myoclonus-dystonia syndrome (average of 6 years) Taking alcohol
reduces
the symptoms
DYTI1 128100 TopcuonHas AucTOHUS, TORIA IToapocTku AD, HenonHas -
ayTOCOMHO-IOMUHAHTHas, THIT | Teenages (menee 30%)
Torsion dystonia, autosomal dominant, AD, incomplete
type 1 (less than 30%)
DYT3 314250 TopcnonHas aucToHus, TAF1 40 ner u crapuie XLR, nonnas -
X-cueruieHHas, THIT 3 40 years and older XLR, full
Torsion dystonia, X-linked, type 3
DYT7 602124 TopcuoHHast JUCTOHMUS, THIT 7 - 28-70 net AD, nonnast -
Torsion dystonia, type 7 28-70 years AD, full
DYT4 128101 TopcrnonHnas auCTOHUS, TUBB44 13-37 ner AD, nonnas IIpném ankoromns
ayTOCOMHO-/IOMUHAHTHasI, THIIT 4 13-37 years AD, full YMEHbIIIAeT
Torsion dystonia, autosomal dominant, TIPOSIBIICHUS
type 4 Taking alcohol
reduces
the symptoms
DYTI10 128200 ITapoxcu3manbpHas KHHE3HOT€HHAS PRRT2 Oxoio 9 ner AD, HeronHas -
JUCKUHE3UsL, THIT | About 9 years old AD, incomplete
Paroxysmal kinesiogenic dyskinesia,
type 1
DYTI12 128235 JIMCTOHUS-TTAPKMHCOHU3M ATPIA3 1545 ner AD, nenonHas Db dexTuBHBI
¢ OBICTPBIM HAYaIOM 15-45 years AD, incomplete OeH30/11a3EeNUHBI
Dystonia-parkinsonism Benzodiazepines
with a quick start are effective
DYT6 602629 TopcrnoHHas AUCTOHHSA, B3pocas, THAPI 5-38 ner AD, nenonnas -
CMEIIaHHOTO THIIA 5-38 years (menee 60%)
Torsion dystonia, adult, mixed type AD, incomplete
(less than 60%)
DYT2 224500 TopcuoHHast JUCTOHUS, AyTOCOM- HPCA 1-15 ner AR, nonHas -
HO-peleCCUBHAs, THIT 2 1-15 years AD, full
DYT5s 605407 JIODA-uyBcTBUTENBHAS] TUCTOHHS. TH, GCHI 6-9 ner AR, monHas IIpemapatst
bonesnb CeraBbl 6-9 years AD, full JICBOJIOTIBI
DOPA-sensitive dystonia. Levodopa
Segawa’s disease preparations
DYT29 617282 JlucToHus ¢ 1eOIOTOM B JIETCKOM BO3- MECR PanHee n1eTcTBO AR, nonnas -
pacre, ¢ arpodueii 3puTeIBHOTO HEpBa (mo 3 ner) AD, full
Dystonia with debut in childhood, Early childhood
with atrophy of the optic nerve (up to 3 years)
DYT8 118800 IlapokcusmanbHas HEKUHE3HOTEHHAS PNKD Mnanenueckui AD, nonnast OddexTuBHb
JMCKUHE3Ns, TUI | (mo 1 rona) AD, full O€eH30/11a3eUHbI
Paroxysmal non-kinesiogenic Infant (up to 1 year) Benzodiazepines
dyskinesia, type 1 are effective
DYTI16 612067 Jucronwus, Tum 16* PRKRA 7-18 ner AR, nonHas —
Dystonia, type 16* 7-8 years AD, full
DYT9 601042  XopeoareTo3 KHHE3UOTEHHBIH C ATH30- SLC241 2-15 ner AD, nonnast DddexTrBeH
JIMYECKOM aTaKCHEH M CIIaCTUYHOCTHIO 2—15 years AD, full areTa3ojJaMu;l
Choreoathetosis is kinesiogenic with Acetazolamide
episodic ataxia and spasticity is effective
DYT24 615034 Jucronus, Tum 24 ANO3 4-58 ner (B cpen- AD, HeromHast Henonnas nene-
Dystonia, type 24 HeM 24 ronia) AD, incomplete TPaHTHOCTH
4-58 years (average Incomplete pene-
of 24 years) trance
DYT25 615073 Juctonwus, Tum 25 GNAL 7-54 rona AD -
Dystonia, type 25 (B cpeanem 31 ron)
7-54 years (average
of 31 years)
DYT26 616398 MHuoKI0HYyC-ANCTOHUS, THIT 26 KCTDI17 10-20 ner AD -
Myoclonus-dystonia, type 26 10-20 years

