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Dleduumnt nekapbokcunasbl apomatuyeckux L-ammHokucnot (aromatic L-amino acid decarboxylase, AADC) — pepkoe
ayTOCOMHO-pPeLeCcCUBHOE HelipomeTabonuyeckoe 3abonesaHue, 06yCiOBAEHHOE reHepasn30BaHHbIM KOMOUHUPOBAHHbIM
AehULUTOM CepoTOHMHA, fothaMUHA, HOpaapeHannHa U agpeHanuHa. 3aboneBaHne xapaKTepu3yeTcs MblleYHO! runo-
TOHUWeW, 3aePIKKOI MOTOPHOTO PasBUTUS, OKYIOTMPHBIMU KPU3AMK, PACCTPONCTBAMU BEreTaTUBHON HEPBHON CUCTEMBI.
JlaboparopHas guarHoctuka geduumta AADC B Poccumn ocHoBaHa Ha onpegeneHnu KoHueHTpauuu 3-0-metungotdamuta
B CyXWX MATHAX KPOBM MeTOLOM TaHAEMHOI MAcC-CNeKTPOMETpUY, a TaKKe MOMCKE NaToreHHbIX BapuaHToB B reHe DDC
MeTOAOM CeKBeHWpoBaHUs no CaHrepy 60 BbICOKONPOU3BOAUTENBLHOTO CEKBEHUPOBAHMS.

Tepanus geduuyuta AADC BKNlOYaeT KoMOMHALMIO NPenapaTos, yayywawwmx obpasosaHue 4ohamMmHa, TOPMO3ALUX €ro
00paTHbI 3aXBaT U YBENIMYMBAIOLLMX OCTATOUHYIO aKTUBHOCTb hepMeHTa. Npenapatamu 1-i NIUHUM SBAAIOTCA CENEKTUBHbIE
aroHnCTbl AoammHa, MHrN6MTOpPbI MOHOAMMHOKCMAA3b! TUNa B 1 npenapatsl BuTamuHa B

MpencraeneH COOCTBEHHBIN KIMHUYECKUIA OMbIT HAB/IOAEHNS U NIeYeHUs NaLMeHToB ¢ HegoctatouHocTbio AADC. Ha doHe Kombu-
HUPOBAHHOI Tepanuu NUPUAOKCaNnb-5-hocdaTom, NPaMUNEKCONOM U CENEernIMHOM HabMOAANOCh YyYLIEHWe COCTOSHUSA NaLy-
€eHTa. BnepBble ObiNa [OCTUTHYTA BbIPAXKEHHAS NONOKUTENBHAN AMHAMUKA Ha (DOHE Tepanuu NMpPUAOKCab-5-hoctarom.

KnioueBble cnoBa: feduunt fekap6okcunasbl apoMatuyeckux L-aMMHokucnoT, fekapbokcunasa apomaruyeckux L-amu-
HOKMCIIOT, OKYNOTUPHbIE KPU3bl, MbILEYHAS TMNOTOHUS, MblWEYHAs AUCTOHMUSA, 3-0-meTungodamuH, NMpULOKcanb-5-doc-
¢hart, ancrasa

Ina yutupoeanusa: Konpakosa 0.5., Kasakosa K.A., lanuna A.A. n gp. CeMeitHblit cydyait HeAOCTaTOYHOCTH AeKap6o-
Kcunassl L-apomatuyeckunx aMmmHokucnot. HepeHo-MbileyHble 6onesHn 2022;12(4):88-98. DOI: 10.17650/2222-8721-
2022-12-4-88-98

Family case of aromatic L-amino acid decarboxylase deficiency

O.B. Kondakova, K. A. Kazakova, A.A. Lyalina, N.V. Lapshina, A.A. Pushkov, N.N. Mazanova, Yu.I. Davydova, D.1. Grebenkin,
L V. Kanivets, K. V. Savostyanov

National Medical Research Center for Children’s Health, Ministry of Health of Russia; Build. 1, 2 Lomonosovskiy Prospekt, Moscow

119991, Russia

Contacts:

Olga Borisovna Kondakova kondakova.ob@nczd.ru

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.


https://creativecommons.org/licenses/by/4.0/
https://creativecommons.org/licenses/by/4.0/

Knunuueckuii pasbop | Clinical case

HepBHo-Mblweunbie O JIE3HH

Keywords: deficiency of aromatic L-amino acid decarboxylase, aromatic L-amino acid decarboxylase, oculogyric crises,
hypotonia, dystonia, 3-0-methyldophamine, pyridoxal-5-phosphate, upstaza

For citation: Kondakova 0.B., Kazakova K.A., Lyalina A.A. et al. Family case of aromatic L-amino acid decarboxylase
deficiency. Nervno-myshechnye bolezni = Neuromuscular Diseases 2022;12(4):88-98. (In Russ.). DOI: 10.17650/2222-

