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KJIMHUYECKUH PA3BOP

DY T6-dopma
UINOIIATUYECKONM TUCTOHUUN

M.IO. Kpacuos, C.JI. Tumepdaesa, H.FO. A6pambiuea, M.C. Crenanosa, F0.A IlInumokosa, M.B. Epmosa

OI'bHY «Hayunbiii uenmp Hesponoeuu» (Mockea)

DYT6 — nedasHo onucannas aymocomHO-00MUHGHMHAS (POPMA NEPEUHHOL OUCIOHUY C PAHHUM HA4AAOM CUMNIMOMO8, 00yciosierHas mymayusmu eewa THAPI
Ha 8-ii xpomocome. Yacmoma ecmpeuaemocmu 3moii (opybl 8 PA3AUHHbIX NORYASUUAX Upe3sbiuaiiHo sapuabenvia u cocmasasem om 1% 0o 25%. nanue mo-
NeKYAAPHOR0 Oeqhekma, Aecauyeeo 8 0cHoge 00Ae3HU, 80 MHO20M Onpedeasiem ee npoeHo3 u nooxodsl k mepanuu. B cmamve npedcmasien nepebiil 6 poccuiickoil
nonyasuuu cayuaii ducmonuu DYT6, noomeepacdentbiii o0Hapyrceruem mymavuu ¢.424A>G (p.T1424) 6 cene THAPI. Knunuueckas Kapmura 6xaonana ocmpyro
MaHugecmayuro cumnmomos 6 gospacme 27 Aem ¢ pasgumuen 1e6ocmoporHe2o Aamepopempokoanuca. Yacmoma écmpeuaemocmu 3moii opmol OucmoHUU
6 Hauiell evibopie ducmoHuueckux cunopomos cocmasuaa 0,7%. Tloduepkusaemes dernomunuueckuii noaumoppusm DY T6-opmvr ducmonuu u poas eenemuue-

CK020 mecmupoeanus 6 ee duacHocmuxe.

Kmrouesbie ciioBa: nepsudHast quctonus, popma DYT6, ren THAPI, kinHudyecKast KapTHHA, IMarHO3.

MUCTOHMS (MBILLIEYHAS TUCTOHMS) — KIMHUYECKUIA
CUHAPOM, XapaKTepU3YIOIIUICS HEPUTMUYHBIMU
MEUIEeHHBIMM HACWJIbCTBEHHBIMU JBUXEHUSIMU B
Pa3IMYHBIX YaCTSAX Tela, CBOCOOPa3HBIMU H3Me-
HEHUSIMM MBILIEYHOr0 TOHyca M (POpMUpPOBaHU-
€M TaTonQruueckux 1mo3 [2, 5]. CmycTsa Oojiee 4eM CToJIeTHE,
MpolLIeaIiee ¢ MOMEHTa OMUCAHUS TaHHOTO KJIMHUYECKOTO
cunapoma X. OmmeHreiiMoM, B JMTepaType TNpeacTaBIeHO
MHOXeCTBO (hOpM IMCTOHMH, BKIIOYAS MEPBUYHbIC (MAUOIA-
TUYECKKE) U BTOPUYHbIE (CUMIITOMATUYECKUE) MTOATUIIBI.

