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Jedununt nekapbokcunasbl apomaruyeckux L-ammHokucnot (aromatic L-amino acid decarboxylase, AADC) — peakoe
ayTOCOMHO-pELIeCCUBHOE HelipomeTabonnyeckoe 3aboneBaHue, 06yCNOBIEHHOE reHepan30BaHHbIM KOMOUHUPOBAHHbIM
pehuLUTOM CepoToHMHa, fothaMnUHa, HOpaApPeHaNNHA 1 aapeHanuHa. 3aboneBaHne xapaKTepu3yeTca MbleYHO! runo-
TOHUWeW, 3aePIKOI MOTOPHOTO Pa3BUTUS, OKYNIOTUPHBIMU KPU3AMK, PACCTPOCTBAMMU BEre€TaTUBHOWN HEPBHON CUCTEMBI.
JlabopatopHas guarHocTuka feduumta AADC.8.Poccum.ocHoBata Ha.onpefeneHnm KoHueHTpauuu 3-0-metungodammuta
B CyXMX MATHAX KPOBU MeTOLOM TaHAEMHOI MACC-CNeKTPOMETPUM, @ TaKIKE MOMCKE NaToreHHbIX BapuaHToB B reHe DDC
MeTOZOM ceKBeHWUpoBaHus no CaHrepy 1160 BHICOKONPOU3BOANUTENBHOMQ CEKBEHMPOBAHMS.

Tepanus peduuuta AADC BKIIOYAET KOMOUHALMIO NpenapaTos, yayyLalolix obpasosaHue fohamMmHa, TOPMO3ALMX ero
006paTHbI 3aXBaT M YBENMYMBAIOLLUX OCTATOUHYIO aKTUBHOCTb.(DepMeHTa. [penapatamu 1-i NUHUK ABAAIOTCA CENEKTUBHbIE
aroHnCTbl oammHa, MHrMbMTopLl MOKOaMMHOKCMAA3L! TUNa B 1 npenapatkl BuTammHa B

MpegpcraeneH coOGCTBEHHbIN KNMHUYECKUIA ONbIT HABAKAEHUA W NeYeHUs NAUMEHTOB C HepocTatouHocTbio AADC. Ha doHe Kombu-
HUPOBaHHO Tepanuu NUPUAOKCaNb-5-hocdatom, NPaMUNEKCONOM U CENernIMHOM HabNIOAANOCh YyYLIEHWE COCTOAHUSA NaLy-
eHTa. Bnepebie 6b11a JOCTUTHYTA BbIPAXKEHHAS NOJIOKMTE/bHAS, AMHAMUKA Ha OHETepanuu NupUaoKcanb-5-gocdarom.

KnioueBble cnoBa: feduuut dekapOOKEMnasbl apoMaTuieckux L-aMMHOKMCNOT, fekapbokcunasa apomatuyeckux L-amu-
HOKWUCJI0T, OKYNOTUPHBIE KPU3b, MbllWEYHAs TMNOTOHMS, MbllEYHAA f1CTOHUAR3-0-MeTUNgOhaMUH, NUpUaoKCcanb-5-toc-
¢har, ancrasa

Dna yntupoeanusa: KoHaakosa 0.6., Kazakoea K.A., JlanuHa A.A. w1 ap. CemeiiHblit cnyyait HefoCTaTouHOCTH AeKapbo-
Kcunasbl L-apomaTuyeckux,aMmHoKuenot: HepHo-mblweyHble bonesHn2022;12(4):88-98. DOI: 10.17650/2222-8721-
2022-12-4-88-98

Family case of aromatic L-amino acid decarboxylase deficiency
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Aromatic L-amino acid decarboxylase (AADC) deficiency is rare autosomal recessive neurometabolic disorder. It caused
by generalized combined deficiency of serotonin, dopamine, norepinephrine and adrenaline. This disorder is character-
ized by muscular hypotonia, motor development delay, oculogyric crises and impairment of the autonomic nervous
system.

Laboratory diagnostic of AADC deficiency in Russian Federation includes determination of the concentration of 3-0-me-
thyldophamine in dried blood spots by tandem mass spectrometry and molecular analysis of the DDC gene by Sanger
sequencing or next generation sequencing.

Therapy of AADC deficiency includes combination of drugs which increase the formation of dopamine, inhibit its reup-
take and increase the residual activity of the enzyme. The first-line drugs are selective dopamine agonists, monoamine
oxidase inhibitors of type B and vitamin B, supplements.

We present the case of management and treatment of patients with AADC deficiency. The patient’s condition was improved
by using of combination therapy with pyridoxal-5-phosphate, pramipexole and selegiline. Significant positive dynamics
was achieved on pyridoxal-5-phosphate therapy for the first time.
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HenocraTtounocTth nekapboKcmiasbl L-apoMaTimaecKix
amMuHOKMCIOT (aromatic L-amino acid decarboxylase,
AADC) (OMIM: 608643) — peakoe HaclaeACTBEHHOE Heli-
poMeTaboImuecKoe 3aboJieBaHKe, 00YCIIOBJIECHHOE Hapy-
IIeHNEeM 00MeHa HelpOMeIruaTOPOB, C ayTOCOMHO-PeIIeC-
CHBHBIM TUIIOM HaclemoBaHMs. KiimHMYecKass KapTruHa
00ycJI0oBIIeHA TeHEepaIM30BaHHBIM KOMOMHNPOBAHHBIM
Ie(UIIMTOM CepOTOHMHA, TohaMIUHA U IPYTUX KaTeXOJI-
aMHIHOB (aJpeHaJIMHA U HOpaIpeHaTHA) M XapaKTePU3y-
€TCS MBILIEYHOU TUIMOTOHUEN, 3aAEPXKKOU MOTOPHOTO
pasButus, okKymorupabiMu Kpuzamu (OI'K), paccTpoiicT-
BaMM BereTaTUBHOI HEPBHOM cucTeMbl [1—4].

3aboneBanne Brepsble ormicaHo K. Xaiinenn u I1. Kneii-
TOH B 1990 I. y 2 MOHO3UTOTHBIX OJM3HETIOB [2]. CeromHsT
JIIMaTHOCTHUPOBAHO yxke bosee 320 manneHToB € gepUImTOM
AADC [1]. Tounast yacToTta 3a00J1eBaHUS 10 CUX ITOP HE-
m3BecTHa. [IpmmepHast yacrora neduimra AADC, otieHBa-
eMasl 110 TaHHBIM HEOHATAIbHOTO CKPMHIHTA, COCTABIISICT
1:42000 [5]. JaHHBIE TTO COOTHOIIEHUIO TTOJIOB MPOTUBO-
PEYMBBI, CpeIr 3a00JICBINX B OOTBHIEHETBE CIyHaeB IIPe-
00J1amaoT MaJTbuuKHy [2—4].

®epment AADC komupyetcst reHoM DDC, pacIiojio-
>KEHHBIM Ha KOPOTKOM TIICUE XPOMOCOMBI 7, B XPOMOCOMHOM
obaactu 7pl12.2—pl12.1[3, 6]. AADC — 310 NMpUAOKCAIb-
docdar3aBUcUMBI (hepMEHT, OTBEUarOIINii 3a TeKapbo-
kcwmposaaue L-3,4-murnnpokcrdermiataniia (L-DOPA)
u S-tuapokcurpurrrodpana (5-HTP) ripu o6pazoBanmm Heit-
poMenraTopoB Ao(amMrHa U CEPOTOHMHA COOTBETCTBEHHO,
YTO, B CBOIO OUYepe/Ib, OITOCPEIOBAHHO BIIMSIET Ha 00pa30oBa-
HUe HopanuHedprHa 1 sntnHedpuHa [4, 7, 8].

3abosieBaHNe MMeeT IIUPOKUN (HEHOTUIIUIECKUIA
cnexTp [4, 9] 1 BapbUpyeT OT TSKENBIX GOopM ¢ TpyOoid
3aIePXKKOM MOTOPHOTO Pa3BUTHSI, PAaHHEH MBIIIICUHOMN TH-
ITOTOHME, TBUTATEILHBIMY HApYIIIEHUSIMU 1 BET€TATUBHOM
auchynkuuein (mo 70 % ciaydaeB) mo ymepeHHbIX (13 %)
u sterkux ¢opm (5 %) ¢ nperMylleCTBEHHO BEreTATUBHbI-
MU CHUMIITOMAaMM, IIPW KOTOPHBIX IMAllMEHTHI CIIOCOOHBI
pa3roBapuBaTh M XOOUTb CaMOCTOSITEbHO [3, 4, 10].

CyMIITOMBI BO3HMKAIOT, KaK MPAaBUJIO, B TIEPBHIC MECSIIBI
XU3HU [3], cpemHmii Bo3pacT MaHMbecTarmum — 2,7 mec [2].
OrmicaHbl HeOHATAIBHBIE TTPOSIBIICHNSI, BKITIOYAOIINE MbI-
IIEYHYIO TUTIOTOHMIO, TPYIHOCTH C COCAHMEM, TITO3 BEK, TUIIO-
IIMKEMUIO, HapyllIeHKe MocaepoaoBoii anantauu [11].

JBurateIbHBIC HAPYIIICHUS SIBIISIIOTCS BEAYIITAM KITH-
HUYeckKuM TpusHakoMm gepunuta AADC u BKIIOYAIOT
MBILIEYHYIO TUITIOTOHUIO, Yallle oceByio (95 %), runepTo-
Hyc KoHeuHocTel (44 %), nuctonuio (53 %), nHGbaHTWIb-

HBI TApKUHCOHU3M, TUTIO- Y OpaTUKMHE3NIO, 3a0CPKKY
MOTOPHOTO pa3BUTHUS (HETU MO3Xe HAYMHAIOT IePKaTh
rOJIOBY, CUAETh, I10J13aTh K CTOSTh) [9, 12].

