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NHbaHTMRbHasA NapKUHCOHU3M-gucToHus, Tun 1 (DTDS) (OMIM 613135) — peakoe Hac/ieACTBEHHOE ayTOCOMHO-PeLlecCcBHOe 3aboneBaHue,
MaHudecTrpytolLee B MiaAeHYeckom BospacTe. Pa3uTie 6onesHy obycsioBNeHO FOMO3UIOTHOW UM KOMMayH/-TeTepOo3nroTHOM MyTauuein
B reHe SLC6A3 (OMIM 126455), KOTOpbIi KOAUPYET NepeHoCUrK JodaMmHa, NTOKaNM30BaHHbIM Ha KOPOTKOM ryieye 5 Xpomocombl (5p15). Oc-
HOBHbIM MaTOreHeTNYeCKMM MexaHV3MOM pa3BUTUA 3aboseBaHNA ABNAETCA yTpaTa GpyHKLMM OCHOBHOMO TpaHcrnopTepa AopamMiHa Ha npe-
CUHaNTUYEeCKOM YPOBHE, YTO MPUBOAUT K CHUXKEHMIO 06paTHOro 3axBaTa fJodamMnHa B CUMHaNTUYECKO LWeNn, UCTOLEHIO NPeCUHaNTUYeCKUX
3anacoB fodamMuHa 1 YBEIMYEHMIO KOJIMYeCTBa SKCTpaHenpoHanbHoro gopamrHa. B HacTosllee Bpema B Mype onuncaHo 20 ciyyaeB 3TOro
3aboneBaHus y geteil. OCHOBHbIMY KNMHUYECKMY nposBneHnsamn DTDS ABnstoTcsa pa3HOOOpasHble MO PUCYHKY FMMNepKrHesbl (ANCTOHMS,
Xopes, aTeTo3 U Ap.), CMEHAIOLLMECA TMMOKMHE3NEN N PUTVAHOCTbIO, Pa3BMBAOLLMMICA Ha GOHe 0ceBOi rmnoToHun. TpyaHocTn anddepeH-
LanbHON ANarHoCTKN NPUBOAAT K TOMY, YTO MHOTVe 60sibHble roAamu HabIo[AIoTCA C OLUNOOYHBIMY KIMHNYECKUMUN AUarHo3amu, B ToM
ymncne ¢ JeTCKUM LiepebpanbHbiM Napannmyom, peryasapHo noyyas Kypcbl peabunutaloHHOro fneyeHus 6e3 KnuHuyeckoro apdekTa. Boiwe-
N3JI0KEHHOE 06bACHAET HEOOXOAUMOCTb OCBEOMIIEHHOCTU KIIMHULMCTOB O peAKoM 3aboneBaHun — DTDS, uto no3sonut nsbexatb guar-
HOCTNYECKNX OLINOOK, CBOEBPEMEHHO Ha3HauUTb afleKBaTHYIO TePamnuIo 1 TeM CaMbIM CYLLIECTBEHHO YTyULINTb KauecTBO XKU3HW NalneHTOB 1
uneHoB ux cemein. CtaTba COAepPXKUT 0630PHbIE AaHHbIE MO STUOMOTMYECKNM, NAaTOreHETUYECKUM, SMNAEMUONIOTMYECKNM, ANArHOCTUYECKUM
1 TepaneBTnyeckum acrnektam DTDS. Bnepsble B Poccun ny6nvkyeTca KMMHUYECKNIA Clydaii STOro pefikoro 3aboneBaHus, B KOTOPOM npea-
CTaBneH COBCTBEHHbIV OMbIT BeAeHuaA naumneHTa ¢ DTDS.
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Infantile parkinsonism-dystonia, type 1 (DTDS) (OMIM 613135) is a rare inherited autosomal recessive disease that manifests in infancy. The
development of the disease is caused by a homozygous or compound-heterozygous mutation in the SLC6A3 gene (OMIM 126455), which
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encodes a dopamine Transporter localized on the short arm of chromosome 5 (5p15). The main pathogenetic mechanism of the disease is
the loss of the function of the main dopamine transporter at the presynaptic level, which leads to a decrease in the reuptake of dopamine in
the synaptic cleft, depletion of presynaptic dopamine reserves, and an increase in the amount of extraneuronal dopamine. Currently, there
are 20 cases of this disease in children in the world. The main clinical manifestations of DTDS are various hyperkinesis patterns (dystonia,
chorea, athetosis, etc.), followed by hypokinesia and rigidity, developing against the background of axial hypotension. Difficulties in differential
diagnosis lead to the fact that many patients are observed for years with erroneous clinical diagnoses, including cerebral palsy, regularly
receiving rehabilitation treatment without clinical effect. The mentioned above explains the need for clinicians to be aware of a rare disease —
DTDS, which will avoid diagnostic errors, prescribe adequate therapy promptly, and thereby significantly improve the quality of life of patients
and their families. The article contains an overview of the etiological, pathogenetic, epidemiological, diagnostic, and therapeutic aspects of
DTDS. For the first time in Russia, there is reported a clinical case of this rare disease, which presents the own experience with DTDS patient.

Keywords: infantile parkinsonism-dystonia, type 1; children; SLC6A3 gene; dopamine; dopamine transporter; dopamine transporter deficien-
cy; pyrodxine hydrochloride; dopamine agonists
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MudantunbHass NMapKUHCOHU3M-IUCTOHMUS, Tul 1
(OMIM 613135), cuHAPOM HACIEACTBEHHOrO Ae(ULIM-
Ta mepeHocurka modpammua (DTDS) — penkoe Hacmen-
CTBEHHOE ayTOCOMHO-PEIIECCUBHOE 3a00JIeBaHUE C Jie-
610TOM B MJIaJeHYeCKOM Bo3pacTte. PacripocTpaHeHHOCTD
3a00JIeBaHUS TOYHO He U3BeCTHA. B MexxayHapomHoii 6a3e
opdanubix 3a6oneBannit ORPHANET umerorca 8 onu-
CaHUN KIMHUYECKMX HAOTIONCHMI, OMHAKO, ITO0 JaHHBIM
pa3HBIX aBTOpOB, B 2020 T. 00IIee KOTNISCTBO MOJIEKYIISIP-
HO-TeHETUICCKU BepU(PUIIMPOBAHHEIX CIIy4aeB COCTABUIIO
okoso 20 [1, 2].

Pa3zBuTune 60s€3HM 0OYCIOBJIEHO FOMO3UTOTHOU WU
KOMTIAyH-TeTepO3UTOTHON MyTaiueir B TeHe SLCOA3
(OMIM 126455), KOTOpbI KOOUPYET MEPEHOCUYUK [O0-
damuHa (dopamine active transporter, DAT), sokanunzo-
BaHHBIA Ha KOPOTKOM ILIede 5 xpomocoMsl (5pl5) [2—6].
HodaMuHepruyeckre HEMPOHBI, B KOTOPBIX 3KCIIPECCH-
pyetcst DAT, pacrioioxXeHbl ITPeUMYIIIECTBEHHO B KJIETKAX
KOMITAKTHOM 9aCTH YepHOI CyOCTaHIINM, TaTepabHOM Ya-
CTU YepHOI CyOCTAaHIIMM W BEHTPAJIbHOM TerMEHTAJBHOM
obnactu. INpecunantuueckuii DAT obGecrieunBaeT TpaHc-
MeMOpaHHBIM TpaHCIIOPT AodaMUHA M3 CUHANITUYECKOM
eI B TIPECUHAIITUYECKUIT HEMPOH, OITOCPENyeT aKTUB-
HBII OOpaTHBIN 3aXBaT SKCTpaHEeHPOHAIBHOTO JodaMUHa
U SIBIISICTCSI OCHOBHBIM PETYJISITOPOM IIPOIOJIKUTETBHO-
¢t nopaMHUHEPruIecKoro AEHCTBHSI Ha IIPECUHAITH-
YeCKHUX M TOCTCMHANTUYECKUX pelienTopax. BrIcBoOOXK-