[epBuyHas oMCTOHMST 00BeIMHSIET Bce (DOPMBI, TPU KOTOPBIX
JMCTOHUS TIPUCYTCTBYET B KauecTBE €IMHCTBEHHOTO CHMITTOMA
3a00s1eBaHMS (MHOTIA — B COYETAHMM C TPEMOPOM); TIPU 3TOM
OTCYTCTBYIOT JJaOOpPaTOpHBIE M3MEHEHUS 1 KaKhe-1Mbo Tpu3Ha-
KM TIATOJIOTMH TIPY PYTMHHBIX HEHPOBU3YaIM3aIMOHHBIX MCCIIE-
noBaHusix [3]. BropuuHble JUCTOHMU BKITIOYAIOT T€TEPOTEHHYIO
TPYIIY CHHIPOMOB, B paMKaX KOTOPBIX BO3MOXKHO BBIICIICHHE
HeliponereHepaTUBHBIX (B T.Y. HACIEACTBEHHBIX) 3a00JeBaHMUIA,
TIPOSIBIISTIONIMXCST IMCTOHUEN, JIEKApCTBEHHO-MHIYIIMPOBAHHBIX
TMCTOHUI ¥ MMCTOHMIA, 00YCIOBIEHHBIX IPHOOPETEHHBIMHU TIPH-
YUHAMKU M BHEIIHUMU (hakTopamu. VIMEHHO STHOIOTMYECKUit
KpUTEpHUIl JIeT B OCHOBY OOIICTIPUHSITON KIACCU(UKAIIMN HC-
TOHMI, pekoMeHmoBaHHOU EBponeiickoit Meneparmeit Hespo-
noryeckux O6miects B 2011 1. [6]. Cremyer Takke pasiuyaTh
COCTOSIHMS], CIIOCOOHBIE MPUBOAMTL K (POPMUPOBAHMIO NATOJIO-
TUYECKUX JIBIDXEHUH 1 TI03, HO HE MMEIONTHe HUYETo 00IIEro co
crieruduueckoii (heHOMEHONIOTUEl TMCTOHMIT — TaK Ha3bIBAEMBbIE
«TICEBIOAUCTOHMI». K HUM OTHOCSIT TMKH, CMa3Mbl, BbI3BAaHHbBIE
TUITOKATTBIIEMICH, THIIOMATHE3UEMICH W alKao30M, KaM-
NITOKOPMUIO, HepoMuoTOHMI0, cuHApoMbl Canaudepa, Catoii-
omy, Knummensi-Deiins, a Takke COCTOSIHYS, B OCHOBE KOTOPBIX
JIeKaT OpTOIeANIECKIe WM PeBMATOIOTMYECKIE TIPUUMHBI (CKO-
11103, KOHTpakTypa JromoutpeHa u ap.) [7].

JIMCTOHUST SBISIETCS MOBCEMECTHO BCTpevatoInmmcst 3abose-
BaHMEM, JAaHHBIC O €¢ YacTOTe BapbHPYIOT B 3aBHCUMOCTH OT
HCCIIeyeMOii KOrOpThI 00JIbHBIX X METOIOJOIMYECKHX 0COOEH-
HOCTel 3MMAEMUONOTMYECKUX KccaenoBaHuit. Cpean aBura-
TEJBHBIX PACCTPOICTB MMCTOHMS 3aHMMAET TPEThE MECTO II0
PacIpOCTPAaHEHHOCTH MOC/e ICCEHIMATBHOIO TpeMopa 1 0o-
ne3nn [TapkurcoHa [13]. [Ipu 3TOM cumTaeTcs, 4To y MalieH-
TOB C IMCTOHKEH B 3HAUUTEILHOM UUCJIE CITyYaeB BCe ellle MMe-
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€T MECTO HECBOEBPEMEHHas M HeI0CTaTOYHast AMarHOCTHKA [4].
JlaHHBIC METaaHAIM3a 15 MccnenoBaHmiA SIMUAEMUOIOTHH TTep-
BUYHBIX AMCTOHMIA, TpoBeaeHHoro B 2012 . crenpanucraMu
yHuBepcutetoB TopoHto u Kanrapu (KaHazna), onieHuBaiot 06-
LIYIO YaCTOTY BCTpeyaeMocTH 3aboneBanus Kak 16,43 : 100 000,
OJIHAKO OTMEYEHBI CYILECTBEHHbIE BapHallMU MPeo0Iaialonx
(hopM IePBUYHOM AUCTOHUU B PA3IMYHbBIX MOMYIALMsX [29].

JI71s1 TpaKTUYeCKOTO Bpava BaXXHO HE TOILKO YMEHUE OPUEHTH -
POBATHCS B ITHONOTUYECKUX (haKTOpax TUCTOHMH, HO 1 3HAHME
€€ XapaKTEePHbIX KIMHUYECKUX XapaKTepUCTHK — TaKMX Kak
BO3pACT Havaia, aHaTOMIYECKasl BOBIEUYEHHOCTh U BpeMEHHOI
MaTTepH AUCTOHNYECKUX CITA3MOB, UTO ITO3BOJISIET MIPOTHO3M-
poBaTh JalbHEliIee TeueHue 3a00eBaHKs U BHIOUPATh OMTH-
MaJIbHYIO TAKTUKY JiedeHus1. Tak, py UCTOHUM C HAYajioM B
paHHEM BO3pacTe Yalle YIaeTcsl yCTAHOBUTD MPUIMHY 3a00J1e-
BaHUs, U JUISl JTaHHOM (hopMbl OoJiee XapakTepHa TEHIEHIIUS
(hoxapHBIX (HOPM K TeHepaamu3ali. [ToporoM, KOTOpHIil pa3-
JeJIsIeT AMCTOHUYECKKE TUTIEPKMHE3bl Ha (DOPMBI C PaHHUM U
TIO3THUM HayajioM, ciyxut Bo3pact 40 ser [7]. [enernyeckue
(hopMbI TeHEPaTM30BaHHON AMCTOHUHM 00BIYHO MaHU(DECTUPY-
10T Ha 1—2-M JeCATUICTUY KU3HU, TOTIa KaK CriopaaniecKas
(hokaspHasI IUCTOHMS Yale Ae0rTupyet mocue 50 JeT.