IponomkeHue Tabmuib! cM. Ha cTp. 117.
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Tun HacnenoBanus/
®dopma OMIM Hoszonorus Ten Bospacr nebrora MEHETPAHTHOCTh Jleuenue
Form Nosology Gene Age of debut Inheritance type/ Treatment
penetrance
DYT27 616411 Jucronus, tum 27 COL6A3 10-20 ner AR -
Dystonia, type 27 10-20 years
DYT28 617284 TopcuonHast IuCTOHMSA, THII 28, KMT213 ITocne 10 ner AD, nenonHast Db dexTuBHa
C JIETCKAM Ha4yajioM After 10 years AD, incomplete DBS-tepanust
Torsion dystonia, type 28, Effective DBS
with infantile onset therapy
DYTIS 607488 MHUOKJIOHYC-TUCTOHUSL, TUIT 15 5-15 ner AD, nonuas IIpuém anxorons
Myoclonus-dystonia, type 15 5-15 years AD, full YMEHBIIAeT
MPOSIBJICHUS
Taking alcohol
reduces the
symptoms
DYTI13 607671 TopcrnoHHas AUCTOHNS, 4-40 ner AD, nonnast -
ayTOCOMHO-JIOMUHAHTHas1, TUIT 13%** (B cpennem 15 ner) AD, full
Torsion dystonia, autosomal dominant,
type 13**
DYT17 612406 TopcuonHas tuctonust, tun 17%* [MonxpocTku AR, nonuas
Torsion dystonia, type 17** Teenagers AD, full
DYTI19 611031 [TapokcuzmainbHasi KUHE3HOT€HHAst 2-15 ner AD, nonHast D dexTuBeH
JUCKUHE3UsI, TUIT 2 2-15 years AD, full mpuéM TorMpaMara
Paroxysmal kinesiogenic dyskinesia, Effective reception
type 2 of topiramate
DYT20 611147 IlapokcusmanbHas HEKUHE3HOTEHHAsS PNKDI BapuabenbHblit AD, HenonHas -
JUCKUHE3UsI, TUI 2 Variable (menee 80%)
Paroxysmal non-kinesiogenic AD, incomplete
dyskinesia, type 2 (less than 80%)
DYT21 614588 Jlucronus, Tum 21 *** 13-50 ner AD, nonuas -
Dystonia, type 21%*** 13-50 years AD, full
DYT23 614860 Juctonwst, Tam 23 BapuaOenbHblii AD, nonHas -
Dystonia, type 23 Variable AD, full
DYT18 612126 Cungpom nedunura GLUT1 SLC241 1-3 rona AD, nenonnas OddexTuHa
C HAYaJIOM B JIETCKOM BO3pacTe, TUII 2 1-3 years AD, incomplete KETOTeHHas AUeTa
GLUTT1 deficiency syndrome, with Effective ketogenic
onset in childhood, type 2.0 diet

TMpumeuanue. 'Online Mendelian Inheritance in Man® An Online Catalog of Human Genes and Genetic Disorders; 2Human Gene Mutation Database

(HGMD) Professional. * — onucansl 4 cembr; ** — oxanbHast quCTOHUS; *** — onucana 1 cemps.

Note. 'Online Mendelian Inheritance in Man® An Online Catalog of Human Genes and Genetic Disorders; 2Human Gene Mutation Database

(HGMD) Professional. * — four families have been described, ** focal dystonia;*** — one family have been described.

«UYUCTON» TUCTOHHUH, JUIS MMOPAKCHUS TallaMyca — MHOKIIO-
Hyc-muctonun [23, 51]. lemunuctonus wiu (oxagbHAs AUCTO-
HUS B PyKe WM HOTe, KaK TPaBHJIO0, 00yCIOBICHBI TOBPEXKIe-
HHUEM KOHTpaJaTepaabHOH cKopryTsl. OTpaBieHHe MapraHIeM
BBI3BIBACT JUCTOHUIO CTOM C (DOPMHPOBAHUEM «IICTYIIHMHON
x01b0bD [49]. B oTirure oT OOJBIIMHCTBA BTOPUYHBIX AUCTO-
HUH, OCTpPBIC JICKAPCTBEHHBIC IUCTOHUH SIBIISTFOTCS TIOJTHOCTEIO
00paTUMBIMH ¥ FICYC3AI0T TIOCIIE OTMEHBI JTO(PaMUHOIOKHPY-
fomiero cpenctsa [36]. [To3aaue (TapauBHBIC) JIEKapCTBEHHEIE
9KCTpaNMpaMHUIHbIe pacCTpoiicTBa 0OpaTuMbl yactiuaHo, 70%
13 HUX UMEIOT CTallMOHapHOoe TeueHue [63].