Clinical cases

IEeHHBIM HOo(aMUH HCIOJB3yeTCs MOBTOPHO Oyaromapst
HelipoHajbHOMY oOpaTHOMY 3axBaTy DAT u moBTOpHOMY
HAKOIUICHUIO B BE3WKYJaX HECIeIU(UIESCKNM BE3HKY-
JISPHBIM TIEPEHOCYMKOM MOHOAMUHOB JMOO KaTaboju-
3upyercsd (epMEeHTaMH MOHOAMMHOKCHUIA3BI M KaTEXOJ-
O-metuntpancdepassl, Kak U APYrve IHAOTeHHbIE KaTe-
XojlaMrHBI. OCHOBHBIM ITAaTOT€HETUYECKUM MEXaHU3MOM
pa3BUTHUs 3ab0oseBaHMs sABsieTcs yTpata pyHkuuu DAT
Ha IIPECUHAIITUYECKOM YPOBHE, YTO IMPUBOINT K CHIXKE-
HUIO 00paTHOTO 3axBaTa JoaMUHa B CHHAIITHYECKOU IIIe-
JIM, UCTOIIEHUIO MPEeCUHANTHICCKUX 3aracoB gJodaMuHa
¥ YBEJIMYCHHIO KOJIMYECTBA SKCTpaHepOHAIBLHOTO moda-
muHa (puc. 1). Beicokoe comep:kaHre 3KCTpaHepPOHAIb-
Horo modamMuHa, B CBOIO O4epenb, IIPUBOINT K Upe3Mep-
HON CTUMYJISIIUUA TIPECUHAIITHYECKHNX ayTOPEIEIITOPOB
D2, mpuBoasi K MHTMOMPOBAHUIO TUPO3UMHTUAPOKCHIIA-
36l 1, KaK CJICICTBUE, K CHIDKCHUIO CHHTE3a mTodaMMHa.
Kpome Toro, n30BITOK 3KCTpaHEHPOHATBHOTO JoaMUHa
MIPUBOANT K TOOABICHUIO 1/WIU JeCEHCUOWIN3AIIUN 0~
¢daMUHOBBIX pelienrTopoB D1, B ¢BA3M ¢ YeM HapylraeTcs
nepegaya HEPBHOTO MMITYJIbca. B pesynbrare KaTadbomms-
Ma BBICOKHX YPOBHEH 3KCTpaHEeHpOHAIBHOTO modaMmHa
MOBBIIIACTCS KOHLIEHTPAIINSI TOMOBAHUJIMHOBOI KMCIOTHI
B LIEpeOPOCITMHAIBHOM XKUIAKOCTH [3, 4, 6, 7].
OCHOBHBIMU KJIIMHUYECKNMHU TiposiBieHusSIMu DTDS
SIBJITIOTCS pa3sHOOOpa3HbIe TMIIEPKUHE3B! (IMCTOHUS, XO-
pest, aTeTo3 U Ip.), CMEHSIOIINECS] TUTIOKWMHE3Ue U pu-
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VMAT2 — Be3UKynApHbIN nepeHocUYnK MOHOaMHOB; MAO — MoHoammHokcmnpaasa; COMT — katexon-O-metuntpaHcdepasa; HVA — romoBaHunnHoBas
kncnota; D1 — cneunduruecknin godaMmmHoBbI peuentop; D2 — aroHUCT peuenTtopa godammuHa.

Fig. 1. Scheme of regulation of the dopaminergic synapse.

VMAT2 — vesicular transporter of monoamines; MAO — monoamine oxidase; COMT — catechol-O-methyltransferase; HVA — homovanilic acid; D1 —

specific dopamine receptor; D2 — agonist of the dopamine receptor.

TMIHOCTBHIO, pa3BUBAIOIIMMMCS Ha (DOHE OCEBOIl THUITO-
ToHuU. KpoMe Toro, y O60JbHBIX OTMEYAIOTCS 3aepKKa
TICUXUYECKOTO M MOTOPHOTO Pa3BUTHSI, TICUXOMOTOPHOE
BO30YXIEHUE, a TaKXKe HapylIeHUs TJIOTaHWs U CBS3aH-
Hbl€ C HUMU TpyaHocTH KopmiieHus [3, 8—10]. MHorue
OOoJIbHBIE TOAAMU HAOJIOAAIOTCS C OIIMOOYHBIM KIMHM-
YEeCKMM JTUAaTHO30M <«IETCKUI IepeOpaIbHbIi Mapand»,
PEeTyJISIPHO TMOoJyJyast Kypchl peaOUIUTAllMOHHOTO JISYEHUS
0e3 KimHu4Yeckoro apdekra [3].

B 2011 r. M.A. Kurian ¢ coaBTopaMu OMmy0JIMKO-
BaJIi  pe3yiabTaTbl MHOTOLIEHTPOBOTO  MCCJICIOBAHUS
DTDS, mnpoBeneHHOro B 7 LieHTpaX AETCKOl HEBPOJIO-
run B Benukoopuranuu, I'epmanuu u CIIIA ¢ depa-
Jg 2009 r. mo mionb 2010 r. [3]. B uccinengoBanue ObLIU
BKItoYeHbl 11 mereit (2 manpuuka, 9 neBouek) ¢ DTDS.
Bce netn umenu aBUTaTENbHOE PACCTPOUCTBO C J€0I0TOM
B MJIaJieHYeCTBe (CpeaHuil Bo3pact 2,5 mec). Ha MmomeHT
HaIMcaHMsl CTaTbU ObUIM XXUBbI 7 aeTeil (B Bo3pacte 1,9—
11,4 roma), 4 manyeHTa yMepJu B Bo3pacTe oT 9 mo 16 Jer.
Jlo mocTaHOBKY AMarHo3ay 7 geTeii ObUT OIIMOOYHO Auar-
HOCTHUPOBAH AETCKUI liepeOpanbHbIil mapaaud. B xome
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HCClIeOBaHUs ObLIO MPOBEAEHO KOMIUIEKCHOE 00Ceno-
BaHUE MAallMEHTOB, BKJIIOYAlOIEe MCCIeJOBaHUE HEHpo-
TPAaHCMUTTEPOB B LIepPeOPOCITMHAIBLHON KUIKOCTH, KOH-
LIEHTpalluM KaTeXOJaMUHOB B MO4Ye, YPOBHEH CHIBOPO-
TOYHOTO TPOJaKTUHA U CHIBOPOTOYHOM KpeaTWHKWHA3HI,
a Takxke npoBeneHue HelipoBuszyanusanuu (MPT u MP-
CMEKTPOCKOIHUS TOJIOBHOTO Mo3ra). MosieKylIsipHO-TeHe-
TUYECKOEe UCClIeoBaHNe BKIIoYano aHanus reHa SLC6A3
METOJIOM MPSIMOTO aBTOMAaTUYECKOTO CEKBEHUPOBAHUSI.
Ha ocHoBaHMU MpPOBENEHHOIrO MCCAENOBaHUS ObUT pa3-
paboraH nuarHocTudeckuii anroput™m DTDS (puc. 2) [3].

ABTOpHI MOAPOOHO OMNMUCATU KIMHUYECKYI0 KapTUHY
BceX HaOJoJaeMBbIX TAllMEHTOB W OOpaTWii BHUMaHUE
Ha pa3HooOpa3ve y HUX KIMHUYECKUX CUMIITOMOB. Tax,
y 5 geTeil mpeobiaganu TUNEpKUHE3bl (IUCTOHUS, XO-
pesl, IUCKUHE3Ws ), Y 4 TTallUeHTOB — TUITOKWHETUIECKIE
CUMNOTOMBI (OpaIuKWHE3UsI, pUTUIHOCTD), a Y 2 OO0JbHBIX
OTMEYAJIOCh CMEIIaHHOE TUIOKWHETHYECKH-TUTIEPKH-
HETUYECKOe ABUTATEIbHOE pPACCTPOMCTBO (TMITOKUHE-
THYECKH-TUTIEPKIMHETUYECKNI cuHIpoM). Kpome Toro,
y HabJII0aeMbIX MAIlMEHTOB OTMEYaIach U Apyrast KIIMHU -