OKynorupHbIe KPU3bl — YCTOMYUBOE TUCTOHNIECKOE
COITIPSDKEHHOE M OOBIYHO BOCXOSIIEe OTKIOHEHHME T1a3,
MpoIoJCKaIoIIeecs OT HECKOJIBKHMX CEKYHI/MUHYT 10 HE-
CKOJIBKHX YaCOB — 2-i1 TT0 YaCTOTE CUMITTOM TIpH IePHUIIm-
Te AADC, KOTOpBI BCTpedaeTcs Y MAaIMeHTOB BCEX BO3-
pactoB B 78—97 % ciay4aes [3, 4]. B ocHoBe OI'K nexut
HapyIIeHre KaK 1o(paMIHEePTHIECKOM, TaK U XOJIMHEPT -
yeckoit cuctembl. Yacto OI'K conmpoBokmaroTcs Takke He-
TIPOM3BOJBHBIMI IBYDKCHUSIMY JINIIA, IIIEH, TYJIOBUIIA VUK
KoHeuYHOoeTelmblpuMepHO v 1/4 ManieHTOB CUMITTOMBI
OI'K orpan@geHBI 00JIACTHIO TOJIOBHI 1 IIIEH, a Y OCTAJIBHBIX
3aXBaTHIBAIOT TYJIOBHIIE ¥ KoHeuHOCTH. OI'K MOTyT OBITH
epBBIM cuMIToMoMOose3Hu. Tsekenbie OI'K MoryT ObITH
MPUYUHONA PacIIPOCTpaHEHHON TMCTOHWU BCETO Teja
¥ yrpoXath XW3HM manueHTa. Kak mpaBuito, caMble TsI-
xkenpie OI' K BcTpeuatoTcst B paHHEM IETCTBE, C BO3PACTOM
WX TSDKeETh# JacTomascHIkaetcs [3, 13—15]. OI'K — kimro-
yeBOI KMMHNYecKMit mpu3Hak nedpummta AADC u gpyrmx
HapymIeHW1 HeiipoMeIrnaTOpHOro oOMeHa: JeUIINTa TH-
PO3MHTUAPOKCIUIA3EI, CMHApPOMa meuinTa 10haMuHO-
Boro TpaHcropTepa, BH4-ngeduintHo ruttepdermaia-
HuHeMuU [15]. Kpusbl Tak:ke MOTYT OBITh OOYC/IOBJICHBI
NMODOYHBIM 3(D(EeKTOM JIeKapCTBEeHHBIX IIpeIiapaToB (Ha-
npuMep, HEHPOJIETITUKOB), TTOpaXXeHNEeM CTBOJIA TOJIOB-
HOTO Mo3ra (IIpH 2HIIeMaTUTe WM pacCesTHHOM CKIIepo3e),
nX HeoOxoauMo nrudhepeHIINPOBaTh OT PaCIIPOCTPaHEH-
HBIX TOHNYECKMX OTKJIOHCHMH IJ1a3 B KOHTEKCTE SITHIICTI-
TUYECKUX IIPUIATKOB, OT OKYJISIPHBIX THKOB U TTAPOKCHU3-
MaJIbHOT'O TOHMYECKOTO 3aKaTbIBaHMs 1J1a3 [16].

Hapymenne HepBHO-TICHXWYECKOTO Pa3BUTHUS 1 T10-
BeleHMsT BeTpeyaeTcsa B 35 % ciydaeB. XapaKTepHBI
ype3MepHas pa3apakUTeTbHOCTh, TUC(OpPHUS, TUIAKCH -
BOCTb, ayTUCTUUYECKNE YCPTHI MOBEACHUS. Y HEKOTOPHIX
MMAllMEHTOB OMMCAH PeTpecc MOTOPHBIX U IICUXUIECKHIX
HaBBIKOB [4].

BeretaruBHble HapyiieHus npu geduuure AADC
MIpeACTaBICHBI THIIepCaIMBaIICH, THIIEPTUIPO30M, TITO-
30M BEK, TeMIIepaTypHOIl HeCTaOMIBbHOCTHIO, Auapeeit,
3aIropaMu, TacTpo330dareabHBIM pedIFOKCOM, HapyIle-
HUSIMU CHA, PECITUPATOPHOI TUCHYHKIINEH, 3aJT0XEHHO-
CTBIO HOCA, aITHO BO CHE. BOJIbIIe ITOJIOBUHEI ITAIIMEHTOB
MMEIOT TPYIHOCTHU C TIMTaHueM. OIMH M3 YaCThIX CUMIITO-
MOB — HapyIIIeHUSI CHA, KOTOPBIE UMEIOT TEHICHITIO MEHSITh-
¢S B 3aBMCHMOCTH OT BO3pacTa IMallMeHTa: U MJIaacHIICB
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XapakTepHa Ype3MepHasi COHJIMBOCTb, B TO BpeMsl KaK y Jie-
Teit crapirre 2 et HabmomaeTcst 6ecconnuia [1, 3, 4, 9, 11].

OHOOKPUHHBIE HAPYIICHUS] BKIIIOYAIOT TTOBBIIIIEHNE
YPOBHSI MMPOJIAKTUHA, TUTIOTIMKEMUIO U IEDUITUT TOPMOHA
pocta. [ToBbllIEHHE YPOBHSI MPOJIAKTUHA OOYCIOBJIEHO
HapylleHrueM 00pa3oBaHus 1ohaMUHa, TOCKOJIbKY TIOCIEN-
HUU SIBJISIETCSI ”THTUOUTOPOM ero cekpelmu. [umnornmke-
MUSI, KaK MPABUIO, UHTEPMUTTUPYIOIIAST, Pa3BUBAETCS
WJTU yCyTyOJisieTcst Ha (pOHe MHTepKYPPEHTHON MHMEKIIUN
[3, 4] (cm. Tabnuiry).

MarnuTtHo-pe3oHaHcHast Tomorpacdust (MPT) ronoBHoro
MO3ra He OOHApYXMBaeT Crienn(MUUecKnX N3MEHEHUH TTpU
nedunure AADC u He sBsiercst uHGOPMATUBHOM [4].

3arnomo3puTh 3a001€BaHNE MOXXHO TT0 COUYETAHUIO TBU-
raTeJIbHbIX HApYLIEHUI, OCOOEHHO MBIIIEYHON TUITOTO-
aun, OI'K, 3amep:kKi1 MOTOPHOTO Pa3BUTHS C BET€TaTHUB-
HOM TMCHYHKIINEH 1 NI3MEHEHUSIMHM COCTOSTHUS ITallieHTa

B TeUCHNE CYTOK, OCOOCHHO ITPY HOPMAJIBHBIX ITOKA3aTEIISIX
MPT ronoBHoro mo3ra [3, 4].

[To maHHBIM JIUTEPATYPHI, CPSTHUI BO3PACT IIOCTAHOB-
KM ayarHo3a HegoctatouHocT AADC cocraBiseT 3,2 ro-
na [4]. JJaboparopHas auarHocTtnKa naeduimra AADC
OCHOBaHa Ha HECKOJIBKUX OMOXNMMNIECKUX M MOJICKYJISIP-
HO-TEHETUYECKMX TeCTaxX: ONpeAeIcHUA HepOMeIaTopoB
B CIIMHHOMO3TOBO KUIKOCTH, aHAIN3E CIEIIN(PIIECKOTO
(epmenra B nazme, cekseHupoBanuu reHa DDC u orpe-
IenaeHnn KoHneHTpaun 3-O-metunnodammHa (3-OM/)
B CYXUX IISITHAX KPOBM IIPU CKPUHUHTE Ha HEOOCTATOU-
Hoctb AADC [2, 6, 17].

B Hacrosiiuee Bpems B Poccuu tabopaTopHast iuarHoc-
tiKa nedpunura AADC, Kak 1 MHOTUX APYTHUX HACICICT-
BEHHBIX 00JIe3Helt 0OMeHa, cocTouT u3 2 atanos [ 18§, 19].
Ha 1-M sTane npoBoauTcs onpeaesieHue KOHUEHTpaluu
3-OM/I B cyxmx msSITHaX KpOBH METOIOM TaHIEMHOI

CpasHumenvhas Hacmoma KAuHu4eckux cumnmomos npu deguuume AADC no dannvim aumepamypot, %

Comparative incidence of clinical symptoms in AADC deficiency by publications, %

Parameter

MpIeyHast TMIIOTOHUST
Muscular hypotonia

MpIieyHast IMCTOHUS .
Muscular dystonia

OKyJIOTUPHBIE KPU3BI
Oculogyric crises

75 73

NnPE C . .
Tunoxunesus 32 34

Hypokinesia

3amepxka pa3BUTHS
Developmental delay

TpymHOCTH ¢ TUTaHUEM, TJIOTAHUEM
Feeding and swallowing problems

Jn3apTpusi, TPyOTHOCTHU C PEUBIO 41
Dysarthria, speech difficulties

becconnuia 37
Insomnia

PaznpaxureabHOCT
R 35
Irritability

Tuneprunpo3s 65
Hyperhidrosis

3aJ10’keHHOCTh HOCa
Nasal congestion

31

TunepcanuBaims 41
Hypersalivation

TemneparypHast HECTaOMIBHOCTD
. i 29
Temperature instability

I1To3 Bex
Ptosis

39

COHJIMBOCTh
Drowsiness

U3OATENLCKUN AOM
) —

- 42

62 72

54 19
- 86 37
— 44 _
— 44 _
— 42 —
- - 26
— 50 —
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MacC-CIEeKTPOMETPHUH C BEICOKOA(P(DEKTUBHO XKUIKOCT-
HOW1 XxpomaTorpadueii, Ha 2-M 3Talre — ITOATBEePKIaroIIasT
MOJICKYJISIPHO-TEHeTHIeCKasl TMarHOCTHKA METOIOM CeK-
BeHHpoBaHUS 110 CaHTEpY.

ITo maHHBIM JIUTEPaTypPhl, OOJBITMHCTBO MAIIEHTOB
¢ neunmrom AADC T0IyJaroT CTaHIAPTHYIO TEPAITHIo
[4]. [TpuBOomMM cxeMy JIedeHUsI, KOTOpask UMEET OTPaHM-
YeHHYI0 3((HEeKTUBHOCTh, HO TeM HE MEHee ITO3BOJISICT
VIIYYIIATh COCTOSTHIE OOIBITMHCTBA OOIBHBIX C HEIOCTA -
ToYyHOCTHI0 AADC. OGBIYHO MalIMEHT HYKIAETCSI B KOM-
OMHALIMK W3 TIPEIapaToB Pa3HBIX TPYIII: YIyJIIaIOIINX
obpa3oBaHUe 1ohaMIUHA, TOPMO3SIINX €TI0 3aXBaT U yBe-
JIMYMBAIOIINX OCTATOYHYIO aKTUBHOCTH (hepMeHTa. O01Ime
IIPUHLIMIIEI JICICHUSI, KOTOPBIX CIICAYeT IMPUACPKIBATHCS,
IMOApa3yMeBalOT ITO3TAITHOE BBEACHME IIpEeIapaToB, MH-
IVUBUIOYATbLHBINA TTOA00P D03l 1 IMOCIEI0BATEIbHOCTD,
T. €. TIOCTCIICHHOE MEUICHHOE YBEIIMICHNUE W CHIDKCHUE
JIO3BI TIpenapaToB [2—4].

