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LOODA-3aBucHmast aucToHns (O3[) — 3710 penkoe NporpeccupyroLLee reHETUHECKN reTeporeHHoe 3aboneBaHrie ¢ MaHUMEeCTPOBaHNEM B IETCKOM BO3pacTe,
B TPW pasa yYallle BCTPEeYaroLLeecs y »eHLWH. B cTaTbe onmcaH KIMHUYeCKuiA ciydar cuHapoma Cerabl y MOMOAOM XKEHLLUMHbBI C HKHMM Napanapesom,
[OMCTOHMeN cTon (6osblue cnpasa), HapyLleHeM MyHKLUMM Xxoab0bl, MOCTYNMBLLEN B HEOTJIOKHOM MOPSAAKE B HEBPOJSIOMMHECKOE OTAENEHME C xxanobamu Ha
BbIpa>KeHHOE orpaHnyeHne xoapbbl 1 camoobcnyxvBaHus. B peaynstate 4oo6cef0BaHUs, BKOYatOLLEro B cebs TecT ¢ J1eBOAOMOM 1 NpsiMoe aBTOMATU4ECKOe
cekBeHvpoBaHe no CeHrepy, y nauneHTky Gbina gnarHoctvpoBara O3/, MNposeaeHo nedeHve SleBogomnon, B xone KOTOPOro Y nauyeHTK perpeccupoBani
KIMHUYECKVE CUMMTOMbI AVCTOHMW. B cTaTbe npeacTaBnieHbl OCOBEHHOCTH TeHeHns 3abonesaHmnsa 1 AnddepeHLanbHOR ANarHOCTUKK, a Takke reHeTuHeckas
[ETEPMUHUPOBAHHOCTb U TAKTUKA JIEHEHS.
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A CASE REPORT OF DOPA-RESPONSIVE DYSTONIA IN A YOUNG WOMAN
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Dopa-responsive dystonia (DRD) is a rare progressive genetically heterogenous disorder with pediatric onset. DRD is 3 times as prevalent in women than in men.
This article reports a clinical case of DRD in a young female presenting with paraparesis, foot dystonia (more pronounced in the right foot) and pronounced walking
impairment, who was admitted for emergency treatment to a Neurology Unit. Based on the additional tests, which included a levodopa trial and Sanger sequencing,
the patient was diagnosed with DRD. Levodopa caused a considerable improvement of the symptoms. The article describes the clinical features of the disease,
talks about its differential diagnosis, genetic predisposition and treatment strategy.
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OO®A-3aBucmasn auctonus (O30) — opgHa w3 dopm
TOP3VIOHHOM  OUCTOHUKW,  KOTOPYIO  BrepBble  onucan
anoHckuii Heposor Cerasa B 1971 1. kak HacneaCTBEHHYHO
NPOrPeCCUPYIOLLYIO OAUCTOHUIO C BbIPXKEHHBIMU OHEBHBLIMUA
konebaHnsmy cuntoMaTtukm [1].

B 60nbLUMHCTBE CnyYaeB OVCTOHMS HAYMHAETCS C OAHOM
Horm B nepBble 9-10 NET XU3HWM U PACNPOCTPaHAETCA Ha
BCE YETbIPE KOHEYHOCTU K KOHLlYy BTOPOro OeCATUneTus [2].
Yaule Bcero nepsbiM cuMnToMoM JODA-3aBUCMON ANCTOHN
ABNSETCHA HapyLUeHWe MOXOAKM, HepedKo pacueHVBaemMoe
Bpadammn Kak OETCKU LepebpasibHbi napanndy [3]. Ha paHHmx
CTaansiX CUMMTOMbI 3aboseBaHNsi OTCYTCTBYHOT B YTPEHHMWE
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4acbl, HO XapakTepHbl Be4vepHue OOOCTPEHUsi, KOTOpble
Oorblie 3aBUCAT OT KOIMHYECTBa HYacoB 600pPCTBOBaHMS, Yem
OT (PU3NYECKON aKTMBHOCTU. 10 Mepe nMporpeccrmpoBaHvs
OVCTOHUM CUMMTOMbI BO3HMKAIOT Kak B YTPEHHWE, Tak 1 B
BeYepHVe Yachl [4].