Clinical cases
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KnuHnueckne
nponBReHms [MoBbIlWeHHaA pPa3ApPaKUTENBHOCTb B HEOHATaIbHOM NEPUOAE UMW TPYAHOCTN BCKAPMANBAHNA.
3
110 KOTOPbIM IKCTpanMpamuAHbIE HAPYLIEHNA: XOPES, AVCTOHWA, ANCKUHE3NA U MAPKUHCOHN3M.
cnepyet OdTanbMONOrMYecKme CUMNTOCHE: HAPYLIEHNA CIEAALLNX U CAKKaANYECKIX ABUKEHUN 133, OKYIOTUPUYECKIE KPU3bI.
3anopo3puTb DTDS OTCpoYeHHbIe MMPaMUAHbIE HapyLLeHNs
CI:inlcaI manifestations Increased irritability during neonatal period, feeding difficulties.
indicatini " . q - f .
for the neged for Extrapyramidal disorders such as chorea, dystonia, dyskinesia, parkinsonism.
suspecting of DTDS Ophthalmic disorders such as disturbances of tracking and saccadic movements of eyes, oculogyruc crises.
Remote pyramidal disorders
\ A v \4
OcHoBHble ” A
ccnepoBaHunA Hanus
HeBposornyeckne ")
cTopuA 6onesHun MPT ronosHoro mo3ra i
ccneposaHms .p - meTabonuTos HelpoTpaHcMUTTepoB B LICK
Main neurologic History case Brain MRI Investigations Analysis of transmitters
examinations of metabolism in cerebrospinal fluid
v v v v v v A4
Pe3ynbTatbl KnuHnyeckne Papuonoruyeckune Hakonnexve CumnToMmBI, BbisiBneHbI MoHwXeHHoe MoBbilweHHoe
HEBPOJIOrNYecKoro npu3HaKw, npu3sHaKu, xenesa XapaKTepHble Ana HapyLlweHua cofiepxaHne COOTHOLLEHNE
ob6cnefoBaHuA XapaKTepHble XapaKTepHble Ana B FOJIOBHOM MO3re. HacneaCTBEHHbIX Disorders have rOMOBaHUVHOBOVA, rOMOBaHUIVHOBOM
Results of neurologic AnA npe-, npe-, nepu- unm ATpodusa Mo3xeuKa 6onesHeit obMeHa been revealed 5-rMAPOKCUNHAON- KUCNOTbI MO
examinations nepu- unu NoCTHaTaNbHOMO VM rno3 BELLeCTB, YKCYCHOW KUCTIOTbI, OTHOLLEHUIO
NOCTHaTanbHOro MHCynbTa Iron accumulation CYMMETPUYUHbBIE HOPMasnbHbI Unu K 5-rMppoKcm-
VHCYynbTa Radiological signs in the brain. aHomanuu CHVXKEHHBbII VIHAONYKCYCHOIA
Clinical signs characteristic Cerebellum 6azanbHbIx P brEnenE
characteristic of the pre-, peri- atrophy or gliosis raHrves v NatTepPHOB, NN X Elevated content
of the pre-, peri- of postnatal stroke Genoro Belecta KOMGMHaLuA of the homovanillic
of postnatal stroke Symptoms Decreased content acid in relation
characteristic of the homovanillic, to 5- hydroxyindo-
of hereditary 5-hydroxyindolacetic lacetic acid
metabolic diseases, acid, normal or
symmetrical reduced pterins,
abnormalities or a combination
the basal ganglions of both
or white matter
BropuuHoe | ¥ .
HapyLueHne Monck myTauuin
MepBryHOe HapyLleHVe B reHe SLC6A3
Secondary -
disorder Primary disorder Search for mutations
in the SLC6A3 gene
A 4 ¢ v v
[wnarHos [OwnarHos AN, ecnn Henpoperenepauusa Mertabonuyeckume HapyuweHne cuHTesa CuHapom geduuuta
nccnefoBaHne C HaKOMNeHneMm xenesa HapyLLEeHWs, BKNOYaoLe fodamuHa TpaHcnoptepa AodpammrHa
HelipomeTabonuToB B FO/IOBHOM MO3re MUTOXOHAPWaNbHbIE Deterioration Dopamine transporter
VI HePOTPaHCMUTTEPOB Neurodegeneration with GonesHn of dopamine synthesis deficiency syndrome
LICXK B Hopme the iron accumulation Metabolic disorders

Diagnosis of CP if in the brain
investigations of
neurometabolites

of neurotransmitters

are normal

including mitochondrial
diseases

Puc. 2. Anroputm ANarHoCTUKN rmnepKkUHe3oB pasHoi sTuonorunm [3].

Fig. 2. Algorithm for diagnosing hyperkinesis of different etiologies [3].

yeckasi CUMIITOMATUKA: BO30OYIUMOCTb, NICUXOMOTOPHOE
BO30YyXIeHUE, aKCUaJIbHAS TMITOTOHUS, TJ1a30BUTATEIb-
HbIE pacCTpoMcTBa (OKYJIOTUPHBIC KpU3bl). XapaKTepHble
IJIS1 TAPKMHCOHM3Ma CUMIITOMBI, TaKue KakK OpaguKuHe-
3UsI, PUTUAHOCTb, TUIIOMUMUSI M TPEMOp, KaK IIpaBUIIO,
BO3HHUKAJIU II0CJ€ HECKOJbKUX JIeT TeUdeHUs OOJIe3HU.
VY Bcex MalMeHTOB OTMEYaIMCh KOTHUTHBHBIE HapyIlle-
HUS ¥ OTCYTCTBOBAJIa SKCIIPECCUBHAS pedb. TeM He MeHee
OOJIBIIMHCTBO AEeTeil XOpOoIlo IOHUMAaIU OOpalleHHYIO
peyb M TIpUOOpeTaiu HAaBBIKM HEBEpOAJIbHBIX CIIOCOOOB
KOMMYyHHUKaIuu |[3].

PesyabTathl 1aOOpaTOPHBIX ¥ MHCTPYMEHTAJIBHBIX HC-
CJICIOBAHUM II0KAa3aJiM, YTO Yy BCEX HETEl, BKIIIOYECHHBIX
B MCCJIeIOBaHNE, COOTHOIICHNE TOMOBAHMIMHOBOM KMC-
JIOTBI K 5-TUAPOKCUMHIOIYKCYCHOM KHCIOTE OBLIO ITOBBI-
meHo B auana3oHe 5 : 0—13 : 2 (Hopma 1 : 3—4 : 0). Dkc-
KpeLMsi TOMOBAaHWIMHOBOI KUCJIOTHI C MOUYOI OblLlIa yBEJI-
yeHa y 6 n3 7 oOClIe0oBaHHbBIX IeTell U cocTasisiiaa 22—47

Clinical cases

MKMOJIb/MMOJIb KpeaTHHMHA (HOpMa 2—15 MKMOJIb/MMOJIb
KpeaTHrHA). CHIBOPOTOYHBIN TIPOJAKTUH MCCIIEIOBaNICS
y 7 DALMEHTOB, €ro yBEJIMYEHKME 3aperMCTPUPOBAHO JIMIIb
y 2 60/bHBIX. Y 6 00C/Ie10BaHHbBIX AeTeil OOHAPYXKEHO I10-
BBIIICHME AKTMBHOCTU ChIBOPOTOYHOM KpeaTMHKWHA-
3bl — 242—1773 ME/n (Hopma 24—173 ME/71) [3].

IIpu MPT ronoBHOro mo3ra He OBUIO BBISIBIEHO
CTPYKTYPHBIX Ie(PeKTOB B 0a3ajbHbIX TAHIJIUSIX HU Y OM-
HOro HabIIOgaeMoro nauveHTa. Y 8 meteil 3aperucTpu-
pOBaHbl pacUIMpeHHE HapyXHbIX CybapaXHOMAAIbHbBIX
MPOCTPAHCTB B JIOOHO-BUCOYHBIX OOJIACTSIX M 3amepkKKa
MUeIMHU3aluu. [lepuBEeHTPUKYIISIpHasT JeHKOMAaIAIs
obHapyxeHa y 1 pebenka [3].