Ipemaparamu 1-ii TMHWY SABIISTIOTCS CEJICKTUBHBIC aro-
HUCTH IodaMWHA, WHTHOUTOPH MOHOAMHHOKCHIA3EI
(MAO) tuna B u npenapatbl Butamuna Ba[4, 9]. Mupia=
Iokcaiab-5-docdar (pyridoxal 5’-phosphate,, PLP) — ak-
TUBHas (hopMa NMUpUIOKCUHA (BuTamuia By), kortopas
siBisgeTcst KohakropoM AADC, 4To oIpene/sieT eTo IpH-
MEHEHWe y JaHHOM TPYIIIHI MaireHToB. CyiecTByeT 2 (hop-
MBI BUuTamuHa B : mupunokcud u PLP. [TupuiokenH 8-
JISIeTCSA 4Yallle BCEro HCITOJIb3YeMBIM IIperapaToM s
nevyenus gepunura AADC (80 % maiiieHTOB sy Ialu
€ro B pa3HBIX CXeMax Tepaltni) 0JIaroaapsi CBOSM HU3KOM
meHe n goctynHoctH [3]. IMomoxurenbHass TMHAMUKA
IIpU 3TOM 3aperucrpuponaHa y 38 % nauueHTosB [9], Tor-
J1a KaK 0 3HAYUTEJIbHOM YJIYUIIIEHNH COCTOSTHHS COOOIIIA-
eTcsi ToNIbKO Yy 7 % GoJibHbIX [3]. 3apyOexHble MyOInKaLu
comep:xat MHOOPMAIIAIO O eAMHUIHBIX ITAIIUCHTAX; IIPH=
HuMaromx PLP 6e3 oueBraHOro KIIMHWYECKOT'o YIydIleHU ST
cocrosgHud [4]. B Poccuu PLP He gBngercsa nekapcTBeH-
HBIM CPEICTBOM, UTO CJIEAYeT YYUTHIBATh IIPY Ha3HAYCHUN
JIaHHO! (pOPMBEI.

Ilo maHHBIM MUPOBOIi JMTEPATYphl, Ooee 50 % ma-
reHTOoB ¢ aeuntToM AADC mocTUIIM yIydimeH!s Co-
CTOSTHMSI TIPY UCITOJIb30BAaHUM KOMOWHAILIMM arOHNCTOB
Io(aMUHOBBIX peLieNnTOpoB 1 MHrHoutopos MAO [9].
ATOHHCTHI TO(pPaMUHOBBIX PEIIETITOPOB (POITMHUPOIT, TIpa-
MUITIEKCOJI, OPOMOKPHIITAH 1 AP.) HEITOCPEACTBEHHO aK-
THUBHUPYIOT TTOCTCUHANITUYECKNE PelleNTOPhl JohaMUHa,
YTO B pe3yiIbTaTe MPUBOAUT K CTUMYJISIIUA To(haMIHep-
TUYECKO TIepenadyn B LIEHTPAJIbHOM HEPBHOM CHCTEMeE
(IHC). Ipemapatsl 3TOi TPYMITHI ITO3BOJISIOT YIYYIIUTD
KOHTPOJTb IIPOM3BOIBHBIX IBIKCHU, YMEHBIITNTH MBIIIICY-
HYIO TUIIOTOHMIO, a TakKe yacToTy 1 TsekecTh OI'K, 00-
JIETIUTD MPOSIBJICHUST BETETAaTUBHBIX CUMITTOMOB [2].

HNurudutopsr MAO tuna B (cemernnvH, mapTriimH
1 TIp.) IPEUMYIIIeCTBEHHO CBs3bIBaloT MAOQO Tuta B, okmc-
JITFOIIIYIO KaTeXoJJaMUHBI (odaMIH, HopaapeHaIuH, aape-
HaJIMH), ¥ 00pa3yioT MeTabOIUTHI (aMdeTaMUH, MeTaM-
deTtaMuH), TOmABISIONIE OOpAaTHEIN 3aXBaT HJodaMUHA

B CMHAIIcaX. B pe3ynbrare 3TOro MOBHIIIACTCS KOHIICHT-
pauusg godpamumnaa B LIHC u ycTpaHsieTcst ero neuiInT.
Takum obpa3om, mHruouTopel MAO mpemoTBpalialoT
pacriag nodaMruHa U CEPOTOHMHA, TEM CaMBIM ITOBBIIIIAS
IOCTYITHOCTh MOHOAMUHOB. 10 maHHBIM JTUTEPaATypPHI,
y 1/3 manmeHTOB Ha (DOHE Tepanuu HHruouropamu MAO
TOBBIIIATACH AKTUBHOCTD, YITyUIIAINCh MBIIIICUHBIA TOHYC
¥ TIPOU3BOJIbHBIE IBMXKeHM [3, 4]. OnqHako B Poccnm gaH-
HasI TpYIIa IIpeIapaToB 3apeTUCTPUPOBaHA ISl OTPaHM-
YEeHHOTO Kpyra HO30JIOTHiA, UYTO TpeOyeT MHMDOPMUPOBAHUS
pOOUTENIEN ITallAEHTA.

HonomHUTeTbHBIE CHMITTOMATIIECKIE CPENICTBA, TIPH-
MeHsieMble 11 nedeHus: pedpunurta AADC, BKioyaior
AHTUXOJIMHEePTUICCKUE TIperaparsl, MEJIATOHUH, OeH30-
Ia3eNMHEI, 0JIOKATOPHI 0-aIpeHOPELIeITOPOB, TIperapa-
THI (hOTMEBOM KMCIIOTHI, HA3aJIBHBIE COCYIOCYKMBAIOIINEC
cpencrtna [4].

B 2022 r. European Medicines Agency (EMA) 6bu1
OIOOpeH IIpernapar sl Tepaliuy MAllMeHTOB B BO3pacTe
crapire 18 Mec ¢ TeHeTMYECKHM MOATBEPKICHHBIM JIe-
GuHETOMAAD E — 3)1am0KareH SKCynapBOBeK (arcrasa).
DamoKareH 3KCYyHapBOBEK MPEICTaBIISICT COO0M peKOM-
OMHAHTHBIN a1eHOACCOLNMMPOBAHHEIN BUPYC TUIIA 2, CO-
nepxammit KA HK résa DDC yenoBeka. BBenenue mpemna-
paTa OCYLLECTBIISIETCS IOCPEACTBOM HEUPOXUPYPTUUECKON
CTEPEOTaKCUICCKOM OTIepalliy, IIPY KOTOPOIt 2J1agoKareH
9KCYIIapBOBEK BBOAMTCS B 00JIAaCTh CTPHUATYMa TOJIOBHOTO
mo3ra. BypesyisrazediepeHoca reHa, KOTUPYIOIIETO BbIpa-
gotky (hbepmernTa AADC, B TOJIOBHOM MO3T€ TTOBBIIIIAETCS
00pa3oBaHue J0MaMIHA U CEPOTOHMHA, YTO CIIOCOOCTBY-
€T YIYJIIICHUIO IBUTATSIbHBIX M1 KOTHUTUBHBIX HAaBBIKOB
y rmarmeHToB. [IpenmyIiiecTBO FeHHOM Tepany 3aKJIioJya-
eTCsl B TOM, YTO IIperapaT HeIOCPeIACTBEHHO BBOIUTCS
B Y9ACTOK MQ3ra, B KoropoM aeiictByer ¢pepmeHT AADC
[20—22]. ¥V Bcex marmmenToB ¢ medpunurom AADC, mmory-
YUBIINX TEPAITUIO 31aT0KareHOM 3KCYIIapBOBEKOM, OTME-
YaeTcsl pa3BUTHE HOBBIX (DYHKIMI M HABBIKOB, a TaKXKe
yIIydIIeHne NMEIOINXCS KOTHUTUBHBIX U TBUTATETBHBIX
¢ynakwmii [9, 20].

Kimangeckue mpu3HaKy y TAIIMEHTOB C MOHOAMITHO-
BBIMM HEMpPOMETMATOPHBIMU HApPYIICHUSIMHU CXOITHBI
C CHUMITTOMAaMM, HAOMIOOAIOINMHUCS TIPU APYTUX HEBPO-
JIOTMYECKUX HApYIIEHUSIX, 9TO YaCTO IPUBOIUT K ITO3THEH
JIMaTHOCTHKe 3aboseBaHus. JAnddepeHIImanbHbIi TUarHo3
ciemyeT IMPOBOIUTD C TTOCIEACTBUSIMUA CTPYKTYPHOTO TI0-
pakeHMSI BEIIIECTBA TOJIOBHOTO MO3Ta (IETCKUIA IiepedpaTb-
Herit mapaaund (JILLIT), mociencTBrsi TMITOKCUN 1 MIIIEMU,
00BEeMHBIE HOBOOOPA30BaHMSI TOJIOBHOTO MO3Ia M TIp.), 3ITH1-
JIENTAYECKUMU SHIIE(DATONATHSIMK, IeTeHEPaTUBHBIMU 3a00-
JIEBAaHUSIMU C TIAPOKCU3MAJIbHBIMY HapYIIIEHSIMK, HEPBHO-
MBIIIICYHBIMI 3200JI€BaHUSIMI 1 IPYTVIMK HACIICICTBCHHBIMI
00JIe3HSIMM OOMEHA BEILECTB (B TOM UYMCJIE HApYyLLIEHUSIMU
00MeHa BuTaMuHa B 1 ero mpou3BoaHbIX).