PasnuyatoTr OBa Tuna 3abofeBaHus: KNaCcCUYECKYHo
nocTypasbHyto OMCTOHWUKO (HapylleHWne TOoHyca Mblll, BO
BpemMsa nogaepXkaHms nosbl) 1 Pasnuyeckyto  OUCTOHUIO
(coveTaHve OUCTOHMU MpU ABWXKEHUSX U MNOCTypasibHOM
OVCTOHWK). OnrcaHbl TakxKe OTAENbHbIE KIMHUYECKNE Cryyan
M30IMPOBAHHOIO TPEMOPA PYK, MOCTOAHHOM Aedhopmauiii CTon
Mo TUy KOCONanoCT 1N OUCTOHWA B OTAEMNbHbIX MblLax [5].
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OCHOBHbIM  OVMArHOCTUYECKM TECTOM MPU MO[03PEHUN
Ha [3[ sBnseTca HagHadeHne npenapaTta JleBogonbl, nocne
KOTOPOrO MPOVCXOAUT BAAVMOE YAyHLLIEHNE COCTOSHUSA MaLyeHTa.

PekomeHayemas HaqanbHasa gosa J1eBogonbl COCTaBAseT
1 wmr/kr/oeHb. Ee cnepyeT MocCTeneHHO yBennuyMBaTb 00
MOJSTHOIO YYHLLEHWS U A0 NOABNEHMSA MOBOUHBIX 3 DEKTOB.
Y 60MbLUMHCTBA NAUMEHTOB YAy4LLEHNE COCTOSIHUS HACTyMnaeT
npw 0ose 4-5 Mr/kr/aeHb. JleBogony cnefyeT Aasathb B TeHeHVe
TPEX MECSLIEB, MPEXAE HYEM CHMTATb UCTIbITaHVE Heyaa4HbIM [6].

[ng Toro 4tobbl otnmydnTe O3 0T Apyrx COCTOAHWIA, Mpr
KOTOPbIX MPUMeHeHMe JIeBOAOMbI OKa3bIBAET MONOXKUTENBHbIN
3hheKT, NPOBOAAT MBMEPEHME KOHLEHTPaLMW MTEPUHOB B
uepebpocnmHanbHom xunakocTu (LICXK). Mpur nonoxxunTensHOM
TecTe ¢ J1eBogomnon 1 MOBbILLEHN KOHLIEHTpaLMM MTEPUHOB
B LUC)K Bbicoka BepoATHOCTb Hanuuus O30 [7]. OuarHos
MOATBEPXKAAT C MOMOLLUBID MONEKYNAPHO-FEHETUHECKOrO
TECTUPOBaHKSA Ha Han4ne MyTaumin B reHe GCHT [8].

OnucaHue KIIMHUYECKOro criy4asi

MaupeHtka ¢ O30 npoxoguna obcnenoBaHWe U NeYeHve
B HEBPONOMMYECKOM OTAeNeHun LleHTpanbHOM ropoackon
KnHudeckon BonbHMUBLl Ne 23 1. EkatepuHbypra ¢ 2015 no
2017 r. dvuarHo3 nocTaBneH Mo BbIABNEHHOMY BapuaHTy
HYKIEOTUAHOW MmocnenoBatensHoCcTn ¢.248g>a (p.Gly83Asp) B
reTeEPO3UrOTHOM COCTOSIHUM MeToaoM LIP.

KeHwmHa 1982 . poxpeHuns. VI3 aHamHe3a: nepBsble
CUMMTOMbI 3aMEeTUIM POOCTBEHHVKM B Bo3pacTe 12 neT.
«CnabocTb» B HOrax, HapylleHue MOXOAKM, YCTanoCTb
MbILLL, HOF, HapacTarowas npu xoabbe, «npoBopavMBaHne
MpaBon KONMEHKW» 1 CYOOPOXHOe «moarvbaHne» nanblLeB
CcTON Mpu Xxoabbe, 3MOouMOHanbHOE HampsbkeHne. Co CnoB
naUmneHTKN, nHorga Bo3HWKana cnabocTb B KUCTSX. PebeHka
CTanu peryngpHo HabmogaTb U f1e4nUTb Yy HeBpoJsora,
MNpennonoXxntenbHble AnarHo3bl: 6one3Hb LLTptomnens,
napanapes, napannerns. HasHa4eHHoe nevenve (baknodeH,
Henpomynetneut, Cuppanya, napadpuH, maccax, JIOK) He
okasblBano ahdekTa, COCTosAHME yxyalwanocb. Ha doHe
MeOMKaMEHTO3HOW Tepanuu nayneHTka cTtana oTMedqaTb
BbIPaXXEHHYIO CNnaboCTb, «MOTepsiyia KOHTPOJIb Haf Horamum»,
camocToaTensHoO  oTmeHuna  bBaknoden v Cupganyg,
rnepecTana nocewarb YPoKn (OU3NHECKON KyNbTYpbl, Tak Kak
He Morfa BbIMOIHATb HOPMaTVBbI (OCOBEHHO THOObIE MPbPKKIA
OT nofa).

