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Clinical case of autosomo-dominant Dopa-responsive torsion dystonia

Pe3tome

B cTaTbe PACCMOTPEH KNUHWYECKMI CRy4ail ayTOCOMHO-A0MUHAHTHOW [JODA-3aBUCIMOI TOPCUOHHOI AUCTOHMM, NPOBEEH
aHanu3 poaoCnoBHON, BbIAENEHbl 0CO6EHHOCTI 3a60M16BAHIS B CEMbE. TAKXXe OMWUCAH HEBPONOrMYECKIA CTATYC NALEHTA,
Pe3ymbTaThl TEPANMI Npenaparamin 1esoa0NbI 1 MeTo0M buonorindeckoi o6parHoi ceasu (bOC).

Kntouesble cnosa: cemeitHas auctonus, JOMA-3aBucuMas ANCTOHNA, NAPKUHCOHUIM

Summary

The article describes a clinical case of an autosomal dominant dopa-responsive torsion dystonia, analyzes the pedigree,
differentiate the features of the debut of the disease in the family. Also the neurological status described of a particular patient
and the results of therapy with preparations of levodopa and the method of biological feedback (BFB).
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Beenenue

AytocomHO-noMuHanTHas JIO®DA-3aBucuMas AUCTO-
Hust (DYTS5a) — aTo penkoe HelipoMeTabonaudeckoe 3aboie-
BaHHKE, XapaKTepU3yIoIeecss HAUMHAIOMEHCS B IETCTBE JIHC-
TOHHME1, TpK KOTOpOoH 3P PEKTUBHOE U JUTUTENILHOE JIeiiCTBHE
okasbiBaeT JieBogona (L-moda) B HU3KUX 103aX, B Hanboee
CTaplIeM BO3pPAacTe KIMHUKA MOXKET CONPOBOXKAATHCS sBIIE-
HUsMH napkuHcoHu3Ma. Pacnpocrpanennocts JJO®DA-3aBu-
cumoit nucronun (I3/1) B EBpome coctasnser ot 1:1000000
1o 1:200000. DYT5a Berpeuaercs yaie, 4eM ayTOCOMHO-
peueccusHas A3/ (DYTSb) [1]. s amoHCKUX H eBpOIIEH-
CKHX CIIy4aeB 3a00JIeBaHUsI OMMCAHO HECKOJBKO Pa3IHYHBIX
MyTanui OHOTO reHa. MyTanuu nepearoTcst JOMHHAHTHBIM
MyTeM C OTHOCUTENbHO HU3KOH MEHETPAaHTHOCTHIO U MPeoo-
JaJaHuEeM CpelH KEHIIMH. BEIpakeHHOCTh MOJIEKYISIPHOTO
nedexTa MOXET BapbHpPOBaTh M TPOSIBIAETCS PA3TUIHON
KIIMHIYECKON KapTHHOM ¥ Pa3INIHOI 4yBCTBHTEIBHOCTHIO K
JO®DA naxe BHyTpH OTHOI ceMbH [2].

DYT5a
(pacnionoxenue:

00yCIIOBJIEHa ~ MYyTalUsSIMU GCHI1
14922.1-q22.2), I'TO-
muxstoruaponasy 1 (GTPCHI), pepmenT, HeoOX0qUMBIN A1
CHHTE3a TEeTParnApOOMONTEpHHA, SBISIOMErocss Ko(akTo-

reHa
KOZIUPYIOIIETO

POM THPO3MH-THIpONA3bl, (EepMEHTa, KaTAIH3HUPYIOLIEro
JMMUTHUPYIOIYIO CTaguio OMOCHHTE3a JomamMuHa. JluarHos
CTaBHUTCS HA OCHOBAHHMHM HAIMYMS XapaKTEPHBIX CHMIITOMOB
Y CTaOMJIBHOTO YITyYIIeHHs IIPH Ha3HAYeHUH BHYTpPb L-noda
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B HU3KMX J03aX. g OONBHBIX XapaKTepHBI CHIKEHHBIE
YPOBHH 00I1IeT0 OMONTEPHHA, a TAK)KE HECONTEPHHA B CITHH-
HOMO3TOBOH JKUAKOCTH, cHkeHne aktuBHoctn GTPCHI1 B
KJIeTKax KpoBH [3].