[To pacrpocTpaHeHHOCTH TUIIEPKIHE3a IIPUHATO AU depeHLn-
poBath (HOKAJIbHYIO, MYJILTU(DOKAIBHYIO, CETMEHTAPHYIO TUCTO-
HUI0, FEMUANCTOHUIO U TeHepaiu3oBaHHYI0 hopmy [5]. BpemeH-
HbIEe XapaKTePUCTUKU YYMTBIBAIOT KOJIeOAHMSI BbIPAXXKEHHOCTU
KIMHITYECKMX TIPOSIBIEHMIA TUCTOHNYECKIX TMIIEPKIUHESOB, BO
MHOIOM 3aBMCSILIMX OT IPOM3BOJIbHBIX ABIDKEHMN, HATUYUSL
TPUITEPHBIX (PAKTOPOB, KOMIIEHCATOPHBIX (PeHOMEHOB, 00JIer-
JaIOLIMX MAaHEBPOB (gestes antagonistes) WA TICUXOIOTIIECCKOTO
cocTosiHus. COIIacHO 3TOMY KPUTEPUIO, MOXHO BBIIETUTh He-
CKOJIBKO OCHOBHBIX BPEMEHHbIX [1aTTCPHOB THCTOHMH:

*  TepCUCTUpYyIOIas TMCTOHMS (HEBPOJIOTMYECKMIA CTATyC
OOJMLHOTO He TIpeTepIieBaeT 3HAYMMBIX KOJeOAHMI Ha Mpo-
TSDKEHMM BCETO JIHS, 32 UCKIIIOYEHUEM TOTO BPEMEHH, KOrna
00JIbHOI CIINT);

* JMCTOHMUS C CYTOYHBIMU KOJIeOaHUSAMU (XapaKTepHbI BbIpa-
JKEHHBIE [UPKAIHbIE BApUALIN aHATOMUYECKO BOBICUECHHO-
CTH, OCTPOTBI ¥ TPOYMX XapaKTEPUCTHK THIIEPKIHE3a);
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* KWHE3WOCIeduIecKas OUCTOHMUS (CHHOHMMBI — «IIHC-
TOHUS JEHCTBUS», «aKUMOHHAS MUCTOHMS»; WHIYLUPYETCS
KaKMM-JIN0O XapaKTepHBIM POIOM JBUTATEIbHON aKTUBHOCTH
MU OJTHUM XapaKTEePHBIM IBIDKEHUEM);

* TIapOKCH3MaJIbHAsl MVCTOHMS (BHE3aITHbIC, OTPaHMICHHOI
MIPOIOJDKUTEILHOCTU 3IKM30/Ibl, BBI3bIBAEMbIE PA3HOOOPA3HBI-
MU TPUTTEPHBIMU (DaKTOpaMu — 0OOJIbIO, TICHXO3MOLMOHAIh-
HBIM BO30yXaeHHeM, (M3MYECKUMU HArpy3KaMu, HPHUEMOM
aJIKoroJist uim Koge).

Ocobas 1 10CcTaTOuHO peakas (popMa JMCTOHNUYU — TaK Ha3bIBa-
eMast ducmonus-naroc [2, 5]. OHa xapakTepu3yeTcst CoueTaHIEeM
JUCTOHMYECKOTO TUIIPEKMHE3A C PA3IMYHBIMU IBUTATEIbHBIMU
PacCTpOMCTBAMM, Yallle BCEr0 ¢ MMOKJIOHYCOM M TapKUHCO-
HU3MOM.