AHaMHE3 XXM3HW: pocaa 1 pasBuiack Mo BO3PACTY, CEMbS
nonHasa. B 3 roga nepeHecna BetpsiHyto ocny. O6pa3oBanvie
BE

-
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Puc. 1. [JuctoHnst npaBow CTOMbl Ha (hOHEe OTCYTCTBUSA JIeHeHns npenaparamm
JleBogonbl

BbICLLEE, 3KOHOMWUCT, B HaACTOsllee BpeMsi He paboTaeT.
HacneacTBeHHOCTb He OTAroLleHa, BPEedHbIX MPVIBbIYEK HET.
B 2010 r. mayneHTKe NpoBeOeHO poaopasdpeLleHne nyTem
KecapeBa CeYeHusl. SnAeMUONOrMYECKUIA 1 anneprn4eckmi
aHamMHesbl 6e3 ocobeHHocTen. C 1995 1. pebeHOK-1HBanMa, Mo
O30. C 2000 r. HBanug 2-i rpynmbl.

B 2015 r. nonyynna HanpaeneHe Ha OoTyMHOTepanuio.
VIHbekumm 60TOKCa He nonydana Mo HeM3BECTHbIM MPUYMHAM.
Mpomzowno HapacTaHue CUMATOMaTUKUM — MOSIBUMIOCH
BbIP@XKEHHOE OrpaHnyeHre xoabbbl, CaMOOBCNyKMBAHWS;
B CBA3M C 9TUM rocnuTannMsMpoBaHa B HEOTIOXKHOM
MopsiAKe B HEBPOMOMMHECKUIA CTaumMoHap AN AanbHemnLwero
obcnegoBaHus.

[aHHble 06BbEKTVBHOMO 0BCNeqoBaHNs NPy MOCTYMIEHUN:
COCTOSHVE CPEAHEN TSKEeCTW, Koxka bnegHas, cyxad. [ynbc
PUTMUYHBIN, 72 ya./mud, AL 130/75, YO 16 B MUHYTY.
HeBponornyeckoe obcnenoBaHmne: ckaHaMpoBaHHasA peYb,
CO3HaHVe SCHOE, OPUEHTUPOBAHA MPaBUbHO. YepenHble
HepBbl — 6e3 0cobeHHOCTEN. CHIYKEHNE MbILLIEYHOM CUSbI B
HDKHVX KOHEYHOCTSX A0 3,5 6anioB AUCTanbHO, MOBbILLEHVE
MbILLIEYHOrO TOHyCa MO 3KCTpanMpamMmMaHOMy TOHYCy crpasa
(prc. 1), B HWKHUX KOHEYHOCTSX — FOPMETOHMS. Pednekchbl
BEPXHNX KOHEYHOCTEN paBHble, YMEPEHHbIE, HKHMX
KOHEYHOCTEN CHWKEHbI. [aTonornvyecknx pednekcoB HeT.
KoopanHaTopHble MPo6bl BbIMOMHAET HEYBEPEHHO C ABYX
CTOPOH, B Mo3e Pombepra HeycTonymea. MeHVHreanbHbIX
cUMNTOMOB HeT. OrpaHuydeHbl OBVXKEHNST BO BCEX OTAenax
MO3BOHOYHMKA. Ha ocHoBaHuMK >xanob, aHamHesa U
KIIMHVYECKOW  KapTWHblI  BbICTaBNEH MpeaBapuTeNbHbIv
OMarHos: sHLedanononMpaankynoHeiponaTnsa ¢ HDKHAM
napanapesoM, OUCTOHVEN cTon (Bonblue CnpaBa), HapyLLIEHUEM
dyHKUMN x0ab6bI. JlabopaTopHble MCCneqoBaHng: OO
aHann3 KpoBwu, 0BLLMK aHaNN3 MOYK, BUOXUMUHECKINI aHaNn3
KpOBM — B Mpedenax HOPMbl. OneKTpokapanorpaMmma:
CWHYCOBbIN pUTM 73 yA./MUH. OneKkTpoHerpomMmorpadus
HVDKHX 1 BEPXHUX KOHEYHOCTEW: nerkast paaukynonatus L4—
L5, S1, C7-C8, Th1. YmepeHHast akCoHabHasi HemponaTus
JIOKTEBbBIX HEPBOB. Jlerkas akCoHasbHast HerponaTusi MPaBoro
6onbLLIEDEPLIOBOrO 1 ManobepLoBbiX HEPBOB. MarH1UTHO-
pe3oHaHcHasd ToMorpadmsi FOMOBHOMO MO3ra: KOPTUKasbHas
aTpotus 1-1 cteneHn. [JaHHbIX, MOATBEPXKAAIOLLMX OHArOBYO
1 oV dy3HYIO NaToNorMio, He NoayyeHo (puc. 2). MarHuTHO-
pe3oHaHcHasd Tomorpadus LENHOro oTaena Mo3BOHOYHMKA
oT 2007 r.. ocTteoxoHapo3 C3-C6 1-n cTaguwn, Menkumn
anckoocTeouTdecknin - kommnnekc C5-C6. Ouarosas
naTtonorvs B CMWMHHOM MO3re He BbigBneHa (puc. 3).