B meom, i1t BTOpUYHBIX TUCTOHHUN XapaKTEPHBI:

* BHE3aITHOE HAYaJo;

* (DUKCHUPOBAHHBIC U OOJIC3HCHHBIC JUCTOHUYCCKHE MTO3BI
WJIH JTUCTOHUS TTOKOS;

* paHHEe NMPHCOCTUHCHNE TU3APTPHH;

* TeMUIMCTOHUS;

* HAJIMYUC PEIICBAHTHOTO (hakTopa (LCHTPAIbHAS WIIH I1e-
pudeprdeckas TpaBMa, HICAIHT, IepHHATATBHAS TH-
MOKCHSI, TIPHEM OIIOKAaTOPOB J0(aMHHa, HHCYIIBT H JIp.);

* HAJIWYHE JAPYTHX, HSIUCTOHMUYCCKUX HEBPOJIOTHUCCKUX
CHUMIITOMOB (JIETKHE Mape3bl, MO3IKCUKOBBIC CUMIITOMEI,
KOTHUTHBHBIC HAPYIIICHUS, TU3APTPHUA U JIP.);

* TATOJIOTHYECKHE M3MEHEHMsS IO JaHHBIM J1aboparop-
HBIX 00CTIeTOBaHUI 1 HelpoBHU3yamu3anmu [54, 55].

Jucmonus-nnroc

3HAYNTENFHO CIIOKHEE MPOBOAWUTEH MH(QEepeHINATEHYIO

JMAarHOCTUKY C JUCTOHMSAMH TPETbEH 3THOIOTMYECKON KaTe-
TOpHH, KOTOpBIe (POPMHUPYIOTCS ITPU JIETEHEPATHBHBIX 3a00I1e-
Bauusix [ITHC (mucronus-ruitoc). Oto Oosbliasi KIMHUYECKH
U TEHETHMUYECKH TeTepOreHHas rpyrmna pasjiiuHbXx (Gopm ma-
totoruu [{THC, oObenunsIOmas Mporpeccupyromue JereHe-
paruBHbIe 3a00meBanmst [{HC, metabonmnyeckue n MUTOXOH-
JpuajbHble OOJIC3HM, MMEIOLIMEe B AeOI0Te WIM CTPYKType
MATOJIOTUH JMCTOHMYECKUH cunapom [33, 49]. Otu dopmsr
JIUCTOHMH HMMEIOT HEYKJIOHHO MpOTpeccHUpylollee TedeHUue,
NepMaHEHTHOE HapacTaHWe KIMHUYECKOH CHMITOMAaTHKH,
PE3UCTEHTHOCTh K TIPOBOANMON TEpanuy, NPHCOCAUHEHNE
M0 Mepe MPOTPECCUPOBAHMS APYTUX CHMIITOMOB (CYIOPOTH,
aTpo(us 3pUTENBHOTO HEpBa, CIHACTHYHOCTH, JEMEHITHUS), a
TaK)Ke HEOJIArompUsATHBIN MPOrHo3 [64, 65].

3HauUTENbHBI O0BEM pa3IMUHBIX (GOPM TATOJIOTHH B
JITAaHHOH TpyIIie, 1e0I0THPYIOINX B IETCKOM BO3pacTe, 3aHH-
MaroT HaCJIEACTBEHHBIC 3a001eBaHNsI OOMEHa BEIIECTB, KOTO-
pBIC SIBISIFOTCS] TTOTEHINAIBHO KYpaOeIbHBIMU COCTOSHHSIMHU
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¢ O6IaronpuUATHBIM IMPOTHO30M NPH CBOEBPEMEHHOI JHarHo-
CTHKE M paHHEM Hadayie Tepanuu. OpraHuuecKue anuaypun
1 aMUHOANUAOIATHN HEPEAKO JUArHOCTUPYIOTCS TOJIBKO MPH
Pa3sBUTHH METAaOOIMUYECKUX KPHU30B M CYIIECTBEHHOM YXya-
IIEHUH COCTOSHUSI peOeHKa, KOTJa BIIEPBBIE HCCIEAYETCS
YPOBEHb AMUHOKHCIIOT M AllMJIKAPHUTHHOB B KPOBH METOOM
TaHJEMHOI Macc-criekTpomerpun. Cpok nebrota 3abosieBa-
HUSI IIMPOKO BapbUpPYET B 3aBUCHMOCTH OT HO30JI0THYECKOI
¢dopmsel: oT 1-X cyTok xu3HM 10 | roma m crapmie. Kiounu-
YecKH OOJBIIMHCTBO OPraHWYECKUX alUIypuil MaHH(peCTH-
pYET C METabOJIIMUECKOTO Kpu3a, MPOSBISIONUIETOCS PBOTOH,
HapyIICHUEM CO3HAHUSI, MOSBICHNEM HEBPOJIOTHYECKON CHM-
NITOMaTuKy, cypoporamu [66]. Ilpu no3aueit manudecrauuu
3a00JIeBaHUS CHMIITOMAaTHKA Pa3BUBAETCSI TIOCTETICHHO H ITPO-
SIBISIETCSI 3a/ICPKKON IICUXOMOTOPHOTO Pa3BUTHS, AU Py3HOH
MBIIIEYHOH TUIIOTOHNEH MK )K€, HA00OPOT, CIACTHYHOCTBIO,
B CBA3H C YEM JETH YacTO HAOIIOMAIOTCS C OMIMOOYHBIM IHa-
THO30M «JIETCKUU 1iepeOpanbHbIi mapamu» [21, 33].