M.A. Kurian ¢ coaBTopaMu npeaIpuHUMAIN MHOTO-
KpaTHbIE MOMNBITKUA T0OUTHCS CTOMKOTO MOJIOXUTEIHHOTO
TeparneBTUYecKoro 3¢ ¢eKra y Ha0ogaeMbIX MalieHTOB
[3]. IIpuMeHeHUe IIMPOKOTO apceHasa JIeKapCTBEHHBIX
CPEICTB, BKIIOYAIOIIMX MMOPEIAKCAHTHI, J0(aMUHEPIH-
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KnuHunuyeckne cnyyan

YecKre, XOJUHOJMTUYCCKUE, aHTUTJyTAMUHEPTUYCCKUE
n TAMKeprudueckue rpenaparsl, a TaKKe UCITOJIb30BaHUE
XUPYPTUUECKOTO BMEIIATEIbCTBA (TIIyOOKasl CTUMYJISILIVST
TOJIOBHOTO MO3ra y 1 maimeHTa) He IpOAeMOHCTPHPOBA-
710 3(h(heKTUBHOCTH, JTNOO JOCTUTHYTHIH TOJIOKUTEIBHBIN
3¢ dheKT ObUT HEMPOMOKUTEILHBIM. [[eBSITh MallMeHTOB
MOJTyJaIi KOMIUIEKCHBIN IpemnapaT JIeBOMOIIBI B cOYeTa-
HUU ¢ KapOumomoil (Kokapeimoria) ¢ MaKCUMaJbHBIMU
Jn03aMU 2—6 MI/KT B CYTKU B TeueHue 2—3 Hed. Y 7 U3 HUX
He OBLIO MOJIOKUTEIbHON TMHAMUKHM OT IIprieMa KOKape-
IIOTIBI, a Y 4 MaIlMeHTOB JIeUeHUE OBLIO IMPEeKPaIleHO BCIIEI -
CTBUE BO3HUKHOBEHHS MOOOYHBIX 3((HEKTOB (TOIIHOTA,
pPBOTA, YCHJICHNE TUTIEPKUHE30B M pUTUIHOCTH, HApYIIIar0-
IIUX MUTAHUE U COH). Y 2 meTeil MpuMeHeHNe KOKapeIIo-
ITbI B JO3MPOBKE OKOJIO 2 MT/KT B CYTKU YIYYIIUJIO TBH-
raTeJibHble (DYyHKIIMHU BEPXHUX KOHEYHOCTEH, KYITMPOBAJIO
SMIU30INYECKNE MTUCTOHMYECKHME KPU3bl U YMEHBIIMIO
rurtoMuMuio. OqHaKO JaJIbHEHIIIee MOBBIIICHUE TO36I JIe-
KapCTBEHHOTO TIperapara IMprBeJIo K BOSHUKHOBEHUIO JIe-
KapCTBEHHO-00YCJIOBJICHHBIX OUCKUHE3uil. [lobaBneHue
K KOKapeJigore aroHucTa noaMuHa poIMHUPOJIa TIPUBE-
JIO K JaJTbHEHUIIIeMY YIyJIICHUIO IBUTATEIbHBIX (DYHKIIUIA,
YTO TO3BOJIMJIO aBTOpaM WHUIIMUPOBATH TEPAITHIO POITH-
HUPOJIOM Yy IpYyrux HabmomaeMbIXx nmauueHToB. Ha done
MAaHHOW Tepanuy OBLIO 3apeTUCTPUPOBAHO YMEHBIIICHHUE
KJIMHUYECKUX CHMIITOMOB ITapKWHCOHM3Ma, OOJierYeHue
KOPMJICHUS U YBEIMICHUE IBUTATEIBHBIX (DYHKIIIA BEpX-
Hux KoHeuHocteil. [Ipumenenue B neuyenun DTDS aro-
HHUCTa nodaMuHa IIpaMHUIIEKCoIa MPOIEMOHCTPUPOBAIIO
ero Hea((EKTUBHOCTh Yy JeTeil B Bospacre 1,5—6,0 er,
B TO BpeMsI KaK Y MallMeHTOB 0oJiee paHHETro Bo3pacTta Obl-
JIO OTMEUEHO HEKOTOpOe KIMHINYEeCcKoe yaydlieHue [3].

CorylacHO TaHHBIM 3apyOeKHBIX aBTOPOB, nUddepeH-
HyanbHbIi nuario3 DTDS HeoOXxonuMo mpoBOAUTH C 60-
ne3Hblo INanmnepBopaeHa—Illnarua, 6ose3Hbio BuibcoHa,
MTUCKUHETUIECKUMHU U CMEIIaHHBIMU (hOPMaMM JETCKOTO
LepeOpalbHOIO Mapajnya, TOpCUOHHOUW OUCTOHUEH, 00-
ne3nblo Cerasbl (JJODA-3aBUCcHMasT IUCTOHUSI), HACIIE~
CTBEHHBIMHM O0JIE3HSIMU OOMEHAa BEIIECTB, MUTOXOHIPH-
aJIbHBIMU 3a00JIeBaHMSIMU U 1p. [9, 10].

IIporHo3 3aboyieBaHusI HeOIAronpusaTHLIA. B 00Jb-
IIMHCTBE CIyYaeB JIETAJIbHBIM MCXOM HACTyHaeT B ITOM-
pPOCTKOBOM Bo3pacte [3].

KnuHnuyecknin npnmep

IMaumentka C., 1 rog 6 Mec, MOCTYITWIIA B OTAEIEHUE
MaToJIOrMu paHHero aeTckoro Bo3dpacra (OITPIB) @AY
«HMML 3n0poBbst aereit» MunsapaBa Poccuu B aBry-
cte 2020 1. ¢ HampaBUTEIBHBIM JUaTHO30M «IETCKUIA Liepe-
OpanbHBII mapanud, cnactudeckas aucruierus, GMFCS
IV (G 80.1). 3agepxKa IICUXUYECKOTO, PEYEBOIO U MO-
TOPHOTO pa3BUTHsSA. BpoHXoNerouHast qucIuUIa3ms, JIETKOE
TeueHue. JlprxarenpHas HegoctaTrouyHOCTh 0. Cxongieecst
aJIbTepHUpYIOllee Kocoryia3ue, aMOJInMonusi 000OuX Tjias».
Ha MomeHT mocrtyruieHuss Mama peOeHKa IpeabsBisiia
JKaJI00BI Ha 3aIePKKY IICMXUYECKOTO 1 MOTOPHOTO pa3BU-
THS I€BOYKH, a TAKKe Ha OOMJIME HABSI3UMBHIX IBIDKCHUI
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B pyKax M HOTaxX, 3HAYMTEIBHO YXYAIIAIOIIMX KAaYeCTBO
KMU3HU peOeHKa.

W3 anamnesa n3BecTHO, YTO peOEHOK POXKACH B OJIN3-
KOPOACTBEHHOM Opake. bepeMeHHOCTD 2-1, TIpoTeKaia Ha
¢oHe yrpossl npepbiBanus B I tpumectpe. Ilepsas bepe-
MEHHOCTb IIpepBaHa 0 COLMAIBHBIM IMOKa3aHUIM. Pombl
CPOYHBIE, CaMOCTOSITeIbHBIE. Macca Tena TIpU POXKIE-
wuu 3405 1, nmuHa 54 cm. OueHka 1o mkajie Amrap 8/9
6ayoB. Kpuk cpasy, rpoMkuii. BeinrcaHa u3 poaujibHOTO
JioMa Ha 6-e CyTKU xKu3Hu. Ha npoTsikeHuu nepBbIx 2 Mec.
KM3HU OTMEYaJlach KOHBIOTALIMOHHAS XKeJITyXa.

Co cJIoB MaMblI, B BO3pacTe 2 Mec. y IeBOYKHU TOSIBU-
JINCH CPBITUBAHMS, KOTOPBIC IMMOCTETICHHO HapacTaM Kak
0 YaCTOTE€ BO3HMKHOBEHUSI, TaK U 10 00bEMY BbIIEIsIC-
MBIX Macc, IEPUOIMICCKH BO3HMKAIA PBOTA «(DOHTAHOM».
B 370 ke BpeMsI OTMEUeHO ITOSIBJICHUE CITACTUIECKOI KpH-
Bouueu. PebeHoK HabGmoaaics neauaTpoM M HEBPOJIOIoM
IO MECTy XXUTEJIbCTBA C TUATHO30M «IIepUHATAIIBHOE T0-
paxenne I[HC». Ilo manHBIM HeiipocoHOTpadUIeCcKo-
IO MCCJIENOBaHUS B 2 MeC ITaTOJOTUYECKHUE M3MEHEHUS
B BCIIIECTBE T'OJJOBHOTO MO3ra He OOHapyXeHbl. B B03-
pacte 4 Mec. COCTOSIHME peOeHKa YXYAIIMIOCHh B CBSI3U
C TIPUCOECANHEHUEM TUTIEPKMHETUYECKOTO CUHIPOMA: MU~
OKJIOHMH, XOPEeoaTeTo3, TPEMOp, Ha (hOHE KOTOPBIX pas-
BUBAJIOCh BBIPAKEHHOE IICUXOMOTOPHOE BO30YXKICHUE.
JlaHHBIe 3MU300BI HOCUJIM TAapOKCU3MAIbHBINM XapakKTep,
WMENIN Pa3HyI0 MHPOIOJLKUTEIBHOCTh — OT HECKOJIBKHUX
MMHYT 10 HECKOJBKHX YacOB, KyIIMPOBAJIUCh CAMOCTOSI-
TeJIbHO. YKa3aHHasI CUMITOMAaTWKa HEYKJIOHHO Hapac-
Tana. JIleBouka ObL1a oOCeqOBaHA IO MECTY XXUTEIbCTBA.
[Ipu ipoBeAeHNN KOMITBIOTEPHOI TOMOTIpachuy TOJIO0BHO-
ro mosra (8 mMec) BbISIBJIEHBI TTPU3HAKU TTOCIEACTBUNA TH-
IMOKCHYECKOTO ITOpaXkKeHUSI BEIISCTBAa TOJIOBHOTO MO3ra,
HepaBHOMEPHOE pacIIUpeHue CyO0apaXHOWIAIbHBIX ITPO-
CTpaHCTB 6e3 aTpoUYecKNX U3MEHEHNI B 00ENX TeMuUcC-
¢epax roJiIoBHOro Mo3ra.