B nepByro ouepens mudbdepeHIINATBHBIN IMArHO3 Clie-
IIyeT TIPOBOAUTH C IPYTMMU HapyIICHUSIMA OOMeHa Hell-
POMEINATOPOB B TOJIOBHOM MO3Te¢, TAKMMU KaK Ie(UIIAT
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TUPO3MHTUAPOKCHUIA3bl. b depeHIMpoBaTh TaHHBIC
3a00JIeBaHUSI HA OCHOBAaHMU KJIMHWYECKON KapTUHBI 3a-
TPYIHUTETHHO M3-3a CXOJACTBA OOJIBITMHCTBA CUMIITOMOB:
3aIep>KKI MOTOPHOTO Pa3BUTHSI, OCEBOI MBIIICYHON TH-
rmoroHnu, runokuHe3nu, OI'K, MbImedHOro rumepToHyca
B KOHEUYHOCTSIX, IITO3a BeK, THIIEPTUIPO3a W CIIIOHOTEYE-
HUs, QIYKTyalluy KIMHUIECKUX TTPOSIBIICHUI Ha TIPOTSI-
XeHUU cyToK [15]. OTnmunuTeTbHBIMU MPU3HAKAMMU SIBJISI-
[0TCS HAJIMIME PA3IMIHBIX IO PUCYHKY ITApOKCU3MATbHBIX
COCTOSTHUM ¥ OTCYTCTBHE CTOMKOTO IOJIOKUTEIBHOTO OT-
BeTa Ha Tepallio IIperapaTaMu JIEBOIOILI B HAYaJIe Jieue-
Hug. UckmouenneM sisiercsd JJOPA-HeuyBCTBUTETbHAS
dopma 1ipu 1edUIINTE THPOZMHTUAPOKCIIIA3HI, IIPHU KOTO-
POt OTCYTCTBYET OTBET Ha HEOOJIBIIINE JO3bI IIPEITapaToB
JieBomoIEl. [IpaBUIBbHBIN AMAarHO3 ITOMOTAIOT ITOCTaBUTh
MMpoBeAcHNE OMOXUMUYECKOr0 CKpMHMHTA Ha 3-OM]]
1 TIOATBEPXKIAIOIIas TeHeTHIeCKasl TMarHOCTHKA.

Henocrarounocts AADC HeobxomuMo auddepeHIIn-
poBaTh C THIEPKUHETUYECKON M aTOHWYECKM-acTaTH-
yeckoit popmamu ALIIT. CXoOHBIMM CUMITTOMAMMU SIBJISI-
I0TCS 3aAep>KKa TEMIIOB MOTOPHOTO U TMEUMXOPEUYEBOLO
pa3BUTHUS, CYAOPOTH, ABUTaTe/IbHbIE HAPYIIEHUs, MpPei-
CTaBJICHHBIC MBIIICYHOUN TUITIOTOHUEH 1/ AUCTOoHMel. OT-
JIMIUTENIBHBIMU cuMIIToMamMu 1ipu pepuinte AADC saB-
nsrotess OIK, BereTaTMBHBIE CUMIITOMBI M, THITUIHBIE
W3MEHEHUSI COCTOSIHUS MallMeHTa B TeueHue CyToK. 1o~
MOIIIb B IMarHOCTHKe oKa3biBaeT MPT romoBHoOro Mosra,
npu Kotopoii y nauueHTa ¢ 11T BisiBisHOTCS €EPYKTY D=
aeie HapymeHus [THC (rumokcndecKmn-uireMunIecKoro
WJIM TTIOCTTEMOPPAarnyecKoro xapakTepa) Wiy BpOXKIEHHbIE
ITOPOKY Pa3BUTHSI TOJIOBHOTO MO3Ta.

Ilo maHHBIM JIUTEPATYphl, Y 27 % MaLMeHTOB ¢ aedu-
mutoM AADC ommb09HO TUaTHOCTUPOBAIIH STTUJIETICHIO
[3]. Cymoporu IBISIOTCS peAIKUM CHMIITOMOM ITPH IS =
mute AADC u perncrpupyiorcs B 8 % ciaydaes [4]. OT'K
W TUCTOHMYECKME aTaKW MOTYT pacIeHMBATHCS CIICIINA-
JIMCTaMU KaK TIPUCTYIIHI cynopor. JuddepeHINpoBaTh
SMWISNITHYECKIUE IPUTIAIKI OT HESMMUICTITUIECKUX TTOMO-
raet Buaeo-DD [ -MOHUTOPUHT ¢ y4eTOM aHaAMHe3a 1 KJIH-
HUYECKUX ITPU3HAKOB OOJIE3HM.

CuMnToMaMHt, XapaKTepHBIMHU KaK IS HEAOCTaTOU-
Hoct AADC, TaKk 1 i1 MUTOXOHIpUATBLHBIX 3a00/1eBa-
HUU, SBJISIOTCS MBIIICYHAS] TUTIOTOHMS, TITO3 BEK 1 CYIIO-
porn. [T MUTOXOHAPHUATBHBIX OOJIE3HE XapaKTEepPHBI
cneurduryeckue uaMeHeHus no gaHHbIM MPT roynoBHoro
MO3ra, HaJTMIe JIAKTaT-alliuao3a Impu psiae GopmM, OTCYTCTBHE
OI'K 11 piyKTyaiy CUMIITOMOB B Te4eHE CYTOK.

Heduut AADC MoXET UMUTUPOBATh MHOTHE HEPB-
HO-MBIIIIEYHBIC 00JIC3HU, HAIIpUMEP BPOXICHHBIC MHA-
CTeHUYECKNEe CHHAPOMBI M MHUoIaTtnu. KimmHnyeckumu
MPU3HAKAMHU, XapaKTePHBIMU TSI OOOMX COCTOSIHUM, SIB-
JISTFOTCSI MBITIICYHAsI TUTIOTOHYS, TITO3 BEK U YTOMJISIEMOCTb.
ITpu mpoBenerny mrddepeHINATEHOTO THarHo3a C TPYII-
MO0l HepBHO-MBIIIEYHEBIX 0OJIe3HEI B IEPBYIO OYepeab
cleayeT obOpallaTh BHUMAaHWEe Ha HAJIMYWE MBIIICUYHOMN
C1ab0CTH, KOHTPAKTYP CYCTAaBOB, IBIXaTeIbHBIX HapyIIIe-

HUIA, KOTOpBIC HeXapaKTePHEHI 71T HApYIIeHU HeiipoMe-
IraTopHOro odOMmeHa. BeIsgBiIeHUE criemuUIeCKUX I
HEPBHO-MBIIIIEYHOU MATOJIOTUN U3MEHEHUI TIPU CTUMY-
JIAIIMOHHOM ¥/ WJIN UTOTBYATON MUOTpahUM 1 IIPOBEICHIE
MOJIEKYJISIPHO-TEHETUYECKON TMaTHOCTUKM TTO3BOJISIIOT
TOCTaBUTH TOYHBIN TUATHO3.

IIpuBoauM pe3ynbTaTbl COOCTBEHHBIX HAOIIOAECHUM
2 mauueHToB ¢ gepuuntoM AADC 13 0mHOI ceMBbU.

KnuHunyecknin cnyyain

Ilayuenm A. 6 6o3pacme 6 mec nocmynua @ omdeneHue
namonoeuu panneeo demckoeo 6ospacma PIAY «Hayuonans-
HbLi MeOUYUHCKUL UCccAed08amenbCcKull ueHmp 300p0o6bs Oe-
meit» Munzdpaea Poccuu c scarobamu na napoxcusmanshole
coOCmosHUs 6 8Ude 8bIMAUBANHUS PYK, 3ANPOKUObIBANHUS 20~
J108bL C YACMOMOI HECKOAbKO PaA3 8 CYyMKU, INU300bl 3aéede-
HUs 830pa 66epx, 3a0epiucKy MOMOPHO20 U NCUXOPEUe8020
Pa3eumusi, NOGbIUEHHYI0 COHAUBOCMb, HEYCMOUYUBHLIL CIY,
HNOCMOSHHYI0 3A10JCEHHOCMb HOCA, 2UNEPCANUBALUI0, NIMO3
(puc. 1).

Pebenoicomd=-il bepemenHocmu, npomexasuieil Ha gore
mokcuko3d e 1 mpumecmpe, anemuu I cmenenu. Poowr 5-e,
CpouHble, ONepamugHble, nymem nAaH08020 Kecapesa ce4eHusl.
‘Macca, meaa npu poscoenuu 2688 e, dauna mena 48 cm,
OKPYICHOCHIb 201080l 32 cM, OKpyscHocmy epydu 31 cm. Ouen-
Ka.no wrane Aneap — 7/8 6aninos.

B podocaosHou: desouxa om 1-ii 6epemennocmu umena
CXOJICYIOKAUHULECIPIOCUMNIMOMAMUKY, YMePAd 8 803pacme
6 1em. B cemove ecmb ewje 2 300poseix demeii. bpak He kpos-
HOPOOCMBEeHHYLI.

Pannee ncuxomomoproe pazsumue ¢ 8bipajiceHHoll 3adepiic-
KOUi: pebeHOK Ha MOMeHMm Nepeoli 20CNUMAU3ayuu camocmo-
SMENbHO He y0epicusaem 20108y NPU 8EPMUKANU3AYUULL, He Nne-
peeopauugaemcs, NOCANCEHHbLI KOPRyc He ydepicueaem,
HO npu 3mom eyaum, yavibaemcs, ouggepenyupyem ceoux

Puc. 1. lunomumus, nmos ek u eunepcaiugayus y nayuenma c 0epuyumom
AADC 6 so3pacme 10 mec

Fig. 1. Hypomimia, eyelid ptosis and hypersalivation in a patient with AADC
deficiency at the age of 10 months
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u uyxcux. Pooumenu enepgoie obpamuiu 6HUMAaHUe HA FNU30-
Obl 3a6edeHus 20108bl U 21a3 68ePX U @ CHOPOHbL 8 803pacme
2,5 mec. CHauana onumensrHocms npucmynoe cocmaensiaa 1,5—
2,04 ¢ nepuoduurocmoio Kaxcovie 1—2 ous. Ilo mepe npoepec-
CUPOBAHUs 00AE3HU NPOOOAICUMENBHOCIb NPUCHYNO8 YEeaUH -
sanaco 0o 4—5 u ¢ nepuoduurocmoro Kadxcoovte 3 OHsl.

IIpu anexmposnyegpanoepagpuu (931 na momenm debro-
ma npucmyno8 omme4asach SNUAenMUpopmHas akmueHoOCMs
8 /1e6bIX 3a0HEBUCOYHO-3AMbLIOYHBIX OMOeNax ¢ HU3KUM UH-
dexcom npedcmaeaennocmu. Tlo mecmy scumenscmea Hasma-
ueHa eanvnpoesads Kucioma e 0oze 205 me/cym, 6e3 KAuHu-
ueck0eo Apgexma.

Yepes mecay 6 c6a3uU ¢ COXPAHAIOWUMUCS INU300aMU
3aeedenus 630pa U NPUCOCOUHUBUUMUCS NAPOKCUIMANbHBIMU
COCMOSIHUAMU 8 8UOe HANPAINCEHUS U BbIMAUBAHUS DYK NPO-
doncumenvrocmoro 0o 30—60 mun, a maxaice nepuodutec-
Kumu peskumu e3opazusanusmu (no muny pegaexca Mopo)
6 mepanuro dobaenen aegemupavuemam 400 me/cym, makice
oe3 aghgpexma. Ilpu noemopuoii A1 snunsenmoeentoiii eeHes
RapoKCcu3mMo8 Obla NOOBePeHYM COMHEHUIO, NOCKOAbKY 80 8pe-
M1 UCCAe008AHUSL OMMEYANUCh 3a8edeHue 20108bl U 2143 8Ae=
60, MOHUYECKOe HANPSIdICeHUe PYK, HO NPU SMOM dNUlenmi-
@opMHOI akmusHOCMU He 3ape2UcmPUpPOBaHO.