[MatoreHe3 AMCTOHMU YPE3BBIYAHO CIOXEH. AHAIN3 MMEI0-
MIKMXCS AKCIEPUMEHTANBHBIX M KIMHMICCKUX JTAHHBIX CBUIC-
TEJILCTBYET O TOM, YTO B Pa3BUTHM JUCTOHUM BaxKHOE 3HAUCHUE
MMEIOT HapYIIeHNUS IIEHTPATbHBIX HEIPOMEIUATOPHBIX CHCTEM
(mocbaMuHepruyeckoi, XOJMMHEPrMYECKOr, CepOTOHUHEPIU-
yeckoi, TAMKepruueckoii u 1p.) U HelipodU3MOIOTUYECKUI
IUCOATAHC MEXIY Pa3IMUHBIMU OTAENAMKU MO3ra — 0a3ajibHbl-
MU TaHIJIMSIMU, TaJJaMycOM, CTBOJIOM MO3Ta, TEMEHHOI KOpoi
1 Mo3:xxeukoM [3—35]. CornacHO TpaTUIIMOHHOM TOYKE 3peHMS,
B TMaToreHe3 JAMCTOHMU TJIABHBIM 00Pa30oM BOBJIEUEHBI TaKue
o0macTu 6a3albHBIX TAHIJIMEB, KaK OJICTHBIH MIap W CKOPIIyIa,
OJIHAKO TOHKHME aCMeKThl UX B3aUMOICHCTBUS, KaK MEXIY CO-
00ii, TaK ¥ ¢ IPYTUMU CEHCOMOTOPHBIMU PETMOHAMHU T'OJIOBHO-
IO MO3ra, HyXKIaloTCcsl B yTOUHeHuu [21].

K nacrogmemy MomeHTy omucaHo Oonee 20 dopm Hacmen-
CTBEHHOI TmepBuUYHOil muctoHuu |3, 7]. ITlomaBnsioree
OOJBIIMHCTBO CIIyYaeB MEPBUIHON MUCTOHUU C PaHHUM (IO
40 neT) HavYalIoOM B pa3IMYHBIX MOMYJISILMIX MUPa 00YCIOBIe-
HbI MyTanusiMu B reHax DYT1w DYT6 [23]. HacnencTBeHHOCTD,
SIUIEMMOJIOTHSI, HEBPOIATONOTHS, NUATHOCTHKA, KIMHUKA
1 JiedeHre UMEHHO 3TUX (OpM MMCTOHUM SIBJISIOTCS M3YYeH-
HBIMH HanOoJIee TOIHO, XOTS HESICHRIMHU OCTAlOTCST KIIMHUKO-
TeHETUYECKUE KOPPEISUU U MPOTHO3 3P GHEKTUBHOCTH Pa3-
JIMYHBIX METOIOB KaK KOHCEPBATUBHOTO, TAK U OMEPATUBHOTO
JIeYeHMS B 3aBUCUMOCTH OT THUIA MyTalluu. [eHeTnKa BHOCHUT
CYIIECTBEHHBII BKIan B AU(GQepeHIMpoBaHWE TUCTOHUN
C IOPYTMIMU CXOIHBIMM IBUTATeJIBHBIMHM PACCTPONCTBAMHU —
SCCEHLMATbHBIM TpeMopoM [17], reHeTMyecKuM (IOBEHWIb-
HbIM) TapkuHcOHU3MOM [1, 20], paznuuHbiMu popmMamMu MbI-
1IeyHoi naronoruu [19] u T.a.

Juctonus DYT6 (ayTocOMHO-IOMMHAHTHASI AUCTOHMSI C paH-
HUM HavajoM), MO pa3HbIM OLleHKaM, cocTaBisieT oT 1% 1o
25% Bcex ciyyaeB IEPBUYHOM IMCTOHUM C PAHHMM HA4ajioM
[24]. IeneTpaHTHOCTL reHa cocTasiseT 40—60%. Dexorun xa-
paKTepU3yeTcs paHHUM HauyajioM (B cpexHeM — 16 ser). Hau-
Ooee yacTo Ha MEepBOM 3Tare 00Je3HU TMIEPKUHE3 JTOKAJM-
3yetcs B pyke (50%), 3aTeM clieayeT BoBIeYeHE KpaHUATbHOI
(25%) wiu uepBUKaIbHOI (25%) MyCKynaTypbl ¢ TEHIEHLMEH
K reHepaau3alui Uik MyJasTH(HOKATbHOMY paclipoCTpaHEHUIO
6osiee yeM B osioBMHE ciydaes [25]. [IposiBneHust opoMaHam-
OYJSIPHOM M JTADMHTEATbHOI TMCTOHUN Y 65% OOJbHbIX SIBIS-
10TCS IOTIOTHUTEIbHBIM MHBATUAN3UPYIOLIMM (akTopoM [9].