B cBs13u ¢ mponokatoleicst 00UIbHON pBOTOM, Maoit
MprOABKON BECa U HApACTaIOLLE HEBPOJOTMYECKOW CUM-
MITOMAaTUKON B BUAE TUIIEPKUHETUICCKOTO CHHIPOMA, BO-
BJICKAIOIIIETO MBIIIIIBI KOHEYHOCTEH, TYJIOBUIIA 1 MUMUYE-
CKYIO MYCKYJIaTypy, peOeHOK ObLT 00CiefoBaH Ha HaIM4ue
aMUHOALMIONATUI Y HapylIeHUM OeTa-OKUCIEHUS KUP-
HBIX KHCJIOT METOIOM TaHIEMHOW MacC-CIIEKTPOMETPHUU:
IMaTOJIOTMYECKIX M3MEHEHMI BBISIBJICHO HE OBLIO.

IMpoBenenHslil Tpukasl (8 Mec, 10 mec, 1 rom 3 Mec)
JIJIATENIbHBIN BUaeo DDI-MOHUTOPUHT He OOHAPYKWI
SNUIETITU(OPMHON aKTMBHOCTH M TO3BOJIMII MCKITIOYUTD
SIUJICTITUYECKUI TeHe3 MMEIOIMNXCS Y IeBOYKNA MUOKIIO-
HUli. MarHuUTHO-pe30HAaHCHAs TOMOTrpadusi TOJOBHOTO
Mo3ra (1 rom 3 Mec) BRISIBWIIA HaJIMUKMEe YMEPEHHBIX CyOa-
TpoUIECKIX U3MEHEHUI BEIIIECTBA TOJIOBHOTO MO3Ta.

B Bospacte 1 rog 4 Mec meBouka IepeHecsia MH(PeK-
1110, BBI3BaHHYI0 KopoHaBrupycoM SARS-CoV-2, Ha ¢poHe
Yero OTMEYaJioCh YXYOIICHWE COCTOSTHUSI peOeHKa B BHIIE
HapacTaHUs TUTIEPKUHETUISCKOTO CHHAPOMA, IIPHCOCIH-
HEHUSI TMCTOHWYECKUX aTaK U ITOSBJICHMST BBIPAKEHHOTO
IICUXOMOTOPHOI'O BO30YXIEHMUSI.

Clinical cases
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B aBrycte 2020 r. (1 r. 6 Mec) peGeHOK ObLI rocruTa-
mmsuposad B OITPAB ®I'AY «HMMUL 3mopoBbs nereii»
MunszapaBa Poccuu. [Tpu noctyrnieHuy naiydeHTKa nosy-
yaja aJlmMeMa3Ha TapTpaT B no3e 1,25 Mr/cyr; nepuima-
3uH B 103¢ 0,2 MT/CyT.

Comamuueckuii cmamyc: oOlllee COCTOSTHUE CpemHei
TsDKECTH Mo 3aboneBaHuio. Temmepartypa Ttena 36,6°C.
ITonoxeHnune B mocTenu BoIHYXIeHHOe. Bec 10 kT, pocT
crost 82 cM. DeHOTUIT pebeHKa: y3KOe MEPEHOCHE, JITUH-
HBIN QWIBTP, TOHKAST BEPXHSIS ry0a, TUCIIACTUYHBIC YIII-
Hble pakoBUHBI. COCTOSTHUME NMHUTAaHUS MTOHMXeHO. Kox-
HbIC IIOKPOBBHI OJICTHO-PO30BBIC, YMEPEHHO BIAXHBIE,
YUCTHIE OT CHIMU. CIU3UCTHIE 000JI0YKH OJIETHO-PO30BHIE,
YUCTHIE. 3aMHSSI CTeHKA TJIOTKY ¥ HEOHBIE Ty>KKW HE THTIC-
peMHpPOBaHBI, MUHAAIMHBI HE YBEJIMYCHBI, HAJICTOB, Ha-
noxeHni HeT. [TogkoxXHas KjieT9aTka pa3BUTa YIOBIETBO-
PUTEIBbHO, paciipeaeneHa paBHoMepHo. [lepudepuyeckue
JmMmpaTudeckue y3ibl He yBeandeHbl. KocTHast cucreMa:
nedopmauuii kocteil HeT. OpraHbl IbIXaHUS: HOCOBOE
IbIXaHHe CBOOOMHOE. B JIerkmx nbixaHWe ITy3pUIbHOE,
MIPOBOIUTCSA BO BCE OTHEJNBI, XpUIIOB HeT. [lepKyTopHO:
SICHBIM JIerouyHblit 3ByK. YacTtora gbixanust 33—35 B Mu-
HyTy. OGnacThb cepilia BU3yaibHO HE U3MEHEHA, TPAHUILIbI
OTHOCHUTEJILHOM CEpACYHOM TYIIOCTU B Ipeaesiax BO3pacT-
HOI HOpMBI. TOHBI cepala 3ByYHbIE, PUTM NPABWIbHBIMA.
YCC 120—128 B MuHyTy. Oprasbl nuieBapeHMsI: armeTUuT
CHMXKEH. SI3bIK YMCTBIM, BlIaXXHBINA. 2KUBOT IIpu mnajibIia-
LIMU MSITKW, 6€300JIe3HCHHBIN BO BCEX OTIEJIAX, TOCTYIICH
myookoit nanbnauuu. [leyeHb He yBennueHa, ceje3eHKa
He nanbnupyercs. Ctyll opopMIECHHBIN, PETyIsIpHEBIi, 6e3
MMaTOJIOTUYECKNX TIpuMeceil. MouencmyckaHue cBOOOI-
Hoe, 6e300e3HeHHoe. [u3ypun HeT. HapyHbIe 1ToJ10BbIe
OpraHbl CPOPMUPOBAHEI IO KEHCKOMY THUITY.

Ilcuxonesponoeuueckuii cmamyc: TOJI0Ba OKPYTJIO# (hop-
MBI, OKPY>KHOCTb Tos1IoBbI 47 cM. Co3HaHue sicHoe. Pearnpy-
€T Ha OCMOTP 3PUTEIbHBIM 1 CIIyXOBBIM COCPEIOTOYCHUEM.
DMoOLIMHU CKyIHbIe, ManonuddepeHpoBanHbie. [1pn amo-
LIMOHAJILHOM OOILIEHUM pearupyet yiblokoit. MMmpeccuB-
Hasl peyb: B OTPAaHUYECHHOM O0beMe. DKCIIPECCUBHAS PEUb;
WHTOHUPOBAHHBIE TOJIOCOBBIC BoKaiam3auu. Ilpu mpemb-
SIBJICHUM SIPKOTO IIpenIMeTa B II0JIe 3peHMST HaOIromaeTcs
3pUTEIbHOE COCPEIOTOYCHNUE, TUIABHOE ITPOCIICXKHBAHME.
3pUTENbHBIN KOHTAKT CKOJb3smmit. Ha HeBUMOAMMBIN MC-
TOYHUK 3BYKa BBICOKOI MHTCHCUBHOCTH, MPEIbSIBICHHBIN
B HEIOCPEICTBEHHON OJM30CTH OT yXa, OTMEJaeTcsl He-
3HAYUTEIPHOEC N3MEHEHE MUMUKH, TOJIOBY B €TI0 CTOPOHY
He IMoBOpaunBacT. TaKTWIbHBIN KOHTAKT PYKH C TIPEIMETOM
BBI3BIBaeT (PMKCALIMIO B3IJISIAA, HEIPOM3BOJIBHBIA MOIBEM
pyku BBepX. CTpeMUTCS IPUKOCHYTHCSI PYKOI K UTPYIIKE,
TIPEIbSBICHHON B TI0JI€ 3pEHUsI, MOXET HATOJKHYThCS Ha
JIeXKAIIyI0 PSIIOM MIPYIIKY, CAMOCTOSITEIbHO HE 3aXBaThl-
BaeT. BoXXeHHYI0 UTPYIIKY yAePXKUBAeT KPaTKOBPEMEHHO,
3peHreM He KOHTPOJUPYET, OBICTPO BBIMTYCKAET U3 PYKH.
LlenenamnpaBieHHOe BHUMMAaHMWE IIPUBJIEKAETCS C TPYIOM,
ObIcTpo ucToraeTcss. MoH HACTPOEHMS HEYCTOMYMB, OTME-
YyaeTcsl ICMXOMOTOPHOE BO30YXIEHNE, I€BOYKA KAIPpU3Ha,
IJIAKCUBA, pa3IpakKUTe/IbHA.