B 6o3pacme 5 mec no dannvim 3T 6 cocmosnuu 600p-
CMB0BAHUSL INUNENIMUPOPMHASL AKMUBHOCMb He 3apeucmpli-
POBAHA, B0 CHE — 3ape2ucmPUpo8aHa ¢ HeablCOKUM UHOeKCOM
npeocmasaeHHOCMU 8 UeHMPAAbHOU A00HOI obaacmu. 3ape-
2UCMPUPOBAHO 5 DNU30008 PUMMUHHOROMOOED UBAHUS.NEE0l
PYKU ¢ omgedeHUeM 20108bl U 2143 6NPaso 8 meueHue 5—§ c.
AII-nammepn — bicoKOAMNAUMYOHASA OeAbna-aKmUEHOCHb
OUOKYUNUMANBHO.

Tlockoabky Ha ¢one npoeodumoti npomugosnuienmu-
YecKoil mepanuu NOA0JICUMENbHOU OUHAMUKY He NOAYHEHO,
6 603pacme 7 mec no Mecmy JcumensCmea,6anbnpoesas Kuc=
A0ma bvlaa 3amMeHena Ha oKckapoasenut é doze 180 me/cym,
makaice 6e3 NOA0HCUMEAbHOU OUHAMUKU.

C 1-20 mecsauya ycuzHu omme4anacs nepuoouqeckas ouapesl.
Bo 2-m noayeoduu ycuzHu duapesi cMeHUAACH 3aNOPAMU.

o nocmynaenus 6 KAUHUKY peOeHK) Obiau npogedernbl
credyouue eeHemuiecKue aHaiu3bl: Uccaedo8anue Kapuo-
muna, maHdemMHas macc-cneKmpomempusi (AMUHOKUCAOMbL,
AUUAKAPHUMUHBL OP2AHUMECKUX KUCAOM), IH3UMOOUACHOCIU-
Ka 4acmoix AU30COMHBIX O0Ae3Hell HAKONAeHUS, UCKAIO4EeHbl
XPOMOCOMHbLE 001e3HU, aMUHOAUUOONAmuUU, opeaHuyecKue
ayudypuu, deghekmbl MUMOXOHOPUANBHORO [3-OKUCACHUS JCUD-
HbIX KUCAOM, acmble AU30COMHble 601e3HU HAKONACHUS.

Tlpu nocmynaenuu 6 KauHUKy npu ocmompe: usuueckoe
passumue cpeoHee, 2apMOHUYHOE; ACUMMEMPUs Yepena, npa-
KmutecKku NOCMOSHHAS 3AA04CEHHOCMb HOCA, 2UNepcaluea-
Yust, CKAOHHOCMb K 3anopam, 8 0CMaabHoM 6e3 0cobeHHocmell.
B nesponoeuneckom cmamyce: epybas 3adepicka ncuxomo-
MOPHORO paA38UMLUSL, 20108Y 0ePICUM HEYBEPEHHO, He Nepego-
pauueaemcs, He CUOUm, 8bIpaANCeHHAs OUPPY3HAS MblUeYHAS
2UNOMOHUSL C BLICOKUMU CYXONUCUNBHBIMU peghaekcamu be3 pac-
wuperus peghreKcoeeHHbX 301, MbluleuHas OUCMOHUs O0ablde
8 BePXHUX KOHEYHOCMAX ¢ OUCMOHUYECKUMU YCMAH08KAMU

Kucmell pyk, opogayuanvhas OUCMoHUs, NMo3 6eK, boabuie
sovipaxcernblii crega. Ilpu ocmompe nepuoduueckue OIK,
CONPOBONCOAOUUECs: PUMMUMECKUMU NOOePeUBAHUAMU 8EPX-
HUX KOHeuHOoCmell, pacKudbl8aHUueM PYK  CMOPOHbL (N0 muny
pegnexca Mopo), nepuoduueckumu pesKumu OmKuobl8anu-
AMU 20108bl U KOPNYCA HA3A0 NO MUNY <ONUCHOMOHUYECKOL»
no3ol.

Y pebenxa ommeuancs cHudicennviit unmepec K oKpydica-
roujemy, 3pumenbHulii KOHMAKM KPAMKOBPEMEHHbLLL, ObICIMPO
ucmowancs. lonrocosas akmusnocms Ha npomsdicenuu OHs
npedcmaeaenHa mMaromMooyaupo8aHHbIMU 80KAAUZAUUIMU.
IIpu smoyuonanvro-peuesom odpauenul Ha AACK0BbLI 2010C
mamepu MUMUKA OHCUBAAAACH, MAALYUK CMOMpen HA Hee,
APUCAYIMUBAACS, NOCAe OAUMENbHOU peuesoll U CeHCOPHOIL
CMUMYASUUYU 803HUKAAU 2010C08ble peakyuu. Ommeyenbl no-
BbIUIEHHAsL COHAUBOCMb U UCMOWAEMOCIb HA NPOMAICEHUU
Ons Kk eevepy. Boavuiyio wacme cymok maavuuk cnan (cym-
mapHo okonao 20 u 6 cymku ¢ 3 snuzodamu OHe6HO20 CHA).
Mamepu unoeda npuxodusoce 6youms masvyuxa, 4moovt
noKOpMUmMb.

Ha npomsssceruy Ons y pebenka Haba0ai0cb HecKoNb-
KO 6apuanmos napokcusmanvhuix cocmosinuil. Ilepeulii 6a-
puanm — munuutele OI'K (puc. 2) npodoasicumenbHocmoio
om 1=2 do| 15— 20 mun, unozda conposoxicdaroumuecs opogha-
YUARBHOU QUCMOHUEI € OMKPbIEAHUEM PMaA U ONUCHOMOHU-
Yeckoll no30i ¢ 3anpoKUdbI6aHUEM 20108bl, NOOEPSUBAHUSMU
6 pykax. Tlpu smom peberok Haxoduacs 6 coO3HaHuu, peazu-
P0BAN HAFNPUKOCHOBEHUE U 00PAleHHYI0 pedb, NPodoaiNcan
cocamb cocky.

Bmopoii eapuanm_npucmynog — coOCMOAHUSL NO MUNY
ducmonu4eckux amak, @ meueHue Komopuix pebeHoK Haxo-
0uUACs 8 BbIHYICOCHHOM NOAOICEHUU C NOBOPOMOM 204080l
u Kopnyca 6 o0Hy cmopony (6e3 enazo0eueamenbHulx Hapy-
wienuit), npodoadicumetbrocmoto 15—20 mun u 6oaee). Takue
2NU300bL B03HUKAAU 0 HeCKOAbKUX pa3 6 cymku. [Ipu smom
00 OKOHUAHUSI NPUCIMYNA MAMb He M021d 8epHYmMb pedeHKa

Puc. 2. Oxynaoeupnuiii kpuz y nayuenma c degpuyumom AADC

Fig. 2. Oculogiric crisis in patient with AADC deficiency
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8 UCX00HOe NoAodCeHUe, HO peOeHOK HaX00UACs 8 CO3HAHUU,
peazuposan Ha 2010¢ U YAbloaAcs.

Tpemuii 6apuanm npucmynog — napoKcusmManbHvie co-
CMOsIHUSL 0AUmMeAbHOCMbl0 00 4—5 4, Komopble 603HUKAU
Y Manvyuka 6 eo3pacme 2,5 mec, ux npodoadicumenbHoCme
U nepuodU4HOCMb UBMEHSAUCH N0 Mepe NPOo2pecCcUupoB8aHus
boae3nu. OnucanHblili 6apuanm NPUCMyna écee0a 603HUKAN
80 6MOpOI NOA0BUHE OHs UAU HOUbIO, K020a pebeHOK Obin
yemaguium. HHoeda npucmynst nposoyupoeancs 3pumens-
HbIMU pa3opascumensmu U IMOYUOHANbHBIM HepeHanpsidice-
Huem (Hanpumep, 6cmpeteli co 3HAKOMbIMU AH00bMU, 8bIXO00M
Ha npoRYAKY, KPAMK08PEeMEHHbIM NPOCMOMPOM MeAesU30pa).
Imu MHO20HaACO8ble COCMOSHUS HAYUHAAUCH ¢ OOMAKAHUS,
3ame0neHuss 08UINCEHUIL, YMPambl AKMUBHOI OesimeAbHOCU,
@ukcayuu 830pa 8 00Hy cmopoHy 6e3 nomepu CO3HAHUS, Ha-
pacmanus mvluieuHoll eunomonuu. Ilpu smom pebeHok Haxo-
duacs 68 CO3HAHUU, Peazuposan Ha Mamv, Mo2 NPUHUMAMb
nuwy. Jlanee pebeHoK 3acvinan u ¢ ympa npocwinaics 6 Hop-
MAABHOM COCMOSIHUU.

B omodenenuu 6 eospacme 6 mec npogeder eudeo-2391-
MOHUMOPUHE CHA U 600PCMBOBAHUA: YACMOMA OCHOBHOUL (=
musHoCmu He 3amedaeHa OMHOCUMENbHO 803PACIMHOU HOPMbL.
DyHKyuoHabHbIe NPOObL He 8bI36AAU NAMON0SUMECKUX U3MEe=
HeHulil kopkoeoil pummuku. Con duggepernyupodan Ha cmaouu
u ghazel. Qusuonoeuueckue nammepHsl CHA COHOPMUPOBAHBL.
3a epems uccredosarus InurenmudoOpmHol aKmMUEHOCMU
anusenmuuecKux npucmynog u ux I3I-nammepHos He 3a-
pecucmpuposaro. M PT 201061020 MO3ea:HEBbIAGUAGCINPYK =
mypHoii nhamoaoeuu. ITlo pezynsmamam 06cae0osanus peden-
Ky Hauaau ommeHsmb NPOMUBOINUNERMUMECKYI0 Mepanu)
u3 2 npenapamos (cHauaia ommeHen oKcKkapoasenun), Ha-
yama uH@Y3UOHHAS Mepanusi NUPUOOKCUHA 2UOPOXA0PUOOM
6 doze 100 me/cym. Ilpu evinucke pekomeHO008aHbL NOCHeE-
NeHHasi OmMeHa 2-20 npomuoInUIenu4ecKo20\npenapama
(nesemupayemama) u nOCMOAHHbIL npUem NUPUOOKCUHA
8 doze 100 me/cym per os ¢ pazdenenuem Ha 2 npuema. ns
YMouHenus 0uazHo3a pebeHOK HanpaeaeH Ha NOAHOIK30MHOE
ceK8eHuposanue.