YacTo ¢ pa3BUTHEM I'€HEpATM30BaHHOW (OPMBI IMCTOHUH
y ZeTell paHHEero BO3pacTa acCOLMUPOBAHbI CIETYIOLIUE Ha-
pymenus ooMeHa Bemects [49]:

1. I'myrapoBas amumypust 1-ro tuma (OMIM 231670) —
3TO PeIKOe ayTOCOMHO-PEIIECCUBHOE 3a00IeBaHNe, 00yCIOB-
nenHoe aeduiurom raytapui-KOA-geruaporeHassl, 49to
MIPUBOAUT K HAKOIUICHHIO B TKaHAX M OMOJIOTMYECKHX JKHI-
KoCTsIX DIyTapoBoil u 3-OH-rmyTapoBoil KHCIOT, UMEIOIUX
TPOMHOCTH K TOJIKOPKOBBIM SJJpaM TOJIOBHOTO MO3Ta, CTPH-
apHOH cucreme. Boiiensior TsKEMy0 ocTpyio u 100pokaye-
CTBEHHYIO TTOIOCTPYIO (hopMBI 3aboneBanus [66].

2. Merunmanonosas anuaypust (OMIM 251000) — ayTo-
COMHO-pEeLIeCCHBHOE 3a00J1eBaHNe, CBSI3aHHOE C HAPYILIEHUEM
oOMeHa METHIMAJIOHOBOI KHCJIOTHI WK kobanamuua (B12).
Yamme Bcero 3aboneBaHne 00yCIOBICHO MYTAlMsMH B TeHE
MetuiManonui-KoA-myrtassl. Ilo creneHun ocTaTodyHOR ak-
TUBHOCTH ()EpMEHTa METHIMAJIOHOBYIO aIlMIYPHUIO TOIpa3-
nensoT Ha B12-uyBcTBUTENBHYIO B B12-HeuyBCTBUTENBHYIO
(kymaccuyueckyro) Gopmal.

3. INpormmonosas amumypus (OMIM 606054), nnn kero-
THUYECKas TUIIEPIIMIIUHEMHSI HACIIETyeTCs 10 ayTOCOMHO-pe-
LIECCHBHOMY THITy ¥ CXOJHA IT0 CBOMM KJIMHHYECKUM IPOSIB-
JICHUSM C METHIIMAJIOHOBOH aruaypueil. Beiaensior ase dop-
MBI TSDKETYI0 HEOHATAIBHYIO U C TIO3HUM J1eOI0TOM.

4. WzoBanepuanoBas auuaypusi (OMIM 243500) —
ayTOCOMHO-PEIIECCUBHOE 3a00JI€BaHNE C BBHIPAKCHHBIM KIIU-
HUYECKUM noiumMopduizmom. Pazinngator 18e GOpMBI: OCTPYIO
HEOHATANBHYIO0 U XPOHUYECKYI0. 3aboneBaHne 00yCIOBICHO
MyTalUsIMU T'€Ha MHUTOXOHApHaIbHOW u3oBanepui-KoA-nae-
rujaporeHassl (/VD), TpUBOAAIIUME K €€ HETOCTAaTOUHOCTH B
[IEUCHH, MIOYKAX, CKEJICTHBIX MBIIIIAX, (huOpodracTax.