Clinical cases

KnuHnuyeckne cnyyan

Co CTOpOHBI UYEpeITHbIX HEPBOB: OOOHSHUE MCCIIC-
IIOBaTh HEBO3MOXHO. 3peHHe IpenMeTHoe. Barmsan ¢uk-
cHUpyeT, CIemuT 3a IpeaMeToM. [J1a3Hble eI CUMMeE-
TpUYHBIL. JIBIDKeHUS TJ1a3 B ITOJTHOM 00beMe. Cxomsimeecst
aJlbTepHUpYIOLIee Kocoraasue. 3payku OKPYIJIoi (DOPMBI,
cMMMeTpUYHBI. Peakiinm 3paykoB Ha cBeT (IIpsiMasi U CO-
npyxectBeHHas1) xuBbsie, OD = OS. Touku BbIXOIa BeT-
Bl TPOMHUYHOrO HepBa 0e300Jie3HeHHBI ITPU HajlbIIallku.
JIBUKEHMST HIDKHEH YeTIOCTH OTpaHWYEeHBI, OTMEYaeTCs
opoMaHauOynsipHas AUMCKUHE3us. JIMIo CUMMETPUYHO,
MuMuKa obegHeHa. Cinyx He cHukeH. Hucrarma Hert. IMo-
NEePXUBACTCS IIPU KOPMJIICHUM TBEPIOM M KUAKOM MUILIECH.
T'onoc cnabblit, MOHOTOHHBINM, OBICTPO MCTOIIAMOLIMIACS.
I'morounsie pednexchl oxusiaeHsl, D = S. INonoxeHue
IUIeY M JIOTIATOK CUMMeTpu4YHO. IIpuBBIUHAS ycTaHOBKA
roJ0Bbl BOpPaBO, MOBOPOTHI B 00€ CTOPOHBI CBOOOIHBI.
A3bIK o cpenHeit nuHuKM. B nBUTaTenbHol cepe: 0obeM
AKTUBHBIX Y TTACCUBHbBIX ABUXXEHUM MOJHbINA. MbllIEYHBIA
TOHYC M3MEHEH I10 9KCTPATMPaMUIHOMY THITY B BEPXHUX
¥ HIDKHUX KOHEeYHOCTAX, D = S. OTMeuaeTcs purnaHoCThb
3aThIJIOYHBIX MBIIIILL ¥ MBILIILL 1IEW. MbIlIeyHast cuia B py-
Kax 1 Horax Ha 4 6ammta, D = S. CyxoXuiabHbIe pedaeKchl
C PYK M HOT ToBbIlIeHbI, D = S, pednekcoreHHbIE 30HBI
He pacmmmpeHbl. [laTomornueckue CTOITHBIE M KUCTEBBIS
pedaekcol He BeI3biBaoTcsa, D = S. Kinonycos Het, D = S.

MoTopHBlE HaBBIKW: TOJIOBY NEPXKUT HEYCTONYUBO,
HEIIPOIODKUTEIFHOE BpeMs, IEPUOTUYCCKU 3aIPOKU-
IbIBaeT Ha3aj, B ITOJOXCHUHU JIexka Ha XXMBOTE OIlopa Ha
Ipylb, TOJOBY MPUIIOAHUMAET, YACPXUBAET KPATKOBPE-
MEHHO, HYXXIaeTCs B MPUIAHNUN TTOJIOXKECHUS C TIOMOIIIBIO
BaJINKA, CAMOCTOSITEIIFHO HE CAIUTCS W HEe CUINT, IIpHcCa-
JKEHHasl C OTIOPOM yIepKUBAeT MO3y CUIISI KPaTKOBPEMEH-
HO, HE CTOMT, HE XOINT.

ITpu ocMmoTpe obpailatoT Ha cebsi BHUMaHUE pPa3HOO-
Opa3HbIe HaBSI3YMBBIC CTEPEOTUITHBIC NBIDKEHMSI B MUMM-
YECKOM MYCKYJIaType, BEpXHMX U HUKHUX KOHEYHOCTSIX:
MMUOKJIOHUM, XOpEOaTeTOMAHbIE  ABUXEHUS, TPEMOpP
u quctoHnyeckue ataku (puc. 3). Kpome toro, ormeuaror-
csl TpU3M, OPYKCH3M M OPOMAaHAMOYJSIpHAs TUCKUHE3US,
3HAYMTEJbHO Hapyllallue KopmieHue pedbeHka. Mmero-
IIHecsl TUMePKUHE3bl HApacTaloT MPU IICUXO03MOIIMOHAIb-
HBIX Harpy3kax (BIUIOTb JO «TMIIEPKUHETUYECKUX OYphb»),
ocnabeBalOT Npu (GuKcaluuu pedeHKa Ha IEUCTBUM WU
COOBITHH, IOJTHOCTBIO KYIIUPYIOTCS BO BpeMst cHa. [1pu u3-
MEHEHUM T103bI TeJIa B BEPTUKAIBHON TJIOCKOCTU PUCYHOK
TUTIEPKIUHE30B M3MEHSETCs, BO3HUKACT TOHMUYECKOE Ha-
MPpsDKeHUE B TIPOKCUMAJTBHBIX OTIEIaX BEPXHUX M HIDKHUX
KOHEUHOCTel Ha (hOHE XOPEOATECTOMIHBIX ABVKEHUI B MX
IVCTaJIbHBIX OTIEAX.

YyBcTBUTENBHAS Chepa: HApYIICHU TOBEPXHOCTHOM
YYBCTBUTEILHOCTUA HE BBISIBJICHO, INIyOOKYI0O — MCCIIEIO0-
BaTh HE MPEICTaBIIsICTCS BO3MOXHBIM. KoopanHaTOpHYIO
cdepy McciIenoBaTh HE YIAJIOCh B CBSI3M C BBIPAXKEHHBIM
TUTIEPKUHETUYSCKIM CHHAPOMOM. Ta30Bble (DYHKIHMU
HE HapYIIEHBI.

Obwuii anaaus kposu: Ho 103 v/m (Hopma 110—135 1/1),
ocTaJlbHbIE TOKA3aTeU B Ipeesax peepeHCHbIX 3HAYEHUIA.
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KnuHunuyeckne cnyyan

Puc. 3. Pa3Ho0o6pa3Hble NpoABNeHUsA rMnepKUHETUYECKOTO CUHAPO-
ma y nayueHTkm C.

Fig. 3. Various manifestations of hyperkinetic syndrome in patient C.
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Buoxumuueckuii anaruz kpoeu: KpeatnHpochoKmHa-
3a 1235,2 ENI/n (Hopma 25—140 EJ1/m), makratneruapore-
Haza 363,61 EJ1/n (Hopma 91-295 EJI/n), ocTajlbHbIE I10-
KazaTeJId B Ipeaenax pepepeHCHBIX 3HAYCHU.

DKT, 2XO-KT: 6e3 maTolorn4ecKux U3MeHEeHUI.

Maenumno-pesonancuas (MP) momoepagpus 20410681020
mo3ea: MP-ucciienoBaHue TOJOBHOTO MO3ra IpOBEIECHO
B T1- n T2-B3BemeHHoM u3obpaxennu u FLAIR B carur-
TaJIbHOM, aKCHATbHOM 1 (PPOHTAIBHOM MPOEKILIMSIX, a TaK-
ke B DWI, SWAN.