Cexsenuposanue noano2o 3K30Ma 6viasuno 6 eene DDC
HyKkaeomuonutil éapuanm c. 1040G>A (chr7:50476625C>T),
npueodauuil K amurHoKuciomiomy eapuanmy p.Arg347Gln
8 20MO3UCOMHOM COCMOSHUU, ONUCAHHbLI paHee [2, 3].

Tloemopnas eocnumanuzayus 6 omdeneHue namonouu
parnne2o demckoeo sozpacma PIAY «Hayuonanvuolit medu-
UYUHCKULL Uccae008amensCKuil yenmp 300pogvs demeil» Mun-
3dpasa Poccuu 6 6éo3pacme 10 mec. Ilpu nocmynaenuu omme-
YeHa MUHUMANbHAS NOA0JNCUMENbHASI OUHAMUKA 8 MOMOPHOM
passumui: pebeHok doabuie yoepiucusaem 20108y, nepuooutec-
Ku hepegopauugaemcs Ha ycueom. COXpaHsIOMCs BbIPAICEHHAs
3a0epircKa NCUXOMOMOPHO20 PA3GUMUSL U CUMNIMOMbL CO CHO-
POHbL 8Be2eMAmUBHOL HePBHOLL cucmembl (COHAUBOCMb, 310~
JCEHHOCMb HOCa, eunepcaiugayus) u nmo3 eex. Ilapokcus-
ManbHbie INU300bl COXPAHAIOMCSL C MOl Jce HACMOMOIl.

Bo epems eocnumanuzayuu é rabopamopuu MeOUUUHCKOLL
2eHOMUKU Oblia NPogedeHa 8anudayUs 8bl61eHH020 8aAPUAH-
ma 6 eene DDC y peberka u eco podumeneii Memooom cexee-

Huposanus no Caneepy. BoiseaenHblil 20M0O3UOMHbLI HYKAE-
omuoHbiil sapuanm c. 1040G>A (p.Arg347Gln) noomeepicoen
Yy npobanda, a e2o podumenu s18AAIOMCS 2eMePO3ULOMHBIMU
Hocumensamu.

Onpeodenenue xonuenmpayuu 3-OMJ] 6 cyxux namuax
KpOBU 8bl56UN0 3HAYUMENbHOE NpesbliieHue KOHUeHMPAayull
memaboauma — 1181,60 ne/ma (Hopma <305 He/ma).

Takum o6pazom, Ha OCHOBAHUU KAUHUHECKOU KAPMUHbL,
OQHHBIX OUOXUMUMECKO020 U MOAEKYASPHO-2eHEMUYECKO020 UC-
cnedosarus pebeHky ycmarosaeH duaernos deguyuma AADC.

Ilposedena koppexyus meduKameHmo3HOl mepanuu:
nocmeneHHas OMMeHa negemupayemama nood KOHmpoaem
DII. B medukamenmosuyro mepanuro exaioversvt PLP 6 dose
100 me/cym 6 2 npuema, uepe3 Heckoavko OHell dobasaeH
cmumyasmop doghamunepeuueckoii nepedaqu ¢ LIHC npamu-
nexcon 0,125 me no 1/12 maba/cym (0,005 me/xe/cym) ¢ no-
cmenenHoll mumpayueli do3vl. Bce npenapamer naznavenst
off-label ¢ ungopmuposanuem u ¢ nUCbMEHHO20 CO2AACUS
podumeneii pebenxa. Ha goune eéedenus ¢ mepanuio PLP
OMMeUeHO BbIPAJICEHHOE YAVHULeHIEe COCIOSHUSL peOeHKa Yice
GiHEPBbIC~2:CYMEBHAMUMENbHO YMEHbULUAUCH NIO3 8EK, CO-
HAUBOCMb, BAAOCHIb, HA HECKOAbKO YACO8 COKPAMUACS OHEeG-
Holl coH, cHuUnacb wacmoma OI'K, peberok cman akmueHee,
2MoylioHaNbHee, NOFBUICS UHMEPEC K OKPYICAIOWEeMY, Y1a-
CMUAUCH, 80KaNU3aYUU. Manrbuuk ébinucan u3 cmayuoHapa
¢ NOAOIICUMENbHOLU OUHAMUKOU, C PEKOMEHOAUUAMU NOCHe-
NeHHO20 Nogblulenus 003bl npamunexcora u dodagrenuem
6 MmepanutocenecUiuna 2uopoxiopuda.

B kamamHe3e ommeuanracs noaoxcumenvHas OUHAMUKA
6 sude npuobpemenLs yCmoiugo20 KOHMpos 20108bl, ne-
pesopoma, nonvimMoK nodsema Kopnyca  NoA0JCeHUe HA HCU-
eome, NpuU BePMUKAAU3AUUL U NODDePICKe NOO MbIUKAMU —
nOnbIMOK, X00b0bl ¢ XOPOULUM BbIHOCOM HO2U, YBEAUYEHUS
3AUHMEPECOBAHHOCIU OKPYHCAIOWUM MUPOM U USDYUWKAMU,
B0KAAU3AUUAMU 8 OMBEM HA Peyb CO CHOPOHbL 83POCA0R0,
@opmuposanus ycmoiuuueo2o0 3pUmenbHo20 KOHMAaKma.
Co cn06 podumeneii, Marbuuk cman mMeHsule cnams u 6oaviie
dsueamscs, paccmampusaem uepyuiku u kapmunku. Cokpa-
munace OAUMeAbHOCMb AKUHeMUYeCKUuX npUcmynos (Makcu-
manvHo 0o 2—3 u) ¢ yuxauynocmoro 1 pas 6 3 ous. Ha gone
NOA0AHCUMENbHOU OUHAMUKY MAKCE 803POC MbLUUEUHBLI MO-
HYyC N0 SKCMPAnuUpamuoHomMy MUny, ommeyeHsl ycuieHue
U yuauweHue OUCMOHUYECKUX amak 8 8ude MH0204aCO8bIX
BbIHYICOCHHBIX NOBOPOMOE 20108bl K NPAGOMY NAexy U Ouc-
MOHUYECKUX YCMAHOBOK pYK, 6e3 ympamoi co3Hanus. Takoce
npu 8oKaau3ayusax (NONbIMKAX KOMMYHUKAUUU C OKPYICAIO-
WUMU) CIAny omme4amocs U NOCMenesHo Hapacmams Ha-
CUNLCMBEHHbIE 0BUIICEHUS 8 BUOE WUPOK020 OMKPbIBAHUS pma
u 3anpokudsiéanus 2onr06sl. Co 108 mamepu, 6 gospacme
1 200a 2 mec pebenok nepernec ocmpyr pecnupamopHyio
8upycHyro unghexyuto (603moincto, evizeantyro COVID-19),
CONPOBOICOAIOUYIOCS NOBbIULEHUEM MeMnepamypsl meaa,
¢ nocaedyrouum peepeccom npuodpemeHHbIX 8 MeIce0CnU -
manbHbLil Nepuod MOMOPHBIX HABbIKOE, YuaujeHuem OUcmo-
HUYecKUXx NPpUCMYNo8, HApACMAHUeM 2UNepcaiueayuil
u nmosa.

TOM 12
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[Ipu eocnumanusayuu 6 omoeneHue namoao2uu panHe2o
demckoeo eo3pacma PIAY «Hauuonanvhoiii meduyunckuil
uccaedosamenvckuil yeHmp 300poewvs demet» Mumnzdpaea
Poccuu 6 so3pacme 1 200a 3 mec cocmosinue nayuenma c mu-
HUMAABHOU NOAONCUMENbHOL OUHAMUKOLU OMHOCUMENbHO
nocaedueii eochumanuzayuu. Pebenok camocmosmenvHo He-
npo0oAICUMENbHO YOepIcusaem 20408y, Nepeaopavusaemcs,
aKkmugHo e3aumodeiicmayem c okpyxcaowumu, eyaum. Oo-
pawaem Ha cebs 6nuManue degpopmayus uepena 8 aude cKo-
WEeHHO20 CNpasa 3amulaka, mpedyruezo opmoneoutecKoll
Koppexuyuu.

3HauumensHo COKPAmuUAUC, 4acmoma U npoooadcument-
Hocmo OI'K. Coxpansiromes pedkue 3nu300bl 3a6e0eHust 830pa
86epx 6 meueHue Cymox OAUmMeAbHOCMbI0 HeCKOAbKO CeKYHO,
pedice cmanu Habardamscsa nPUCMYnbL 8 8UOe NOGOPOMA 20~
A08bL; SRU300bL C YMPAMOL AKMUBHBIX 0BUNCEHUT ONUMENb-
Hocmbro 0o 1,5— 2,04 npodoaxcaromes ¢ npexcHeli 4acmomoti,
npU AKMUBHBIX B0KAAUZAUUAX HAOAIOAIOMCS HACUALCIGEH -
HOe OMKPblBaAHUEe PMA U BbIPAICEHHAS 2UNEPCANUBAUUS.

B mepanuro dobasaen uneudbumop MAO cenecununa eu-
dpoxaopud 5 me (u3z pacuema 0,1 me/xe/cym) no 1/5 maéa
3a 2 npuema @ cymku (ympom u 6 obed), /¢ hocmenenHOl
mumpayueii 0ozel Ha 0, 1 me/ke/cym uepe3’2 ned. B meduxa-
MenmosHoil mepanuu npodoaycer npuem PLP u npamuner-
€0/1a 8 COOMBEMCMBYIOUUX PEKOMEHO08aHHbIX 003a@X. C yuemom
peepecca MOMOPHbIX HABbIKOB HA (hoHe nepeHeceHH020 UHpeK-
UYUOHHO020 3a004e8aHUs PeOEHKY PeKOMEeHO08aHO NpogedeHue
UHGhY3UOHHOU mepanuu 6 nepuoo 001e3HU;BKAIOUAIUEH. NUPU S
dokcuH u 2aroko3y. Mame pebenka 06y4eHa uamepeHUur 2A10K0=
3bl 8 KPOBU OMAUIHUM 21H0KOMEMPOM, PeOeHKY peKOMeHO08aHbL
KOHMPONb YPOBHS 2AH0K03bL 8 KPOBU 8 MeUeHle CYMOK 80 8peMs
Oone3HU, nepeaemos u aKmugHoll Qu3U1ecKoll peabuiumayull,
npopUAIaKMUKA OAUMENbHBIX NPOMENCYMKOB8 MeNCOy npUeMamil
nUWU 8 nepuoo UHMEPKYPPEHMHBIX UHGEKUULL.