5. Hekeroruueckas runepriunuaemus (OMIM 605899)
WIN TIMIMHOBAS SHIE(AIONaTHsi — HACIeICTBEHHOE T'eHe-
THUYECKH TeTepOreHHoe 3a0o0JeBaHNe, CBSI3aHHOE C HapyIe-
HHEM OOMEHa INIMIMHA, YTO MPUBOAUT K HAKOIUICHUIO TIIUIIHU-
Ha B KPOBH, MOYE M IepeOpOCHMHATIBHON KHUIKOCTH. B 3a-
BHUCHMOCTH OT MaHH(ECTaluK pa3jinuyaloT HEOHATAIBHYIO U
MTO3MIHIO0 (hOPMEI OOJIC3HHU.

6. JletinmHo3 Wi OONE3HH  KICHOBOIO  CHpONa
(MIM248600) — penkoe HacIIeACTBEHHOE 3a00JEBaHIUE,
MIPEUMYIIECTBEHHO MaHU(ECTUPYIOIIEE B HEOHATAILHOM
nepuozie, oOyCIOBICHHOE HapylleHHeM MeTabonm3ma pas-
BETBIEHHBIX aMUHOKHUCIIOT. DopMbI 3200J1€BaHMs 3aBUCST OT
TSDKECTH TEUCHUSI: KJlaccudeckasi (0cTpast), HHTEPMUTTUPYIO-
1masi, MPOMEKyTOYHasl, THAMHH-3aBUCHMAsl. | eHeTHUEeCKH Te-

TEPOT€HHOEC, ayTOCOMHO-PELCCCUBHOC 3a60ﬂeBaHI/Ie, KOTOPOEC
CBsI3aHO C HEAOCTATOYHOCTBIO (bepMeHTaTI/IBHOFO KOMILJICKCa
ACTUApOreHas aJ'IL(i)a-KeTOKI/ICJ'IOT ¢ OOKOBBIMHU OCIIAMHA.

Jezenepamuenwie 3adoneseanusn I[HC,
umerowue 6 KiUHUYeCKoil Kapmune OucmoHuu

YacTto ¢ AMCTOHUH B IETCKOM BO3pacTe NEOIOTHUPYIOT 00-
ne3Hs Bunbcona—KoHoBanoBa, 10BEeHUIIbHbBIN TAPKUHCOHU3M,
rpynna HeipoJereHepaluil ¢ HaKOIUICHUEM JKelle3a B MO3re
(NBIA), arakcusi-TercaHrudKkrasus, IeHUIHUT BUTaMUHA E,
cunrronmmuao3, 6onesus Humanna—Iluka, tun C u D, Heil-
POHATBHBIN EPOUAHBIA TUIOQYCIIMHO3, CHHApoM JIu, Heli-
POAKaHTOIIUTO3 W IOBEHWJIBHBIH ITaPKMHCOHHM3M-INCTOHUS
tun 1) u np. [44, 47, 67]. lanHbIi epedeHb MOCTOSHHO TT0-
TIOJIHSIETCS. HOBBIMH «MOJIOABIMUY (OpMaMM JIeTeHepaTHB-
HbIXx nopaxennit IIHC (manpumep, OGonesns ['eHTHHITOHA,
6one3nb [lapkuHcoHa, feHTaTOpYOpONIAIINAApHAs JeTeHepa-
1HsT), KOTOPBIE MOJKHO JJMarHOCTHUPOBATH y TAIIMEHTOB IOJI-
POCTKOBOTO M JIa’KE PaHHETO JETCKOTO Bo3pacTa. Pemaromtyro
pONb B JMATHOCTUKE JereHepaTUBHBIX 3aboneBanuii [[HC
urpaer MPT romnoBHoro mo3sra. Psj 3aboneBaHuii JaHHOM
TPYIIB COMPOBOX/IACTCS CHEU(PUISCKUMH HW3MEHEHHSIMHU
Ha MPT ronosnoro mo3ra (nanpumep, MP-kapruna Ounare-
paJIbHOTO TTOpaKeHMS OJIETHBIX IapoB mpu Oone3nu [lapkun-
COHA; «TUTPOBBIA Tmaz» mpu NBIA, tun 1; cumMmmerpudHas
arpodust JI0OHO-TEMEHHO-BHUCOYHBIX OTAENIOB MOJIYLIAPUH H
OuiarepaiibHOE TIOpakeHHe 0a3aibHBIX SIEp TPH Ty TapOBOM
aruypu, tan 1) [45, 54].