Puc. 2. MPT ronoBHoro mMo3ara: KopTukansHas atpodus 1-1 cTenenHr, ovarosas
1 pubdy3Hast NaTonorum He BbiSBEHb!
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[OHK-aHanma, novnck Mmytaumin B reHe GCHI mpu nccnenosaHmnm
ot 13 mapTa 2017 r.: NpoBeAeHO NCCNEfoBaHNE KOQMPYHOLLEN
nocnenoBaTebHOCTY U NMPUAEXaLLUMX VHTPOHHbBIX obnacTemn
reHa GCHI/, OTBETCTBEHHOIO 3a TOPCUOHHYKO AUCTOHMIO (DYTH),
METOAOM MPSMOro aBTOMATUHECKOrO CEKBEHMPOBaHWA MO
CeHrepy. BbisBneH BapriaHT HyKMeOTUAHOW MOCNEAOBATENBHOCTU
c.248g>a (p.Gly83Asp) B reTepO3vroTHOM COCTOSHMM. [narHos
«TOPCUOHHAA  AUCTOHUSA»  MONEKYNAPHO-FEHETUHECKUMN
METOAaMV MOATBEPXKAEH.

10 COBOKYMHOCTM A@HHbIX, MOJyYEHHbIX B AVHAMUKE,
anarHo3 nepecMoTpeH. OkoHYaTenbHbi anarHos: G24.8
OO®A-3aBucHMas ONCTOHUSA  C  MPEUMYLLECTBEHHbLIM
MopaXKeHnem 06enx CToM, HapyLlleHeM QyHKUMN XOOb0bl.
MonvpaauKynoHenponaTusa Ha (POHE OCTEOXOHAPO3a LLENHOrO
1 MOSICHUYHO-KPECTLIOBOMO OTAENOB MO3BOHOYHMKA, 6OEBOM
CUHOPOM, MOTOPHbIE HaPYLLEHWS.

MauneHTke JaHbl pekoMeHdauUmm: HabnoaeHne HeBpoiora
Mo MecTy »xuTenbCTea, JIOK exxeqHeBHO, OHaMNHOMUMETUIK,
BagoauIaTaTop, rematonpoTeKTOP, MOAMBUTAMMHBI, MHIMOUTOP
XonuHacTepasbl. C MOMEHTa YCTaHOBEHMS OKOHYATENBHOMO
[avarHosa nauyeHTka NoCTOAHHO MpUHMaUia A0aMUHOMMETVIK
0o HacTtynneHnst GepemeHHoCcTM. C MOMEHTa HacTyneHust
OepeMEHHOCTV [O3MPOBKY CHU3MMA B ABA pa3a OT Ha4aslbHOW,
oTMeYana NPexHIo 3PHEKTUBHOCTD.

0O6cy>xaeHue KIMHUYECKOro criyyas

BonbHble ¢ O30 moryT wumeTb  4eTbipe  (DOpMbI
MyTauum reHa [9], oTBevalrollero 3a CuHTe3 epMeHTa
ryaHosuHTpudochatTunknorngponaasl | (GCH1). 3710t
dhepMeHT yHacTBYET B CUHTE3E TeTparvapoduonTepuHa (BH4) —
KothakTopa TUPO3MHMIMapokeuiadsl (TT), KOTOpbIA MpeBpalLaeT
L-tvpoauH B L-[JODA. B pesynbrarte CHMXaETCst CopeprkaHmne
nothaMrHa B monocatoM Tene. Y MaumMeHToB C ayTOCOMHO-
[OMUWHAHTHbIM TUMOM HacnefoBaHUst MaToNorMHecKUin reH
HaxoauTcs Ha xpoMmocome 14 (14qll-g24.3), ero MPOAYKTOM
asnsetca 6enok GCH1. Tllpn ayTOCOMHO-PELIECCUBHOM
TVNEe HacnenoBaHUs: MaTOMOMMHECKUA FEH PAaCronoXKeH Ha
xpomocome 11p15.5 rena TI [10].