3a0oieBaHKE HMEET ayTOCOMHO-JIOMAHAHTHBIH THIT Ha-
CIIeIOBaHUS, HO Onaromapsi CBA3aHHOM C MOJIOM HETOJHOM
NEHETPAHTHOCTH HE Yy BCEX HOCHUTENeW MyTaluu MMEIOTCS
nposiBienust 6onesnn. Ipumepno y 30-50% Gompubix [3]]
cllyyau JUCTOHHM B CEMEHHOM aHaMHe3e OTCYTCTBYIOT. Kpo-
M€ TOTO, BO3MOXKHBI MYTaIllil COOTBETCTBYIOIIEr0 reHa de
novo [4].

Knunnyeckoe Habniogenue

Hamu npoBeneH aHanM3 KIMHHYECKOTO CIydasl Mary-
entku K., 14 ner, koTopas mocTynmia B IJIAHOBOM IOPSIKE
T10 HAIPaBJICHUIO HEBPOJIOTa C XKa100aMu Ha HETOBKOCTb IPH
Xozb0e, CBA3aHHYIO C JUTUTENILHOW HAarpy3Koil, BO BpeMs KO-
TOPOH OTMEJaeTCsl HeMPaBIIIbHAS YCTAHOBKA IIPABOM CTOIIBI
C OIOPO Ha HAPYXKHBIN Kpai, IPU 3TOM BO3MOXKHBI ITaJCHUS
¢ TpaBMarm3anued. Taxke OTMeYaeT HapylIeHHe YeTKOCTH
pedr ¥ M3MEHEHHE MoYepKa.

U3 anamHe3a 3a0oyieBaHMS CieAyeT OOpaTHTh BHH-
MaHHE Ha TO, YTO HAPYIICHUS IOXOAKH BO3HUKIHU B 7 JET,
JIeBOYKa ObUIa HEJIOBKOM, 4acTO 3alMHANach, 3aTE€M IOSBU-
JIOCh HapyIIEHWEe PedH, CTa] HEPOBHBIM IoYepK. B nuHamu-
K€ OTMeYaeTcs MEICHHOE IPOrpecCHpOBaHHE CHMITOMOB.
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HEBPOJIOIAA

Pucynok 1. PonocioBuas nanmentku K

Ponutenu pebeHka 0OpaTHINCH 32 MEJHUIITHCKOW ITOMOIIBIO
B 2017 romy, Koraa JeBo4ka 4acTo cTajia najaarh, oJBOpayH-
Basi npaByo cromy. IIpu paccrpoce BBISBIEHO, UTO B CEMbE
nmerores cirydan JJODA-3aBrCHMON AUCTOHHH, OOJICH OTeI]
npo6aHaa, POIHbIE CECTPBI MO JMHUM OTLA W JABOIOPOIHBIN
cubc (pucynok 1). HazHauena Tepamusi mpemaparoM JeBO-
JOTIOK-KapOuaomoit B 10o3¢ 125 Mr B CYTKH C HE3HAYHUTENb-
HBIM MOJIOKHUTENBHBIM d(dekTom. lIpu npoBenennn MPT-
HCCIIeIOBaHMs TOJI0BHOTO Mo3ra ot 23.11.2017 1. onmucaHbl
CHUMMETPHYHbIE O4Yard OKpYyIIOH (OpPMBI B IOIKOPKOBBIX
sipax.

Ha ocHOBaHWM KIMHUKH M aHAMHE3a PEKOMEHIOBaHA
JHK-auarnocruka, B pe3yibrare KOTOPOH MPOBEACH MOUCK
MyTaruii B 3 sk30He TeHa GCH1. BrisiBIieH maToreHHbIH Ba-
puant mytauuu ¢.509+2incT B reTepo3uroTHOM COCTOSIHUH,
BCJICJICTBUE YETO AUArHO3 OBLT TOATBEPIKACH.