IMpuunnoit DYT6-(opMbl IepBUYHOM TUCTOHUM SIBIISIETCS IO~
Bpexxnenue rena THAPI na xpomocome 8p21-q22. Ten THAPI
COCTOMT U3 TPEX 3K30HOB U KOAMPYET CUHTE3 aronTo3-acco-
uMpoBaHHoro 6enka [26, 30]. B maHHOM TeHe omucaHo 6o-
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DYT6-(opma avonatuyeckoit AUCTOHMM

jee 60 pasIMYHBIX MyTalMid: Mpeo0IafaloT MUCCEHC-MYTaLUK
(64,9%) n manble nenelMu BHe paMKu cuuTbhiBanus (19,3%),
JpYTHe TUITBI MyTaluil (BCTPEUYAlOTCS 3HAYMTENBHO pexe [8].
MyTanus MoXeT 3aTparuBaThb Bce Tpu 9k30Ha THAPI. Yetkas
KOPPEJSIMs TeHOTHI-(DEHOTUIT IO HACTOSIIIETO BPEMEHHM HE
omucana [8, 30]. UnrepecHo, uto 6e1ok THAPI mopmasnsier
TpaHcKpumuio reHa TORIA, accolMupoBaHHOTO ¢ Haubosee
qacToii (hopmoii mepBuuHOi quctonu — DYTI [22].

[lpy mpoBeneHVM XUPYPTUYECKOTO JieUeHUs (XpOHWYECKast
QNIEKTPUYECKAsT CTUMYJISILIUSI OJNIEAHOTO 11apa) y MalleHTOB
¢ DYT6-nucronueit HabmonaeTcs yiiydiieHe Kak KayecTBa
KU3HU, TaK U JBUTATEIbHON aKTUBHOCTU. B mocneonepariu-
OHHOM TEPUOJIE YTyYIlIEeHUE TBUTATENbHON OLIEHKH JOCTUIa-
et 16—55% no mkanam TWSTRS (Toronto Western Spasmodic
Torticollis Rating Scale) n BFMRS (Burke—Fahn—Marsden
dystonia rating scale), YT0 3aMETHO HUXeE aHATOTMYHBIX MTOCTIE-
OTepalMOHHBIX TIoKasaresteil mpu auctonnu DYTI [15, 31].
Bax#bM siBsieTcst Takke TOT (hakT, uto npu DYT6-nuctonun
XUPYPrUYECKOE IeYeHE yMEHbIIAET JUCTOHNYECKIE TUTIEPKU-
He3bl, 3aTparuBarole KOHEYHOCTH, IIE0 U TYJTOBUIIE, ONHA-
KO TIPAaKTUYECKHU He BIMSET Ha BEIPAKEHHOCTD JJApMHTeATbHOM
JIMCTOHUU U COOTBETCTBYIOIMX HAPYIIEHUI Peuy U II0TaHUS
[15]. CBa3b mytauuit THAPI ¢ Gonee HU3KUMHU TMOKa3aTesi-
MU 3(QQEKTUBHOCTH OMEPaTUBHOTO JICUeHUST 00YCIOBINBACT
HEOOXOMMOCTh TIPOBENCHUSI MEIUKO-TEHETUYECKOTO aHAJU-
3a MAlMEHTOB Ha ATane, MpeauecTByoleM onepauuun [11].
OmnpeneneHne KOHKPETHOTO FeHeTUUECKOro AedekTa y maiu-
€HTOB C paHHEH TIePBUYHOI TMCTOHUEI MOXKET ObITh OTHUM U3
KJTIOYEBBIX (haKTOPOB OIpENeNeHNs TOKa3aHUi K XUpyprude-
CKOMY JICYEHHUIO.