3nanue crienuduyecknx MP-marTepHOB 1MO3BOIISET 3HAYH-
TEIBHO Cy3WTh JMArHOCTUYECKUH IOMCK W MUHHMH3HPOBATH
BpeMsi, TOTPAYCHHOE HA MArHOCTUKY OOJIE3HEH, COMPOBOK/IAt0-
muUxcst AMCTOHMSIMU. OZIHAKO B JIETCKOM BO3PACTE KIMHUYECKUE
MPOSIBJICHUSI OOJNE3HM MOTYT HE CONPOBOXKIAThCS THITUYHBIMU
MP-narrepramu. Y pebeHka paHHEro BO3pacTa MOKHO He OOHa-
PY’KUTb XapaKTepPHBIX U3MEHEHUH B BEILLIECTBE TOJIOBHOTO MO3ra
7100 BBIBICHHBIC M3MEHEHHMS OyIyT HecrenuuaHbMi. B Ta-
KX CITy4asiX pEIAroIIasi POk B TOCTAHOBKE JUArHO3a OTBOANT-
CsI KIIMHUYECKOM CUMIITOMATHKE OOJIE3HH U JaHHBIM MOJICKYJISIP-
HO-TEHETHUYECKUX METOJIOB MCCIIENOBaHUs [S55].

MMuaznocmuxa oucmonuii

B ximHHuYecKod MpakTHKe BBIJACNAIOT 4 3Tarna JUarHoCTH-
KH JTUCTOHUM:

* pacmo3HaBaHUE IKCTPATMPAMHUIHOTO CHHIpPOMA, BBIJIC-

JICHUE CTIeIIN(PUICCKAX YePT U «PUCYHKA» TUTICPKIHE3A,;

* YTOYHECHHE aHAMHECTHYCCKUX TaHHBIX, BBIIBICHUE CO-

My TCTBYIOIIUX CUHIPOMOB, Ta0OPATOPHBIX MAPKEPOB U
HEWpPOBU3YaJIU3aALMOHHbBIX AaTTEPHOB;

* TPOBCICHUC MOJICKYJIIPHO-TCHETHYECKOrO OOCIICIOBAHMIS;

* YCTaHOBJICHHE KIIMHUYECKOTO JHArHO3a.

B cBs3u ¢ TeM 4TO pacno3HaBaHUE JIUCTOHUMN SIBISIETCS
OTITPABHOM TOYKOM THArHOCTHUKH, KJIacCU(UKAIHS SKCTPAIH-
PaMUIHBIX PACCTPONUCTB MOXKET OBITH MOCTPOEHA HA CUHJIPO-
MasibHOM nozxone [16, 27]. Ilpu 3Tom peraroiiee 3Ha4eHHUE
JUTS TMaTHOCTHKH (0OCOOCHHO B ICTCKOM BO3PACTE) OTIACTCS
MOJICKYJISIPHO-TCHETHICCKIM METOMaM, XOTs Ul psiga Gpopm
natonoruu [[THC TounbIi reHeTHYEeCKHiA Te(EKT HE YCTaHOB-
JIeH, a HETIOJTHAS ICHETPAHTHOCTH U BBICOKAs BapHaOeIbHOCTD
4acTO 3aTPYAHAIOT HHTEPIIPETALIUIO NaHHBIX [39, 48].

Ipunyunuet 1euenun oucmonuil

[Tarorenernyeckoro je4eHUsl TUCTOHUN HE CYIIECTBYET,
BCE TEpareBTUYECKHE MEPONPUITHS HOCIT CHUMITOMAaTH4e-
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CKMI xapakTep. Pacimmpenue apceHana nepopajgbHbIX JieKap-
CTBEHHBIX CPEJICTB, BO3MOXXHOCTbH MPOBEACHUs OOTYIHMHOTE-
panuy, a Tak’ke COBPEMEHHbBIE HEHPOXUPYPrHUECKHE TEXHO-
JIOTUH TIO3BOJIAIOT 3HAYUTEIBHO YIYUIINTh Ka4eCTBO KU3HU
MaIEeHTOB ¢ AUCTOHHUAMHU [59, 68].

OcHOBHBIE METOAbI JICHCHHS MBbIIICYHBIX }:[I/ICTOHI/Iﬁ y
B3pOCIIBIX:

* MEIMKaMEHTO3Hasl Teparusi (XOIMHOIUTHKH, MHOpe-

JIAKCAHTBI, OCH30/Ma3CIINHBI);

* XHMHYECKas JeHepBanus (OOTYINHOTEpATIHs);

* WHTpaTeKaJbHOE BBeICHHE OaKkiodeHa;

* OMNEPaTUBHOE JIEYCHNE — TITyOOKasi CTUMYJISIITHST MO3Ta

[69].