[Ipu c6ope cemeitHOro aHaMHe3a BBISICHEHO, YTO A€0IOT
J3/] y xax10ro HHAMBUA IPUXOJUIICS HA Pa3HBIA BO3pacT-
Holi nepuon. Hamnbonee panauii 1e6roT 00JI€3HN OTMEYEH B
BO3pacTe 2-X JIET Y JIBOIOPOAHOIO cubca, a CaMblil TO3THHI
BO3pAcT MOSBIICHHUS CHMIITOMOB 3a00JI€BaHUS 3apeTUCTPUPO-
BaH y oTua npodanaa B 25 nert. Ilpu sToM cpennuii Bozpact
MaHU(ECTaluy IATOJIOTHH B JAHHOH ceMbe cocTaBmi 10
netr. CienyeT OTMETUTb, YTO KITMHUKA BCEX PACCMOTPEHHBIX
Hamu ciaydaeB JJODA-3aBUCUMOI AUCTOHMU HAYMHANACh C
HapyLIeHUI TOXOAKHU, CBI3aHHOM CO CIa0OCThIO B OJHOM U3
HIDKHUX KOHEYHOCTEH, BO3HUKAIOLIEH Iocie MIUTENbHON
¢mugeckoil Harpys3ku. Kpome Toro 3aboneBanue mpeobima-
Jlanio cpeny skeHIHH (85,7%), B TO BpeMst KaK 4acToTa BCTpe-
yaemoctu J[3]1 cpenu myxuun coctasisiia 14,3% ciaydaes.

IIpn omeHKe HEBPOIOTMYECKOTO CTaTyca MAaIMeHTKH
K. Ha MOMEHT 0cMOTpa — OOIIEMO3rOBBIX, MEHUHI€AIBEHBIX
CHMITOMOB He BBISIBIEHO. CO CTOPOHBI UEpPETHBIX HEPBOB:
000HsSHUE CYOBEKTHBHO COXpaHeHo. [masHeie menmu D=S,
3pauku D=S, dporopeakunu Be3bBatoTcst D=S. B3msan ¢uk-
CHpYET, KOCOIIa3us HeT. 3a MPEAMETOM CIIEIHT, IBHKEHUS
IJIa3HBIX S0OK B moiaHOM oObeMe D=S. Hucrarm: ycrano-
BOYHBIH, MEJIKOAMIUIUTYIHBIA, TOPH30HTAIbHBIA. Tpoduka
JKEeBaTEJbHBIX MBIIII He HapymeHa D=S. UyBCTBUTEIBHOCTh
Ha juie coxpaneHa D=S. JIuio cuMMeTpHU9HO B TOKOE ¥ TIPU
MUMHUeckol Harpy3ke D=S. Msrkoe Hebo noxsmwkuoe D=S.
®onanus He HapymnieHa. [TToranue 6e3 0coOeHHOCTE!. SI3bIK
10 CpeIHEH JIMHUH, peyb ¢ 3JIeMEHTaMu u3apTpuu. Pednek-
Chl OpPaJIbHOTO aBTOMAaTU3Ma HE ONPEeISIOTCS.

JlBuratenbHas akTUBHOCTH B ITOJTHOM 00beMe, ITOXOAKa
Ha MOMEHT OCMOTpa He HapyIieHa. Cuia B KOHEYHOCTSAX J10-
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cratoyHas — 10 5 6amioB D=S. MeImieunslii ToHyC B BepX-
HHUX KOHEYHOCTSIX TOBBILIEH 10 3KCTPANMMPAMHIHOMY THILY,
OIIPE/IeIISIETCSI CUMIITOM «3y04aroro xoieca» D>S, B HIKHIX
KOHEYHOCTSAX TOHYC MBIIII] OBBIIICH B IUCTAIBHBIX OTEIaxX
IO TUITY AUCTOHUU, OTMEYAETCSI KHHE3MOT€HHOE IOBBILIICHUE
TOHyca crubarens 1-ro mamsma, GOpMHUPOBAHHE TUCTOHHUE-
CKOM yCTaHOBKH IpaBoil cTombl. CyXoXKHIbHBIE PEeQIICKCHI C
KoHeuHocTel xuBble D=S. BpromHeie pedaekcs! BEI3EIBAIOT-
cs D=S. Ilaronoruueckux cTomHbIX pedruekcoB HeT. Koop-
JUHATOPHBIE MPOOBI BHINONHAET YAOBIETBOPUTEIbHO D=S.
OTMedaeTcss MEIKOAMIUIMTYIHBI MOCTYpalbHBIH TpeMop
KUCTeH, Gonbie cripaBa. UyBCTBUTENBbHBIX HapyIICHUI HET.
CUMIITOMBI HaTSKEHHS OTPHUIATENBHBL. BererarmBHO-TpO-
¢ugeckas chepa 6e3 naronoruu. Tasosble QyHKIMH coxpa-
HCHBI.