B Hayunowm uentpe HeBposnoruu B 2014—2015 rr. uccneaoBaHo
148 o6pazuos AHK naiueHToB ¢ mepBUYHOI AUCTOHUEH, Y KO-
TOPBIX paHee [28] ObLIO UCKIIOUEHO HOCUTEIBCTBO TUITMYHOIM
GAG-nenenuu B Haubosee 4YacTo MYTUPYIOLIEM «IUCTOHUYE-
ckom» TeHe TORIA (popma DYT1). OOpasirsl ObLIH TpoaHa-
JIM3UPOBAHBI 10 TpeM 3K30HaM reHa THAPI MeToi0M NpsSIMOTO
CEKBEHMPOBAHUS. B pesynbrate mpoBeicHHOTO MYTallMOHHOTO
CKPUMHUHTA y OJHOTO MallMeHTa B KOAMpYIOLIEH 00JacTu 3-ro
aKk30Ha THAPI BbisIBIeHA TeTepO3UTrOTHAsE MUCCEHC-MYTaLMs
c.424A>G (cm. puc. 1), mpuBomsIIas K 3aMEHEe TPEOHWHA Ha
anaHuH B 142-M komone Oenka (p.T142A). Takum obpazom,
yactota BcTpeyaeMocTd DYT6-GhopMbl JUCTOHMM B Halleid
BoIOOpKe cocTaBuia 0,7%, 4TO COMOCTABUMO C YacTOTAMU
BCTPEUaEeMOCTH TaHHOU (HOPMBI IIEPBIYHOM TUCTOHUHU B APY-
TUX €BPOIEHCKUX MOMyIsimsxX (HeMelKas momyJsius — 1%,
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puc. 1: BoisBnexHas myrauus ¢.424A>G (cTpenka).
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A T142A
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MVQSCSAYGC KNRYDKDKPV  SFHKFPLTRP  SLCKEWEAAV  RRKNFKPTKY
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SSICSEHFTP  DCFKRECNNK  LLKENAVPTI  FLCTEPHDKK  EDLLEPQEQL
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QLEQQVEKLR KKLKTAQQRC RRQERQLEKL KEVVHFQKEK DDVSERGYVI
210
LPNDYFEIVE VPA
B

puC. 2: Brusiue BLISBNEHHOI MyTaLym Ha 6enok THAPT:

A - cxematnyeckoe 3o6paxetve 6enka THAP1. DBD — [IHK-CeblBatOLLMIA IOMEH,
PR — nponmH-6orarast obnactb, CCD — coiled-coil nomeH; b — nocnenosatenbHoCTs
amuHokucnor B Oenke THAP1, CTpenkoil ykasaHa amMHOKWCNOTA, B KOTOPOiA
npou3oLLNa 3ameHa; B — mogenb romogumepu3aumu THAP1 (no Bonetti et al., 2009).

cepbckas — 1,8%, 6puranckas — 2,5%, monsekas — 4,2%) [12,
14, 16]. B 10 e BpeMsl B OHOIi U3 pabOT aMepUKAHCKUX MC-
cinemoBareneil yactora BoisiBiaeHus DYT6-gucronun 3 CIIA
OKasajach CyIIECTBEHHO BbIle — 0K0s10 25% [10]. D10 Morio
ObITh OOYCJOBIEHO HE TOJBKO MOMYJISIIMOHHBIMU OCOOEHHO-
CTIMU, HO ¥ OPYIMM XapaKTepOM BbIOOPKU aHATU3MPYEMbIX
MalMEeHTOB; BCE MALIMEHThI UMeJIM MOJOXUTEIbHbINA CEMEHbIN
aHaMHe3 — 36 ceMeii, B KOTOPBIX XOTsI Obl OIUH U3 POACTBEHHHU -
KOB MMeJT HehoKabHYI0 (POpMY IUCTOHUU ¢ BO3PACTOM MaHMU-
decramum <22 et [10].

BolsiBieHHass HaMM MyTaliusl JJoKajau30BaHa B obnactu coiled-
coil momena Genka THAPI (puc. 2), KOTOpBIH IIpemmnono-
JKMTEJbHO OTBeYaeT 3a (hOPMUPOBAHME OJHUIOMEPHBIX KOM-
TJICKCOB, CBSI3AHHBIX C ITOBBIIICHMEM TPaHCKPHUITIIHOHHOMN
AKTUBHOCTM [26]. Dta Myraumst paHee yxe ObUia ONMcaHa
TPYIITON UTATBSTHCKUX UCCIIEI0BATENel KaK acCOIIMUPOBAHHAS
¢ (hoxkambHOM JIApUHTEaTbHON OUCTOHWEH, NeOI0TUPYIOLIEi
B MO31HeM Bo3pacTe [27].