Ha MP-tomorpamMmMax roioBHOro Mosra CpeauHHBbIE
CTPYKTYpPBI He CMemIeHbl. M3BUIMHBI OOJBIINX TIOJIY-
mapuii copMUpOBaHBI TIPABWILHO. SIBHBIX IMPU3HAKOB
MHACTeHe3a KOPTUKATbHOM IJIACTUHKY He BBIsIBICHO. CM-
METPUYHO B TIPOEKIINHU IIEHTPAIBLHOTO ITOKPBIIICYHOTO
TpakKTa OTMEUYaloTCs y4acTKU noBeilieHuss MP-curHana Ha
T2-BU, cnaboro nmonmxkenust — Ha T1-BU, ¢ npusHakamu
orpaHndeHus nuddy3un (0e3 TMHAMUKMN).

Ha ¢oHe He3aBeplIeHHO MUETMHU3AIUU OEJI0TO Be-
IIeCTBa TEMEHHBIX OTAEJOB HEIb3s1 MCKIIIOYMTH 0YaroBbIe
M3MEHeHUs1, 0e3 TPU3HAKOB OrpaHuYeHus TUdPys3nmu.
Ha ocraipsHOM ypoBHE B BelIeCTBE OOJBIINX MMOTYIIAPHIA
1 MO3XedKa, a TaKKe KpaHUOBEPTEOPaIbHOTO IIepexoia,
0YaroB TAaTOJOrMYecku M3MeHeHHoro MP-curHana, 30H
KPOBOUZIMUSIHUN, a TaKXXKe HOBOOOPA30BaHUM HEe BHISIBIIC-
HO. Mo3onncToe Teno c(popMUpPOBaHO.

KenynoukoBasi cucrtema: OOKOBbIE XKETyIOYKU CUM-
METPUYHBI, HE pacllIMpeHbl. TpeTuil U YeTBEePThIA KeJTy-
JIOYKU He J1e(OPMHUPOBAHEIL.

CybapaxHougaibHOE IPOCTPAHCTBO JIOOHO-BHUCOY-
HBIX OTAEJIOB YMEPEHHO pacIiupeHo (0e3 ITMHAMUKU).

KnuHnuyeckne cnyyan

Typeukoe cenyio 00bIYHOM (hOpMBI U pa3MepoB. [ unodus
He yBenmdeH. CTpyKTypa ameHOrunodusa OmHOPOIHAS.
JduddepeHumnaiusg Ha ageHO- U Helporunodus deTkas.
IlepekpecT 3pUTEIbHBIX HEPBOB M BOpPOHKA THIIO(duU3a
He cMelleHbl. B obiact opOUT BUAMMBIX IMATOJOrAYe-
CKMX M3MEHEHUI He BBISIBIICHO. KaHaibl M mepeKpecT
3pPUTEIBHBIX HEPBOB He Ne(OPMUPOBAHBI, XOI U KaJ1Op
HE U3MEHEHBI.

3akmouenne: MP-kaptTmHa CHUMMETPUYHOTO II0-
paXeHMsI LIEHTPAJIBHOTO TMOKPBIIICYHOro TpakTa (HEIb-
31 WCKIIOYUTh MeTaboiudeckuii reHe3). MP-maHHBIX
32 00BEMHOE IIOpake€HHE BeIIecTBAa T'OJOBHOTO MO3Ta
He TtorydeHo (puc. 4). [To cpaBHeHMIO ¢ pe3ynbTratom MPT
ot 21.04.2020 1. — 6e3 nmHaMuKU. PeKoMeHIOBaHO: TMHA-
muuyeckoe MP-HabnoneHue.

Koncyavmauus duemonoea: ymepeHHasi 0eJIKOBO-3HEp-
reTuveckKast HeIOCTaTOYHOCTh ITUTAHUS.

Koncyavsmauyus degpexmonoea: ocobeHHOCTH (hopMu-
pOBaHUS IIEpUOHA DJIEMEHTAPHOM IICMXWYECKOM aKTUB-
HOCTH.

Koncyavmauus noeoneda: HapyllieHHE peYeBOTO pas-
BUTHS.

3a BpeMs HaxoxXaeHUsT pedbeHKa B oTaeneHuun nudde-
PEeHUMANIBHBIA TMArHO3 IPOBOAWICI C TUCKAHETUYECKOMU
GOopMOIi JIEeTCKOTO liepedpabHOro napannda, MH(MaHTUIb-
Hoii ¢opmoit TODA-3aBrucMOil TUCTOHUK (0OJIE3HBIO
CeraBbl), HaCJIEACTBEHHBIMM 3a00JIEBAaHUSIMU OOMEHa Be-
mecTB (00JIe3HSIMHM, CBSI3AHHBIMM C HapylleHueM oOMeHa
Keses3a, Mey, KaJIbIIMs U MapraHIia B TOJIOBHOM MO3Te).

C 1enplo KyIMMPOBaHMSI TUIIEPKUHETUYECKOTO CUH-
IpoMa B OTIOCJACHWM HWHULIMMPOBAHA Tepamus JeKap-

a/a

Puc. 4. MPT ronoBHoro mo3ra nauuneHtku C.

a — T2-B3BellleHHOe N306paxeHye B akcabHOW MIOCKOCTU: CUMMETPUYHbIE YHaCTKU FMNePUHTEHCUBHOIO CUTHaNa B 0611acTy NMOKPbILIEYHbIX NyTel;
6 — andPy3nMOHHO-B3BELLEHHOE U306PaKeHNe: TMEPUHTEHCUBHDI CUrHa; 8 — KapTa M3mMepsAemoro Kos¢pduumneHta gudysnm: rmMnonHTEHCUBHBIN

CUrHan.
Fig. 4. MRI of the brain of patient C.

a— T2-weighted image in the axial plane: symmetrical sections of the hyperintensive signal in the area of the tire pathways; b — diffusion weighted
image: hyperintensive signal; ¢ — map of the measured coefficient of the diffusion: hypointensive signal.
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KnuHunuyeckne cnyyan

CTBEHHBIM IIperapaToM KJIOHA3eIaM C MOCTETICHHBIM J0-
CTVDXKEHUEM CYTOYHOM mo3bl 1,125 mr. [ns ymMeHbIIeHUS
TOHYCHBIX HapyIICHWA K JIEYCHHIO M00aBIeH OaKiocaH
B mo3e 15 mr/cyr. Ha doHe mpoBomumoii Teparnuu mojio-
KUTEJIbHON TUHAMUKM B COCTOSSHUM peOeHKa He OTMeYa-
JI0Ch, KpOME TOro, OBbLIM 3aperMCTPUPOBAHbI MOOOYHBIS
a(ddeKTH Je4eHus B BUIE CAA00CTH, BSJIOCTH, HapacTa-
HUSI HapyIIeHWH TJI0TaHUS.

B cBs3u ¢ HaMuMeM y TEBOYKUA PUTHIHOCTH MBIIIIT
3aThUIKA, IIIEM W TPU3Ma, a TakKkKe TUCTOHMYECKMX aTak,
B 3aTBIJIOYHBIC MBIIIIIBI, MBIIIIILI BEPXHUX M HUKHHUX KO-
HEYHOCTel OBUT BBEICH OOTYJIMHMYECCKMI TOKCHH THIIA
A 100 EO. boryauHoTeparust He BbI3Bajla pa3BUTUSI HEXe-
JIaTeIbHBIX SIBJICHUI, HO KJIMHAYECKUMA TOJIOXUTEIbHBIA
3 dEKT TOCTUTHYT HEe OBLI.

B xone manbHeiiliell KOppeKLUU Teparnuu Iepuiua-
31H OB ITOCTEIIEHHO OTMEHEH, a ISl KYITMPOBAHMST TIPU-
CTYIOB TICUXOMOTOPHOTO BO30YXIEHHS Tepel CHOM pe-
OEHKY MPOBOAMIMCH BHYTPUMBIIIIEYHBIE WHBEKIIUN IHA-
3ermama B go3e 0,5 mi (2,5 mr) 6e3 apdekra. [IpoBogumble
B TIOCJICIYIOIIEM BHYTPHUBEHHBIC MHBEKIIMU IHa3eriama
B H03€e 7,5 MT Ha TIpOTsKeHUU 12 4 obecrneynBaim KpaTKo-
BpPEMEHHBIN HE3HAYNUTENIbHBIN CeTaTUBHBIN 3(PPeKT.