B meaceocnumanshblii nepuod Marbuuk neperec KoKAou
C 3AMAICHBIM MeUeHUeM, C NOBIMOPHBIM Pe2peccom MOMOPHBIX
HABbIK08 (paHee daHHble PeKOMeHOAUUU NO 8e0eHUI0 NAUUeH -
ma 6 yca08usx UHMepKyppeHmHbIX 3a001e8aHUll COONI00eHbl
He Oblal).

Credyrowas eocnumanuzayus 8 omoeneHue namoao2uu
pannezo demckoeo gozpacma DIAY «HayuonanvHolii medu-
UYUHCKUIL Uccae008amensckuil yueHmp 300poevs demeir> Mun-
3dpasa Poccuu 6 eo3pacme 1 200a 8 mec. IIpu nocmynaenuu
6 omoeneHue ommeuaemcs epydas 3a0epiucKa ncuxomomop-
HO20 pA38UMUSL: MAALYUK NA0X0 Oepicum 20108Y, He nepeso-
pauueaemcs, He cUOUM NOCAICEHHbLI, OMMe4aemcs blpa-
JceHHas Ougpysnas MoluieuHas 2UNOMOHUSL, BbIPANCEHDI
COHAUBOCMb, NMO3 8eK. SHAUUMEAbHO UBMEHUAUCH XapaKmep
U nepuoOUYHOCMb AKUHEMUYECKUX NPUCIYNO8: UX OAUmeNb-
HOCMb coKpamuaacs 0o 30 MuH, Ho OHU CIAAU eHCeOHeBHbIMU
unu ¢ yacmomotii uyepe3s deuvb. Obpawano Ha cebss BHUMAHUE
Haau4ue Aaowe20 3amsjicHo20 Kauias, 3Ha4umensHo Ucmo-
warowe2o nayueHma, ocobeHHo 8 HouHble uacel. lIposeden
KapouopecnupamopHbslii MOHUMOPUHE, NAMOA02UHECKUX OM-
KAoHeHUil He gbisieneno. C yeavto KynupoeaHus Haesa34ugo2o
Kauins neped cCHOM HA3HA4YeH nazargepan.

Ilo OanHbim aumepamypel, y nayueHmog, umMeruux na-
moeennutil sapuarnm 6 L-JIOPA-cesszviearouem cailme AADC,
Haba00aemcs 3HaHUmMeNbHOe YAyuuleHue COCIOSIHUS NPU Ha-
3HaveHuu npenapamos negodonvt [4]. Ilosmomy 6 meduka-
MeHmO3HyI0 mepanuto 6bin 006a6aeH KOMAIAEKCHBLI npenapam
n1e6o0donst u kapoudonst (Haxom). Co 2-x cymok npuema npe-
napama 6 dose 15 me/cym no aesodone (1/16 maba naxoma)
OMMe*anoch 3Ha4UmenbHoe NOGblieHUe MblIULeYHO20 MOHYCA,
pebeHOK Xopouio yOepicusaem 20108y EPMUKANLHO, YMEHbULLA-
cs1 nMo3, Obem Ho2amu No NOBEPXHOCMU, NbIMAEMCs MAHUNY -
Auposams pykamu. Beinucan ¢ nonoxcumensroil dunamuxoil,
¢ peKomeHdauusmu no 0anbHeiiemy yeeauueHuro 003vl HaKoMa
0o 30 me 2 paza é cymiu no n1eeodone noo KOHMpoaem Hegpoao-
2a U aKMueHoil 0ueamenvHoll peadurumayull.

3a epemsa eceeo nepuoda OUHAMUYECKO20 HAOAHOOEHUS
3a ManvyuKom ocoboe eHUManue obpawaem Ha cebs 0AHO-
0bpasHoe meuenue 601e3HU 8 3aBUCUMOCTU OM COMAMUYec-
K020 cocmosinus. Ilpu unmepkyppenmuoix 3a004€8anUsX,
HecMOmpsl Ha NPOOOAINCAIOUYIOCS MEOUKAMEHMO3HYI0 mepa-
NUI0 ¢ panee NOA0ICUMENbHOU OUHAMUKOLL, npoucxooum pee-
PECCHpUOOPEMeHHbIX HABbIKO8 U nocaedyoujee ONUmensHoe
ux goccmatoenenue. Bnepaoie c npuemom npenapamos 1e6o-
donbl y nayuenmanoAeuUUCs, AKMUGHbIE eNeHANPABAeHHbIe
dsudicerus| 8 PyKax UsnoNbImKa MAHUNYAUPOBAMb PYKAMU.
IIpeobaadaswias pauee oughghysnas moiuieunas sunomoHus
nocmeneHHo Cmand CMEeHsAMbCsl NOGbIUEHHbIM N0 NAaCmuYec-
KOMY Muny Molule4HbIM MOHYCOM U OUCMOHUYEeCKUMU ama-
Kamu. 3anedceHHocmbHOCa mpebyem NOCMOSHHO20 NpUMe-
HeHUs cOCyQocyACUBAOWUX Kaneab U 8 Nocaedyruem
onepamusHoeo nederus. (nodcausucmas eazomomust). 3ano-
Dbl OecnoKosim 3HAYUMENbHO pedice, Yauye 6ce20 — nocae cme-
HblL Quembl.

Ilo daunvim meduyuHnckoll doKymenmayuu, cmapuias
cecmpa npo6anoa nocmynuna 6 omoeneHue NHCUXOHe8POA0UL
u ncuxocomamuyeckoi namonoeuu PIAY «Hayuonanwvnoiii
MeOUUUHCKULL UCCAed08aMenbCKull ueHmp 300poebs demeii»
Munszdpasa Poccuu 6 eo3pacme 1 2oda 6 mec (2008 e.) c xca-
A0bamu Ha cydopoeu 6 sude 3a6edeHuUs 2Aa3 HAGepx, uHo20a
CONPOBOANCOAIOUSUECS IHCEBAMENLHBIMU OBUNCCHUSIMU, MOHU-
YeckumMu no0epeUBaHUAMU, OBUNCEHUSMU HO MUNY 83MAX08
DPYKaAMU U HO2AMU N0 HECKOAbKO Pa3 6 meueHue OHsl, 3a0epPHCKY
NCUXOMOMOPHO20 PA38UMUSL, COHAUBOCIb, BA0CHTb.

Pannee momoproe pazeumue 6e3 ocobennocmeii. Ilocae
NAAHOB0IL BaKyUHAYUU 8 803pacme 3 Mec OmMe1ancs pespecc
MOMOPHBIX HABBIKOG, NOSGUALUCH NPUCMYNbL 8 8UI0e 3aNPOKU-
OblBaHUSL 201108bL, MOHUYECK020 HANPSAICEHUs. PYK U 3a8e0eHUs.
ux Hazao c yacmomoii 5—6 pa3 6 dens. B 6o3pacme 4,5 mec
nPpUCOeOUHUAUCL NPUCMYNBL 8 8Ude NOAUMOPPHBIX KUBKOE,
UHOAHMUNABHBIX CNA3MO8, ONEPKYAAPHBIX A8MOMAMU3MO8,
3aeedenus enas Hagepx ¢ yacmomoii 3—4 paza é OeHb.
Ha 1-m 200y ncusnu umenu mecmo HeOOHOKPAmMHble 20CHU-
manuzayuy no noeody Namoao2ul HceaydouHo-KUueUHo20
mpakma (HeymouHeHHAs! KUeuHAas UH@eKyus, eacmposH-
mepum,).

B 6o3pacme 8 mec 8udeo-23-monumopune 8bl6uUn Mynb-
mupe2uoHapHbie pazpsobl KOMNAEKCO8 OCMPas — MeOAeHHAs
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HepBHo-Mblweunbie 5O JIE3HH

B0/HA, NUK — MeOAeHHAsl BOAHA, CAOMNCHBIE NOAUDA3HbIE KOM-
NAeKCbl, CYNPecCcU8HO-83PbIGHOL NAMMEPH 8 Ude KOPOMKUX
2anu30008. Pebenky bbiia Ha3HaAUeHa NPOMUBOINUAENMUYEC
Kas mepanusi: 8anbnpoesas Kucioma (0enakut cupon) 8 0o-
3e 240 me/cym. B eo3pacme 10 mec 6 neuenue dobasaeH Kao-
Hazenam 0,5 me 2 pasa 6 OeHo.

Ilpu nocmynaenuu 6 xaunuxy OIAY «HayuonanvHblil
MEeOUUUHCKULL UCCAe008amenbCKull ueHmp 300poebs demei»
Mun3zdpasa Poccuu 6 6o3pacme 1 eoda 6 mec y nauueHmxu
ommeuaemcsi epydas 3a0epiucKa NCUXOMOMOPHO20 PA3BUMUSL
(20108y He Depocum, He CUOUM, USDYUWIKAMU He UHmMepeCyem -
cs), CNOHMAanHAsA 08ULAMENbHASL AKMUBHOCMb CHUJICEHA,
desouka @snas, conaueas. B nesposoeuueckom cmamyce:
Oupghy3Has mvluieuHas UNOMOHUSL, CYXOICUAbHBIE PeghieKCbl
¢ PYK U HOe 8blcOKUe, 08YCMOPOHHULL NMO3 €K, MHOJCECH -
BeHHble MUOKAOHUU, 2UNEPKUHE3bl N0 MUNY 83MAX08 DYK U HO2,
HacunbcmeeHHble NOBOPOMbL 20108bl.

Ilo daunoim DII pecucmpupyemces snurenmugpopmuas
aKmugHOCMb 8 8UOe KOMNACKCO8 CNALIK — MeOAeHHAs 80AHA
8 Heb0AbUIOM KoAUuYecmae @ NPasoil A00HO-8UCOUHO-MEMEH -
HO-UeHmpanbHoll obnacmu ¢ nepuoou4ecKum pacnpocmpares
HUuem Ha buaamepansHble Omoens..