[TpuBoOIMIM KPATKYIO BBITUCKY U3 UCTOPUU OONE3HU.

Tayuenmra 28 aem, xanyercs Ha ApOXaHUE PYK UM TOJIOBBI,
ycrMBaroeecs Ha poHe BOTHEHUS 1 ITPH YAEPKaHIH TOJIOBBI
B CpedHEM MOJIOXEHUM, HEIPOU3BOIbHBIA MOBOPOT FOJOBBI
BieBo. CMMITOMATMKa BO3HUKJIA OCTPO OKOJIO OIHOTO TOfa,
pa3BUTHE 3a00JIEBaHMS CBS3BIBACT C MEPEHECCHHBIM IICHXO-
SMOLIMOHAIBHBIM CTPECCOM. AJIKOTOJIbHAsI IIPO6a OTpULIATE b~
Has. CeMeifHBII aHaMHe3 He OTITOIIeH. PaHee TpoBomuBIIas-
Cs1 [10 MECTY XKUTeJIbCTBA KOHCEPBATUBHAS Tepanus (TU3aHUIUH
2 Mr X 2 pasa B IeHb, OunepuaeH 1 Mrx 3 pasa B eHb, KJIOHA-
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3enaM 0,5 Mr x 2 pa3a B ieHb) — 0e3 3HAUMMOTO TepaneBTUYe-
cKkoro a(pdekra.

Heeponoeuueckuii cmamyc. Co CTOPOHBI UePETTHBIX HEPBOB TIa-
TOJIOTMM He BBISBISIETCS. B KOHEYHOCTSIX 00BeM IBMKEHMIA
U CWJIa B TIOJTHOM 00beMe, MBITIEYHBIN TOHYC He n3MeHeH. Cy-
XOXUIIbHBIE pedIIeKChl KUBbIE, CUMMETPUYHBIE, MaTOJIOTHU-
yeckux pediekcoB HeT. [TocTypaibHbIA TPEMOP PYK ¢ MHTEH-
IIMOHHBIM KOMITOHEHTOM TPY BBITTOJIHEHUM KOOPANHATOPHBIX
npo0, Goblie cnesa. JIerkuii TpeMop roJOBbI MO TUIY «HET-
HET», YCWJIMBAIONIMICS MPU MOBOPOTE TOJOBBI (OOJble —
B TIPaBYIO0 CTOPOHY), TPEMOP He YMEHbIIAETCs TIpU GUKCAIUK
TOJIOBBI; JIETKUI JIEBOCTOPOHHUIA TOPTUKOJITHC.

MPT 201061020 Mo3ea: eMAHNYHBIE MEIKNE OYard B JIOOHOU
JI0JIe JIEBOTO TIOMYLIApUs OOJIBIIOTO MO3ra, HanboJjee BEPOsSIT-
HO, COCYIMCTOTO TeHe3a.

Tpanckpanuansias conoepagus vepHoll cyocmanyuu: Xemyn0uKu
TOJIOBHOTO MO3Ta HE PaCIIMPEeHbl, TUTIEPIXOTEHHOCTH YePHOI
CyOCTaHIIMK B HOXKAX CPEJHEr0 MO3ra ¢ JBYX CTOPOH HE BbI-
SIBJIEHO.

Heonvuamas anexmpomuoepagpus: TPU3HAKU YMEPEHHO BHI-
paXkeHHOI 3alTOBOM aKTWMBHOCTU IBMTATEIBHBIX CIUHUI] B
m. sternocleidomastoideus crpaBa, m. splenius u m. levator
scapulae creBa.

axatouenue: epBUKaIbHAS TUCTOHUS, KIIOHUYECKas opma.

PexomeHmoBaHa Tepanus mpenapataMu 00TYJI0TOKCHHA THIA A
(mucropt 500 E]I, 4 paza B roa ¢ MHTepBajiaMu B 3 Mecsila), 1o
UTOTaM JIEYCHUSI OTMEYCHO YMEHBILEHUE BHIPAXXEHHOCTH JIHC-
TOHMYECKOTO TUITEPKIHE3A.