B Hacrosimiee BpeMsi XONUHONHUTUKH, OakiodeH, OeH30-
JMa3enuHel U JeBojona (mpu Ooseznu CeraBbl) OCTarOTCs
OCHOBHBIMH METOAAMH MEJMKAMEHTO3HOW TEepanuu IHUCTO-
HUU KaK y JAeTel, Tak U y B3pocibiX [62, 63]. OqHaKko CITUCOK
JIEKAPCTBEHHBIX MPENApaToB, JOIMYCTUMBIX K IIPUMEHEHUIO Y
nereit panHero Bozpacra B Poccun, orpannyen. Tak, HeoOxo-
mambtil st edeHns [JOMDA-3aBucuMoi (OpMBI TUCTOHHH
KOMIIJIEKCHBIH TIperapar JIEBOAOIBI U KapOuaombl (TOproBoe
HauMmeHoBanne Hakxom, Cuxom, CHHIONA U 1p.) IMEET BO3-
pacTHOE OrpaHUUCHNE ¥ HE PEKOMEHIYETCSI K HCIIOIb30BAHHUIO
y nereit miaamie 18 met. YacTo MCHonb3yeMblil B KyIupoBa-
HUM CIIACTHYHOCTH M TUCTOHHMHU y JIETCH npenapar O0akiodeH
pa3peiéH K MPUMEHEHHUIO C OCTOPOKHOCTBIO ISl [TAIIUCHTOB,
nocturmux 1 roma xu3Hu. VHTparekaiabHOE BBeieHHE Oa-
KkIodeHa mpuMeHseTcs PH Hed(PEKTHBHOCTH TPEIBITYIICH
TEpanuy y MalHeHTOB C TSHKEIBIMU TeHEPaIN30BaHHBIMA 1~
CTOHHSIMM, TPEUMYIIECTBEHHO BTOPUYHOIO Xapakrepa (TH-
NepKUHeTHYeCKast popma JIETCKOro 1iepedpaibHOTO Iapainya
1 JIp.), @ TAKKE TPH TSHKEJIBIX MHOTIAaTHIECKUX JTUCTOHHSX B
JieTckoM Bo3pacte [33, 44, 46].

BorynmuHoTepanust crana OCHOBHBIM METOIOM JICUCHUS
JOKaJIBHBIX M CETMEHTAapHBIX (JOPM MBIIIEYHOW ANCTOHNUHU
He3aBUCHMO OT sTHosnoruu [43]. Ilpumenenne GoTyauHUYE-
CKOI'0 TOKCHMHA — 3TO KOMIIJIEKCHAA Y BBICOKO MHAWBUAYaAJIN-
3MpOBaHHAas Teparnusi, onpesessieMas alrOpUTMaMH JICYCHUS
1 CXeMaMH HHBEKIUH, OTMCHIBAIOLIMMH €TO [EJICBBIC MBIIIIIHI
u ux gosupoanue [70]. O4eBUIAHO, YTO JJIS YBEIHUCHUS d(]-
(heKTUBHOCTH KOMIUIEKCHOW Tepamyy AUCTOHUH y eTel He-
O6XO}II/IMBI HOBBIC MATOTCHECTUYCCKHUE MCTOAbI JICUCHUA pac-
npocTpaHEHHBIX (OpM MEPBUYHON IMCTOHMU M JIUCTOHHUYE-
CKUX CHHJIDOMOB B CTPYKTYpE JIET€HEpaTHBHBIX 3a00JICBaHUH
IMHC, a Tarxke pa3paboTka ONTHMAJIBHBIX JTOPUTMOB JHa-
THOCTHKH M JICUCHHUS JaHHBIX HanueHToB. OnHako B Poccnn
HUMEETCSI PsiZl OTPAHUUCHUH TSI ICIIOJIb30BAHMS OOTYIOTOKCH-
Ha THMa A B JCTCKOM BO3pacTe, YTO CYIICCTBCHHO OrpaHUYn-
BacT BO3MOXHOCTb HIMPOKOI'0 IMPUMEHCHUA 3TOIr0 METOAA, B
TOM YHCIIC TIPH JICUCHNHU AUCTOHNI. OrpaHNYNBaET UCTIOIB30-
BaHME METOJIa OTCYTCTBHE JOCTATOUYHOTO YMCIIA CIEHUAIBHO
TIOATOTOBJICHHBIX Bpauei, IMEIOMNX OIBIT paboThI ¢ OOTYIIO-
TOKCHHOM THNA A B JIGYEHUN TUCTOHUYECKUX TUIIEPKUHE30B.