3a epems HaxoxucOeHUs 8 omoeneHuu nPe8ooUIcs Oug-
gepenyuanvHblil duazHo3 ¢ HacredcmeeHHbIMU 601e3HIMU
00MeHa 8eujecme: UCKAIYeHbl aMUHOAUUOORamUlL,, Opeati-
yeckue auyuoypull, HapyuweHUs MUMOXOHOPUANbHORO S~O0KUCAeHUS
JCUPHBIX KUCAOM (MAHOeMHAsL MACC-CReKMPOMempuUst), A-
30COMHble 001e3HU HAKONAEHUS: HellPOHAAbHBII UepoUOHbLi
aunogycyunos 1-eo u 2-eo muna, GM I-eaneauo3udos (mo-
NEKYAAPHO-2eHeMUYeCKas U IH3UMOOUACHOCMUKA), a4 MAaKiCce
Mumoxondpuanstoie bonesnu: cunopomot Jlu, MELAS, MERRF
(wacmole mymayuu).

C yuemom OaHHbIX KAUHUKU U NPOBEOeHHbIX UCCAeO08AHULL
desouke ObL1 nocmaenet duaenos: curndpom I, amonuue=
cKu-acmamuyeckas gopma, ncegdodyrvbbapHulit CuHOpoM,
2pybas 3a0epicKa nCUXOMOMOPHO20 U peuegoeo pa3eumusl,
cumnmomamuyeckas gokanrsnas snunsencus. Ha momenm
BbINUCKU 0e80UKA NOAYHANA KOMOUHAUUIO 3 NPOMUBOINUAEN -
mu4ecKux npenapamoa.

Ilocae kypca peaburumauuu 6 Kumae 6 6o3pacme 5 rem
desouka Hauania ygepeHHee 0epucams 20408y, NOCANCEHHAS,
Mo21a KpamKospemeHHo cudems. Ymepaa @ 6ozpacme 6 sem
80 CHe, 8epPOSIMHO 8caedcmaue cepoetHoll He0OCMAmMO4HOCMU,
00YCA08AEHHOU HAPYUEHUAMU PUMMA UAU UeMUYeCKUMU
no8peNcOeHUIMU MUOKAPOQ.

B xnunHnueckoit kaptuHe gedpunnra AADC BakHOe
MECTO 3aHMMAIOT KaK HEBPOJIOTMUYECKHE, TAK U BETETATUB-
HbIE CUMIITOMBI. DKCTPaHEBPAJIbHBIE TTPOSIBJIEHUST BHOCSIT
3HAYUTETHLHBIN BKJIA B KIMHUYECKYIO KAPTUHY U CHIDKA-

10T Ka4eCTBO XXM3HM IMarreHToB. K TakuMm cumIromam
OTHOCSITCS TUTIEPTUAPO3, TEMITepaTypHast HECTaOMIBHOCTD,
3aJI0KCHHOCTh HOCA, HApYIIICHNS CHa, Tuapes 1 Ip.

ITpoBons aHANMM3 KIIMHUYECKOM KapTUHEI y OIMCaH-
HBIX HAMU CHOCOB, CJIEIyeT IMMOAYePKHYTh, YTO IIePBBIMU
cumriroMamu HegoctatouHocTt AADC ObUIH BereTaTUB-
HBIE TIPOSIBJICHUSI CO CTOPOHBI XKeJIYIOUYHO-KUIIEYHOTO
TpakTa, KOTOpBIE PacCIlEHUBAINCH KaK KUIIeTHAsI MH(PEK-
LIV,

Ocoboe BHUMaHKE TIPU ITOCTAHOBKE IMArHO3a CIICY-
€T YAeJSITh COYeTAHUIO MBIIIICYHON TUTTIOTOHUU U IPYTUX
JIBUTATEILHBIX HAPYIIEHUH C 3a1ep>KKO MOTOPHOTO pa3-
BUTHSA, ocodbeHHo npu Hammunu OI'K 1 n3mMeHeHnsT cuM-
IITOMOB y MalleHTa B TeueHne cyToK. Heobxommmo 1mom-
YepKHYTh BaXXHOCTh paHHE! NTMAarHOCTHUKU OOJIE3HH,
TTOCKOJTBKY TIPY HAa3HAYCHNY CUMIITOMATUIECKOM Teparu
B OOJIBIIMHCTBE CIy9YacB YIaeTCs YMEHBIIUTDL BbIPAKECH-
HOCTh KIIMHUYECKMX IIPOSIBIICHMIA, a TIPYA ITaTOTeHETUICCKOM
TepaITiy C UCITOJIb30BaHneM AAV-acCOLMMPOBAHHOTO BEK-
TOpa — 3HAYMTEIFHO YAYYIIUTHh COCTOSTHHAE MAllMEHTOB.
HpmaTomMyenexsEeHHOM Teparuy IIpH JICICHUN AeDUIII-
ta AADC B mepByIo o4epenb OymeT 3aBHUCETh OT CBOEBPE-
MEHHOM TUArHOCTUKY OOJIC3HH.

TaxmM 00pa30MyyIUTHIBAST ITUPOKUIA TTOTUMOPPU3M
KIMHAYECKOM KapTUHBI TTpu HegocTtaToauHocTn AADC,
MOKHO TTPEANOJIOKUTD, YTO 3HAYNTEILHOE YHUCIIO MallH-
€HTOB JI0 CHX ITOP HAOIIOAAIOTCS C OIIMOOYHBIMU JUATHO-
3aMM VL.HEHOTYIaAIOTEO0TBETCTBYIOIIETO JICUCHNS.

[Ipu mpoBegeHNY CUMITTOMATHYECKOU Tepariy y Ha-
[IeTO' MAIleHTA, OTMEUeHA ITOJIOXUTEIbHASI TNHAMHUKA
npu npuMeHeHuu coderanusi PLP, npamunexkcona u ce-
JICTUJIMHA B TeYCHUE TIEPBBIX MecsIeB JeueHnsI. OcobeH-
HO CJIeayeT IMOTYePKHYTh, YTO B HaIlleM HaOIIONCHUH,
B OTJIMUME OT BApYOEKHBIX MyOJIMKAIIWii, BIIEpBBIC ObLIa
3apEeTUCTPUPOBAaHA BRIPAKCHHAS ITOJIOXHUTEIbHAS TUHA-
MMKa B COCTOSSHMM nalmeHTa Ha ¢oHe Tepanuu PLP.

TpynHocTh nuarHocTuku gepuunta AADC o0yciioB-
JIeHa KIIMHUYECKNM ITOTMMOP(PU3MOM, a TaKKe codeTa-
HHUEM TTOpaXkeHHST HEPBHOM CUCTEMBI C HEHEBPOJIOTIEC-
KUMU TiposiBIIeHUsIMA. CTaHaapTHAsI CUMIITOMATHIeCKast
Teparnusi, BKJIIOYaIoIasi CeJIeKTUBHBIC aTOHUCTHI Todamu-
Ha, uHruobuTopel MAO tuna B u npenaparsl Butamuna B,
TIO3BOJISIET MTOOUTHCS YIYIIICHUS] COCTOSTHUSI Y OOJIBIITH-
CTBa ITallCHTOB.

HacropokeHHOCTb Bpadeil B OTHOIIEHUH 3TOTO Pell-
KOTO TSDKEJIOTO 3a00JIeBaHMSI IIO3BOJIUT 00CCIICUNTh paH-
HIOIO BepU(UKALIMIO IMAarHo3a M JOCTUTHYTbh MaKCH-
MaJIbHOTO TTOJIOXUTEIbHOTO 3(hdeKTa maToreHeTHIeCKOM
Teparnm.
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MOXET AU OTO bbITb
AEPULINT AADC?

Ba)HO BbIACHUTb MPUYUHY CHUXKEHUS MbILLEYHOrO TOHYca Y pebeHka

Aeduunt aekapbokcuaasbl apoMatmyecknx L-ammHokucaot (aAepuunt AADC) —
TAXKeAelllee ayTOCOMHO-peLeccMBHOE 3ab0AeBaHUE LLEeHTPaAbHOW HEPBHOM CUCTEMBI.

Yawe Bcero AADC nposBAseTca cAepylOWMMHU cumnToMmamm ':

» CHMXXeHune MbilleYHOro ToHyca » 3apeprKKa pa3BUTUA
» ABUrateAbHble HapyLleHUs » OKyAOTrMpHble Kpu3bl

PTC

/ THERAPEUTICS

MOAO3PEBAETE
AEOUNLIANT AADC?
No3BoHMTE NO HOMepy
ropsiyeit asmHum 8 800 100 17 60
U 3aKaxuTe becnaaTHoe
AabopaTOpHOE UCCAEAOBaHMeE.
HauyHuTe AeicTBoBaTb cenyac!

Cnucok Autepatypsbl: |. Manegold C, Hoffmann GF, Degen |, et al. Aromatic L-amino acid decarboxylase deficiency: clinical features, drug
therapy and follow-up. | Inherit Metab Dis. 2009;32(3):371-380. 2. Wassenberg T, Molero-Luis M, Jeltsch K, et al. Consensus guideline for

the diagnosis and treatment of aromatic |-amino acid decarboxylase (AADC) deficiency. Orphanet j Rare Dis. 2017;12(1 ):12. doi: 10.1186/
s13023-016-0522-z. 3. Brun L, Ngu LH, Keng WT, et al. Clinical and biochemical features of aromatic L-amino acid decarboxylase deficiency.
Neurology. 2010:75(1 ):64-71.

Aorotun PTC sBAfeTca ToBapHbIM 3HaKoM KoMnaHuu «MuTuCu Tepanbiotuke» (PTC Therapeutics).

© «MnuTuCu TepanbloTUKCY, 2021. Bce npasa 3awmwieHsl. RU-CORP-0210 | 08/21

MatepuaA npeaHasHauYeH TOAbKO AASI CTIELIMAAMCTOB 3APABOOXPAHEHMUS.

BecnaTHbi TeaedpoH cAyx6bl MeanLmHckon nHdopmauun PTC Therapeutics: 8 800 551 03 97 DA. nouta: medinfo@ptcbio.com
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Matepuran npegHa3HaueH TONbKO ANA CNeLManincToB 34PaBoOOXPaHeHN .

KoHTakTHOe nuuo oT umeHn PTC Therapeutics Ana NnpuHATAA NpeTeH31i, B TOM Yncie MHdopmauum
O HeXenaresibHbIX ABNEHUAX:

000 «brnomanac», Poccus, 105064, r. Mocksa, yn. 3emnaHon Ban, g. 9, 31. 4 nom. ll, KomH. 84.
Ten: +7 499 500 56 93.
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