PacnpocTpaHeHHOCTb HEMPOMETabONINHECKOTO 3a001EBaHNS
coctaenget 0,5-1 cnydan Ha muamoH [11], oaHHble MoryT
ObITb 3aHKEHHBIMIN 13-3a CabblX CUMMTOMOB Y HEKOTOPbIX
naupeHToB. [13[] B BO3pacTe 4—8 neT coHeTasTCs C Mpu3HaKkamm
MapPKVHCOHM3Ma W MbILLEYHON AUCTOHUN, MPUBOASALIUMN
K VBMEHEHUIO MOXOAKMW. [10BbILLEHME MbILLEYHOrO TOHyca
B HOrax, Mpu3HaKky MOPaXKeHns nMpamMnuaHbiX TPAKTOB
MO3BOSSOT 3anoAo3pnTb AETCKUI LiepebpanbHbii napanny
WM HACMEOCTBEHHYIO CMACTUHECKYIO Mapaniervito, YTo CIy»XUT
MPUHMHONM OLLIMOOK B anarHocTuke [12]. Co BpemMeHeM OUCTOHMS
HVKHUX  KOHEYHOCTEN NepexoamuT B reHepasm3oBaHHYH
OUCTOHMIO. XapakTepHbl CyTOYHbIE KOIEBAHMS BbIPXKEHHOCTU
OBUraTeNlbHbIX PACCTPOWCTB C YMEHbLUEHMEM MOCNe CHa U
ycuneHneM K Bedepy. OueHka TepaneBTU4eckoro adhdekTa
OT npuema J1eBoAOMbI ABAAETCA METOAOM AmarHocTuku O3/,
Korga AMCTOHUSI He CBSA3aHa C MMMOKCUHECKOW ULLIEMMYECKON
3Huedanonatven [13].
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B paHHOM cnydae |y MauuMeHTKM  OTMedvanncb
CHKEHVE MbILLIEYHON CUJIbl B HUXKHUX KOHEYHOCTAX [0
3,5 6annoB AMCTaNbHO, MOBbILWEHNE MbILEYHOrO TOHyCa
no aKcTpanvpamMmagHoMy TOHYCY CrpaBsa, pacCTPOMCTBO
MOXOOKN C  OUCTOHUYECKUMMU  OBVKEHUSMU  HUXKHUX
KOHEYHOCTEN, CHUDKEHWE PENEKCOB HUMKHNX KOHEHYHOCTEN U
HEeyCTOM4MBOCTbL B Mo3e Pombepra.

C y4eTOM KIWMHUYECKMX PEe3yNsTaToB U YyYlIeHUs
COCTOSIHUSA Mocne Has3HadeHust koMmbuHauuu Jlesogona /
Kapbugona 6bin noctaeneH guarHod O3[. MauneHTka He
VIMEET KITMHUHECKMX CUMMTTOMOB  AVICTOHWI Ha CEroaHALLIHAM eHb.

BbIBOAb!

OO®DA-3aBuCcMMaa OUCTOHUA — PEeOKoe FeHeTU4eckoe
3aboneBaHne C MaHudecTaumen KIMHUHECKUX MPOSBAEHNI
B [OETCKOM Bo3pacTe. [locTaHOBKa OKOH4YaTENbHOMO
aMarHosa 3aHVMaeT MPOAO/MKUTENBHOE BPEMSI B CBSA3U C
TPYOHOCTBIO AMArHOCTMKI 3a6oneBanus. et ¢ HavaBLUEencs
OVCTOHVMEN, HapyLLEHVSMM MOXOOKM 3a4acTyto He obpallaroT
Ha cebsi MpUCTalbHOrO BHUMaHWUS poauTenent. [MpaBunbHO
cobpaHHbI aHaMHe3 1 LieieHanpaBieHHOe HEBPOOMMYECKOE
obcnenoBaHre B MOUCKaX CYyTOYHbIX U3MEHEHWIA CUMMTOMOB U
OTBET Ha Tepanvio SBASOTCA hakTopamMm K MOCTaHOBKE BEPHOMO
ovarHosa. PesynbtaTtbl MPUBEOEHHOIO BbILLE KIIMHUYECKOTO
chy4dasi Mo3BONAT CreymanmcTam Yalle obpallartb BHUMaHve
Ha JaHHYKO MaToor o Npy o6CcneaoBaHny naumeHTa.

Puc. 3. MPT weliHoro otaena no3soHo4YHMKka: octeoxoHapos C3-C6 1-11 ctagum,
MenKniA  auckoocTeouTniecknin komnnekc C5-C6. OdaroBasi nartosnorns B
CMYHHOM MO3re He BbisiBfieHa
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