8721-2022-12-4-88-98

HenocraTtounocTts nekapboKcmiasbl L-apoMaTiaecKix
amMuHOKMCIOT (aromatic L-amino acid decarboxylase,
AADC) (OMIM: 608643) — peaxkoe HaciaeACTBEHHOE Heli-
poMeTaboImuecKoe 3aboieBaHKe, 00YCIIOBIECHHOE Hapy-
IIeHeM 00MeHa HelpOMeInaTOpOB, C ayTOCOMHO-PeIIeC-
CHBHBIM TUIIOM HaclemoBaHMs. KiimHMYecKass KapTruHa
00ycJI0oBIIeHA TeHEepaIM30BaHHBIM KOMOMHNPOBAHHBIM
IeUIIMTOM CepOTOHMHA, TohaMUHA U IPYTUX KaTeXOJI-
aMHUHOB (aJpeHaJIMHA U HOpaIpeHaTWHA) M XapaKTePU3y-
€TCS MBILIEYHOU TUIMTOTOHUEN, 3aAEPXKKOU MOTOPHOTO
pasButusl, oKymorupHbiMu Kpuzamu (OI'K), paccTpoiicT-
BaMM BereTaTUBHOI HEPBHOM cucTeMsbl [1—4].

3aboneBanue Brepsble ormicaHo K. Xaiinenn u IT. Kneii-
ToH B 1990 I. y 2 MOHO3UTOTHBIX Os3HE1IOB [2]. CeromHst
JIIMaTHOCTHPOBAHO yxke bosee 320 manreHToB ¢ JeUImTOM
AADC [1]. Tounast yacTtoTa 3a00JIeBaHUS 10 CUX TTOp He-
n3BecTHA. [TprMepHas yactota necdpuimta AADC, oneHnBa-
eMasl 110 TaHHBIM HEOHATaIbHOTO CKPMHWHTA, COCTABIISIET
1:42000 [5]. laHHBIE TTO COOTHOIIEHUIO TTOJIOB MPOTUBO-
PEUMBBI, Cpeny 3a00JIEBIINX B OONBIIIMHCTBE CIyJIaeB IIpe-
00JIamatoT MaJTbuuKHy [2—4].

®epment AADC komupyetcst reHoM DDC, pacroiio-
>KEHHBIM Ha KOPOTKOM TIICUE XPOMOCOMBI 7, B XPOMOCOMHOM
obsacti 7p12.2—p12.1 [3, 6]. AADC — 310 NUPUIOKCATb-
docdar3aBUcUMbBI (hepMEHT, OTBEUarOIINii 3a TeKapOo-
kcrwmposaaue L-3,4-murnnpokcndenmiatannfa (L-DOPA)
u S-tuapokcurpurrrodpana (5S-HTP) ripu o6pazoBanmm Heit-
poMenraTopoB Ao(amMrHa U CEPOTOHMHA COOTBETCTBEHHO,
YTO, B CBOIO OUYepe/Ib, OTTOCPEIOBAHHO BIIMSIET Ha 00pa30oBa-
HUe HopanuHedprHa 1 snnHedpuHa [4, 7, 8].

3abosieBaHNe MMeET IIUPOKUN (HEHOTUIIUIECCKUIA
cnexTp [4, 9] 1 BapbUpyeT OT TSKENBIX GOopM ¢ TpyOoid
3aIePXKKOM MOTOPHOTO Pa3BUTHSI, PAaHHEH MBIIIICUHOMN TH-
ITOTOHME, TBUTATEILHBIMU HAPYIIICHUSIMU 1 BET€TATUBHOM
auchynkuuei (mo 70 % ciaydaeB) mo ymepeHHbIX (13 %)
u sterkux ¢opm (5 %) ¢ mperMylieCTBEHHO BEreTATUBHbI-
MU CHUMIITOMaMM, IIPW KOTOPHBIX IMAllMEHTHI CIIOCOOHBI
pa3roBapuBaTh M XOOUTh CAaMOCTOSITEILHO [3, 4, 10].