Ha ocHoBanum xano0, aHaMHe3a XHU3HM U 3a0olie-
BaHM, JaHHBIX HEBPOJIOTMYECKOIO CTaTyca M pe3yJIbTaToB
MPOBEICHHOTO HCCIENOBAHUS YCTAHOBICH KIMHUYECKUIT
nuarHo3: HeliponereHepaTneHoe 3a0osieBaHHE IIEHTPaIbHON
HepBHOHU cucteMbl. JODA-3aBHCHUMasT TOPCHOHHAS THCTO-
HHS C IPEUMYIIECTBEHHBIM BOBJICYEHHEM HM)KHUX KOHEUHO-
crelt, [ crereHp TSXecTH.

B otnenenny npoBeneHo NeueHUE: Ha3HAUCHUE MPeTa-
para neBomomna 250 + kapbumona 25 mo s Tabnetke 2 pasa
B 1cHb, BOC-Tepamnus ¢ MOHUTOPHHTOM HapaMeTPOB METO-
oM OMI' (moctuzoMeTpuueckas pesakcanus ¢ KOHTPOIeM
pesynbraToB MetoroM BOC 1o npsMOyroJI-HOMY B OBaJIbHO-
My L1a0JI0HaM), MACCaX MBIIIL CIIUHBI, MOSICHULIBI 1 HUKHUX
KOHEYHOCTEH B Paccia0isIOmeM peXHMe, JIOTONeidecKas
KOPPEKITHS.

Ha ¢oHe Tepanuu oTMedeHa HOJIOKHUTENbHAS JUHAMHKA
B BHJIE CHIDKEHHS SIBICHHH SKCTPANMPAMHUIHOTO CHHIPOMA:
YMEHBIICHHUE BbIPAXKCHHOCTHU KHMHE3HOT€HHOM JHUCTOHUH B
KOHEYHOCTSX, ITOBBIIICHHE TOJIEPAHTHOCTH K (PU3HIECKUM Ha-
rpy3KaM, yIydIleHHe KauecTBa apTHKyIAIuK pedd. [1o pesysn-
taraM OMI'-MonuTOpUHTra focTUrHYTa 1ienbs BOC-Tepanuu.

3aknioyenne

Takum obpa3oM, B pe3ynbraTe aHaIM3a KIMHUYECKOTO
cily4asi ayToCOMHO-IoMUHaHTHOU JIODA -3aBHCUMON JUCTO-
HHUY HaMH c(hOpMyITIpOBaHBI CIEAYIONIHE BEIBOJBI:

1. Bospact nebrora 3aboseBaHus B CeMbe BapbHPOBAJ
oT 2-X 110 25-TH neT, cpenHuii Bo3pact coctaBmi 10 net.

2. 3aboseBanue npeobianano cpeau xeuiuH (85,7%),
B TO BpeMsI Kak JacToTa BcTpedaemoctu J13/] cpenn My anH
cocranisiia 14,3% ciydaes.

Ne11 (166) Hos6pb 2018 HEBPOJIOMA



YPAJIbCKUN
MEZULIMHCKUN XKYPHAJT

NEUROLOGY

3. Bce cinydau IODA-3aBHCHMOI TUCTOHHHM MaHHU(e-
CTHPOBAJIN C HAPYIICHUS MTOXOAKH ¥ TOSBICHUS CITa00CTH B
OIHOM M3 HWKHUX KOHEYHOCTEH, BO3ZHHUKAIOIICH MOCHE JJI1-
TEJILHON XOIbOBI.

4. B pesynprare Ha3HaYCHHOW TEpamHM IPEIapaToM
JICBOJIONBI U MPOBECHUEM KOMILICKCa peaOUITUTAMOHHBIX
MEpOTIPUATHH y TAIEeHTKH OTMEYEHA MOJOKUTENbHAS IH-
HaMMUKa B BUJI€ YMCHBUICHUA CTCIICHU BBIPAXKCHHOCTU CHUM-
MITOMOB 3200JICBaHUs. W
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