B nanHoM HabmoneHe obpaiaeT Ha ce0si BHUMaHUE OCTPOE Ha-
YaJi0, BeChMa PeIKo HaOIOHatoIIeecs TPy MePBIIHBIX TUCTOHN-
51X, a TakoKe pasBUTUE (heHOTHUNA LEePBUKATbHOI aucToHuu. Crie-
JIyeT OTMETHTB, UTO TIest He SIBISCTCS THIMIHOM JIOKaI3alneit
runepkuHesa y 6onbHbIX ¢ DYT6-11cTonneit, 1 BoBIeyeHne Lep-
BUKAJIBHOI MYCKYJIaTypbl OTMEYAETCST JIUIID IPIMEPHO B UeTBEp-
TH BCeX CITyJaeB 3TOH reHeTIIecKoi (popmbl auctonny [8, 10, 15].
C nmpyroit CTOPOHBI, AM3APTPUS U TUC(HOHUS, BCTpEUAIOIIMECs
B 65% ciyyaeB HocuTesbcTBa MyTaimii B rebe THAPI [11], y Ha-
1Ieii MalMeHTKY He 0OHapYKeHBI. DTO IMOTYEPKIBAET Bapruade/h-
HOCTb KIIMHNYECKMX ITPOSIBIICHUI JAHHOU (DOPMBI TUCTOHWH.

[TpoGaemMbl IMarHOCTUKU TUCTOHUU BO MHOTOM OOBSICHSIIOTCS
KaK BBIPAXXCHHBIM (DCHOTUITMICCKUM TMOIUMOPGU3MOM, TaK
MU OTCYTCTBUEM IaTOTHOMOHWYHBIX MMATHOCTUYECKUX KpPH-
TEPUEB JAHHOIO ABMIaTeJLHOIO paccTpoictsa [2, 5, 6, 18].
3amaya TIOCTAHOBKM IIPABMJIBHOTO AMATHO3a OCIOXKHSCTCS U
HOPMaJIbHBIMM Pe3yJIkTaTaMU CTaHAAPTHBIX HEelpOBU3yalln3a-
unoHHbIX (KT, MPT) u 21eKTpodu3n0I0TMYeCKX METOIOB
nccaenoBanusa (3BT, koTopble B OOJBLUIMHCTBE CIyYaeB IO-
3BOJISIIOT JIMIIb MCKJIIOYUTh BTOPUYHBIN reHe3 3a00seBaHus.
B cuny 3Toro aucToHMs wyalie BCEro OCTAaeTCS YMCTO KIM-
HUYeCcKUM auarHo3oM. OpHako yOemuTesbHas B3aMMOCBSI3b
WHIVBUAYAJIFHOTO TPOTHO3a TEUCHUST OOJE3HW M BOCCTAHO-
BUTEJbHO-PEAOMIUTALIMOHHOTO TOTeHLMaAa ¢ MaTo(u3niIo-
TMYCCKUMH MEXaHU3MaMU Pa3BUTHSI TUCTOHNH (3aBUCSIIIAME
OT TeHeTHYecKHX (HaKTOpoB), HeCOMHEeHHa. JlanmbHeiiliee Ha-
KOTIJIEHUE JAHHBIX U CKPYIYJIe3HOE U3yYeHUE KIMHUKO-TEHE-
THYECKUX COMOCTABICHU TIO3BOJISAT YTOUHUTD PEabHOE MECTO
DYT6-dopMbl TMCTOHMHU B OOLIEM PSITY TIEPBUYHBIX TMCTOHU-
YeCKUX CHHIPOMOB B POCCHITCKOM TTOITYIISIIIHH.
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DYT6 form of idiopathic dystonia
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DYT6 is a recently described autosomal dominant form of pri-
mary dystonia with early onset of symptoms caused by mutations
in THAPI gene in chromosome 8. The incidence of this form
in various populations is extremely variable and ranges from 1%
to 25%. Knowledge of the molecular defect underlying the dis-
ease largely determines its prognosis and treatment approaches.
The article presents the first in the Russian population case of

DYT6 dystonia, which was confirmed by detection of ¢.424A>
G (p.T142A) mutation in THAPI gene. Clinical presentation in-
cluded acute manifestation of symptoms at the age of 27 years
with the development of left-directed latero-retrocollis. The in-
cidence of this form of dystonia in our population of dystonic
syndromes was 0.7%. We emphasize phenotypic polymorphism
of DYT6 dystonia and the role of genetic testing in its diagnosis.
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