XpoHHuUecKasi CTUMYJISIHS BHYTpEHHEH yacTu OJeHOTo
miapa rokasaHa npu NEepBUYHBIX T'€HCPAIU30BAHHBIX JUCTO-
HUSIX M B CIIy4asiX HEY/JIOBJIETBOPUTEILHOTO PE3yibTaTa Heo -
HOKpATHO TNPOBEIEHHON OOTYIMHOTEPANU TIPH JIOKAJIBHBIX
(dhopmax muctoHmid. [pyrue HeHpOXUPyprudecKue METONE B
HACTOsIIIEe BPEMs TOJIBKO HAYMHAIOT TIPUMEHSTHCS JUIA Jede-
Hus guctonwmii [71, 72].

B ciiyyae BO3HMKHOBEHMS TSKEIBIX JUCTOHUYECKUX CO-
CTOSIHUH TpeOyeTcsl OKazaHHEe IKCTPEHHOH MEAMIIMHCKOH I10-
Mom. K TakiM HEOTIIOKHBIM COCTOSTHUSIM OTHOCSITCS JTCTO-

REVIEW

HUYECKHH CTPHUJIOP C paccTpoiicTBaMU (DYHKIIMH JIbIXaHHS, JIe-
KOMICHCUPOBaHHbIE T€HEPAIN30BaHHbIE NUCTOHUH, BKIIIOUAs
«JTUCTOHHYECKYIO OypIO», OCTPBIC OTPABJICHUS, CBS3aHHBIC C
pUEMOM HEUPOJIENTUKOB, BKIIIOYAsl 3JI0KAYECTBEHHBIA HEM-
POJIENTUYECKUI CHHIIPOM U JPYTHE TOKCUIECKNE TOPAKEHUS
I[MHC. TIpuMeneHne MHBEKIIMOHHBIX (HOPM aHTHUXONWHEPTH-
YecKuX IpenaparoB (OuIepHueHa THIPOXJIOPHIA) SBISETCS
BEAYIIUM METOOM HEOTIOKHOW TE€Parmuy y B3POCIHBIX Maly-
eHToB. OHaKO Ul JeTel NaHHas Tepanus HEAOCTyIHA U3-3a
BO3PACTHBIX OTPAHMUYCHNI IPUMEHEHNUS PA/A JICKAPCTBEHHBIX
mpemnapatos [73].

Takum oOpazom, aHanu3 (HOPMHUPOBAHUS MBIIICUHBIX IH-
CTOHUWH y JAeTell NpH pa3iIu4HbIX (opMax MaToJIOTHU CBHJE-
TEIIBCTBYET, YTO aKTYaJbHOCTb STOH MPOOJIEeMBbI CTAaHOBUTCS
BcE Oonee 3HauMMOMN. CIHCOK MOHOTCHHBIX CIIOXKHBIX JIBHTa-
TENBHBIX PACCTPOHCTB CTPEMUTENILHO pacTéT. MHOTHE Hacen-
CTBEHHBIC U META0OINIECKHE 3a00/ICBaHNS W BPOXKIEHHBIE
HapyIIeHNsT OOMEHa BELIECTB BHI3BIBAIOT TUCTOHUM Y JETeil.
Bospiioe yncino Hefipomerabosnueckux (opM MaTrooruu, oT-
BETCTBEHHBIX 32 (JOPMUPOBAHNE JIUCTOHUH Y JIeTEH, BKIIIOYaET
MUTOXOHJpUAIbHbIE LIUTONATHH, OPraHMYECKHEe alUJeMuH,
HapyLIeHUsI MUHEPAILHOTO OOMEHa M TPaHCIOPTa, HeiipoMe-
JTMaTOpHBIE 3a00J1eBaHNs, HAPYIIIEHUs] OOMEHa IypHHOB, IHC-
¢yHKIMKH 0OOMEHa JUMHUIOB M KpeaTuHa. O4YeBHIHO, YTO Ui
yBenuueHus1 A(GPEKTUBHOCTH KOMILJIGKCHOW Tepanuu IHUCTO-
HUH y JieTell HeOOXOAMMBI HOBBIE MATOICHETHUCCKHE METOMBI
JICYECHHST paclpoCTpaHEHHBIX (DOPM TEPBUYHON UCTOHUM U
JIICTOHNYECKUX CHHAPOMOB B CTPYKTYpE JIET€HEPATUBHBIX 3a-
6omeBanmii [LIHC, a Taxoke pa3paboTKa ONTHMAIBHBIX aITOpUT-
MOB HMX JIMarHOCTHKH C HCIIOJI30BAaHUEM BBICOKOI(P(EKTHB-
HBIX MOJIEKYIPHO-TEHETHUECKUX TEXHOIOTHil.
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