ITocne HEOMHOKPATHBIX OE3yCIENTHBIX MOMBITOK KY-
MUPOBaTh TUMNEPKUHETMYECCKUI CUHIPOM U IICMXOMO-
TOPHOE BO30OYXICHHE ICBOYKH OBUIO TPUHSATO PEIICHUE
0 MPOBENCHUM BHYTPMBEHHOM KalleJbHON WMHGY3UM ITH-
punokcuHa ruapoxiuopuaa (I 100 mr B 100 ma 0,9%

NaCl. Yxe nocnie npoBeAeHUs NepBOii THPY3UU ObLIA OT-
MeueHa BBIpaXkKeHHasI MOJIOKUTEIbHASI TMHAMMKA B BUIE
HUBEJIUPOBAHUS TMIIEPKUHETUIECKOTO CMHAPOMA M 3Ha-
YUTEJIbHOTO YMEHBIIIEHUS IICUXOMOTOPHOTO BO30YKICHMS
pebenka. Ha ¢one nmponommkenus tepanuu I1I° coxpansii-
Cs IOCTUTHYTHIN TepaneBTuYeckuii apdekT. B mocaemyro-
IIeM JIeBOYKA ObLJIa TIepeBeleHa Ha MepOpaIbHBINA IIPUEM
III' (100 Mr/cyT) ¢ coxpaHeHHMEM MOCTUTHYTOM TTOJIOXKM-
TeJIbHOW JMHAMUKU.

B cBsi3u ¢ TeMm, 4TO pe3yabTaThl T€HETUUYECKOro 00-
cJemoBaHUsI HE OBUIM TOTOBBI K MOMEHTY JOCTYDKCHUS
TOJIOXKUTEIbHOM AUHAMUKM, KYITMPOBAHMSI TUIICPKUHE-
TUYECKOTO CHHIpPOMAa W 3aBEPIICHUS] TOCIUTAIM3ALINU,
pebeHOK OBLT BBIMMMCAH C TMATHO30M «JIeTeHepaTUBHOE 3a-
OoJieBaHUE LIEHTPaJbHON HEPBHOM CUCTEMbI» C PEKOMEH-
JaLUUsIMU MPOIOJIKUTh NepopanbHblii mpueM I1I.

B aBrycre—cenTtsa6pe 2020 r. 0JHOBpEMEHHO B JBYX
JIabopaTOpUsIX HE3aBUCUMO JIPYT OT Ipyra OBLIN IIpOBee-
HbI aHam3 587 reHoB, maHenb «HacaencrBeHHbIE MeTab0-
mmueckue 3aboneBanus» (OI'BHY «Menuko-renermye-
CKWIi1 HayYHBIN HeHTp nMeH akanemuka H.I1. boukoBa»)
n «bonbIinas HeBpoornueckKasi maHeJaIb» METOIOM MaccCo-
BOTO TMapaJUIeJIbHOTO CEKBEHUPOBAHMS (J1a00paTopHsi MO-
JIeKysspHOIt matonoruu «['eHoMen»).

B 10 sk30He reHa SLC6A3 BHIsIBIEH BapUaHT HYKJIEO-
TUIHOI TTocaenoBaTeIbHOCTH ¢. 1297G>A, ontcaHHBI B 6a-

* [CM1414398].

Puc. 5. OTcyTcTBUME FrMNEPKNHETMYECKOro cMHApPOMa Ha ¢poHe Tepanuu NI (kaTamHes 1 mec).

Fig. 5. Absence of hyperkinetic syndrome during PG therapy (1 month catamnesis).
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+H N—CH—COO- TMpPO31HIMapoKcmnasa
3

I .
h Tyrosine hydroxylase

N NN
O 0, H,0
I
OH Tetparuppo-  [uruppo-
TMpo3nH  GuonTepuH  GronTepuH
Tyrosine  Tetrahydro-  Dihydro-
biopterin biopterin

Puc. 6. Cxema cnHTe3a flopammHa.

Fig. 6. Scheme for the synthesis of dopamine.

3¢ ganHbeix HGMD', npuBomsinnii K aMUHOKHUCIOTHOMY
BapuaHty p.Gly433Arg (chr5:1409937C>T, NM_001044.4)
B TOMO3WTOTHOM cocTossHuu. [laToreHHble BapUaHTHI
B reHe SLC6A3 npusonat k pazsutuio DTDS ¢ ayrocom-
HO-PELIECCUBHBIM TUIIOM HacjienoBaHus. JlaHHBIA Bapu-
aHT ¢.1297G>A, p.Gly433Arg ObIT TIOATBEPKAEH METOIOM
MPSIMOTO aBTOMATUYECKOTO CeKBeHUpoBaHUs 1Mo CaHTepy
y ipo6anna. [IpoBeneHa Baunaiysi BEISIBIEHHOTO BapyUaH-
Ta c. 1297G>A, p.Gly433Arg y ponuTereii mpobaHaa: ob6a po-
JUTENIST SIBJISTIOTCST TETEPO3UTOTHBIMU HOCUTENISIMU. Takum
00pa3oM, pe3ysbTaThl MPOBEACHHOTO MOJIEKY/ISIPHO-TEHE-
TUYECKOTO 00CIIeNOBaHMS peOeHKa U €T0 POIUTEIIEH TT03BO-
Jv BepudUIMpoBaTh KMHU4Yeckuii nuario3 DTDS.

KaramHecTnyeckoe HaOmoneHWe 3a NE€BOYKOW Ha
MpoTsikeHnn | Mec. TTPOAEMOHCTPUPOBAIO COXpPaHEHUE
JOCTUTHYTOTO TMOJIOXUTEIBHOTO 3(hheKTa OT TPOBOAUMOT
tepanuu [1I: B TeueHWe QHS TMNIEPKUHE3BI TIPAKTUIECKHN
HE BO3HMKAIOT, K Beuepy MOSIBIISIETCSI X HE3HAUYUTETHHOE
KOJIMYECTBO, CYIIECTBEHHO HE yXyaIlalollee KauecTBO
JKU3HU pedbeHKa (puc. 5).

Ha nai 3o, 3¢heKTUBHOCTD JAHHOTO JIEYEHUS MO-
KET OBbITh CBSI3aHA C yBeIMIEHNEM CUHTe3a nohaMrHa, B KO-
topoM [1I" mpuHMMaeT HermocpencTBeHHOE yyacTue (puc. 6).

YuuteIBasi, 9TO BHICOKOE CONEPKaHUE IKCTpaHepo-
HaJibHOTO nodaMuHa, xapaktepHoe 11t DTDS, mpuBonut
K Ype3MEepHOlN CTUMYJISIIMU TTPeCUHANTUIECKNX ayTope-
mentopoB D2, ”HrMOUpPYeT TUPO3ZUHTUAPOKCHIIAZY U, Clie-
JOBaTeNbHO, CHUKAeT CMHTE3 no(aMuHa, JaHHOE TIpel-
MOJIOKEHWE MMEeT IO co0ol ocHOBaHME. be3yclioBHO,
yrBepxaeHue oo apdexrruBHoctu I1I' B TeyeHUn faHHO-
r0 3a00JIeBaHUs SIBJISIETCST TIPEXIEBPEMEHHBIM U TPeOyeT
JATbHENIIIETO U3ydyeHUsT U OoJiee NTMTEIbHOTO KaTaMHe-
CTUYECKOTO HaOJTIONeHUS 32 PeOEHKOM.

B Hacrositiiee BpeMsi 3arlaHMpOBaHA TOCIIUTAIM3A-
IIUST IEBOYKU B OTAEJIEHUE TICUXOHEBPOJIOTUU U TICHUXO-
comatnmueckoir matosormu PIrAY «HMMUI 3mopoBbs
neteit» MunsnpaBa Poccuu m1st AMHAMMYECKOTO KOHTPO-
JisI, OLIEHKU COCTOSTHUSI peOeHKa U, TIPU HEOOXOANUMOCTH,

Clinical cases

KnuHnuyeckne cnyyan

Heka p60Kcmna3a dpoMaTUYeCKNX aMMHOKNCNOT

Aromatic amino acids decarboxylase

FHN=CH—=CO0" ny b pokcanspocpar +H3N—C|H2
CH, Pyridoxal phosphate‘; CTZ

ol Q < off Q
OH OH

3,4-I0O0A HNodamuH

3,4-DOPA Dopamin

KOPPEKIIMY TTPOBOANMOI Tepanuu. B cirydae ycKob3aHus
adexra edeHrss ¥ HapacTaHWSl TUTIEPKUHETUYECKOTO
CUHIpOMa OyIeT pellleH BOIMPOC O Ha3HAYeHUM JieKap-
CTBEHHOTO CPEJICTBA U3 TPYIIIBI aTOHUCTOB AohaMUHAa.
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