CHUMIITOMBI BO3HMKAIOT, KaK MPAaBUJIO, B TIEPBHIC MECSIIBI
XU3HU [3], cpemHmii Bo3pacT MaHMbecTarmuy — 2,7 mec [2].
OrmicaHbl HeOHATAIBHBIE TTPOSIBIICHNS, 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
COIIPSDKEHHOE 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
KoHeuHoCTel. [IpnmepHO v 1/4 ManieHTOB CUMITTOMBI
OI'K orpandeHBI 00JIACTHIO TOJIOBHI 1 IIIEH, a Y OCTAJIBHBIX
3aXBaTHIBAIOT TYJIOBHIIE ¥ KoHeuHOCTH. OI'K MOTyT OBITH
nepBbIM cuMnTomMoM 0os1e3HU. Tskenbie OI'K MoryT OBITH
MPUYMHONW PaCIIPOCTPAaHEHHON OTMCTOHWU BCETO Teja
¥ yTpOXaTh XW3HU TanueHTa. Kak mpaBuito, caMble TsI-
xkenpie OI'K BcTpeuatoTcst B paHHEM IETCTBE, C BO3PACTOM
MX TSDKECTh M yacTtoTa cHmkaetcs [3, 13—15]. OT'K — kimio-
4eBOI KIIMHWYeCKUH nmpusHak nedunmra AADC u apyrux
HapyIIeHUI HeiipoMeTnaTopHOro oOMeHa: Je(UIINTa TH-
PO3MHTUAPOKCIIIA3EI, CHHApPOMa IeuiinTa 10haMuHO-
Boro TpaHcnoprepa, BH4-neduumnTHO runepdeHmnmana-
HuHeMuHu [15]. Kpusbl Tak:ke MOTYT OBITh OOYC/IOBJICHBI
MO00OYHBIM 3(P(HEKTOM JIeKapCTBEHHBIX IpeIapaToB (Ha-
npuMep, HEHPOIETITUKOB), ITOpaXXeHNEeM 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].

BeretatruBHble HapyiieHusa 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 ¢ TIMTaHueM. OIMH 13 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 BpeMsI KaK y Jie-
Teii crapitie 2 jieT HabmonaeTcst 6ecconnuua [1, 3,4, 9, 11].

DHAOKPUHHBIE HAPYIICHUS BKIIIOYAIOT TTOBBIIIIEHUE
YPOBHSI MPOJIAKTUHA, TUTIOTIMKEMUIO U NIEDUITUT TOPMOHA
pocta. [ToBbIlIEHNE YPOBHSI MPOJAKTUHA OOYCIOBJIEHO
HapyleHrueM 00pa3oBaHus 1ohaMuHa, TOCKOJIBbKY TIOCIIEN-
HUI SBJISIETCS THTUOUTOPOM €ro cekpeluu. [umornvke-
MU, KaK MPaBUIO, UHTEPMUTTUPYIOIIAST, PA3BUBAETCS
WJTU yCyTyoJisieTcst Ha (poHe MHTePKYPPEHTHON MHMeKIMN
[3, 4] (cM. TabnmILy).

MarnutHo-pe3oHaHcHast Tomorpacdust (MPT) romoBHoro
MO3ra He OOHApYKUBAET CriennuMUecKuX N3MEHEHUH TTpu
nedunmre AADC u He sBsieTcst uHGOPMATUBHOM [4].

3anono3puTh 3a00JIeBaHNE MOXKHO 10 COYETAHUIO IBU-
raTeJbHbIX HapylIeHUH, OCOOEHHO MbIILIEYHOU TMITOTO-
aun, OI'K, 3amep:kKi1 MOTOPHOTO Pa3BUTHS C BETETaTUB-
HOI nucdyHKUMEN 1 UBMEHEHUSIMU COCTOSIHUS MAaLMEHTa

B TEUEHUE CYTOK, OCOOEHHO IMPU HOPMATbHBIX TTOKA3aTENSIX
MPT ronoBHOTrO MO3ra |3, 4].

IMo naHHBIM TUTEPATYPHI, CPETHUIA BO3PACT IIOCTAHOB-
K1 auarHo3a HepoctatouHocT AADC cocraBiseT 3,2 ro-
na [4]. JJaboparopHas auarHocTnKa aeduimra AADC
OCHOBaHa Ha HECKOJIbKUX OMOXUMHWYECKUX U MOJIEKYIISIP-
HO-TEHETUUYECKUX TECTaX: OMPEAETCHUN HEMPOMEIaTopoB
B CIMHHOMOSTOBOM XUIKOCTH, aHATTN3€e CTIeIIM(UIECKOTO
¢epmenTa B masMe, cekBeHupoBaHuu reHa DDC v omipe-
IeJIeHNM KoHIeHTpalmn 3-O-metminodammHa (3-OM])
B CyXMX TISITHAX KPOBW MPU CKPUHWHTE HA HEJOCTATOY-
Hoctb AADC [2, 6, 17].

B nacrosiee BpeMs B Poccuu 1abopaTtopHasi AuarHoc-
tnKa nedunuta AADC, Kak 1 MHOTHX APYTHUX HACIEICT-
BEHHBIX 00JIe3HEIT 0OMeHa, cocTonT 13 2 3Tamnos [18, 19].
Ha 1-m sTane npoBoauTcs onpeaeeHrue KOHIEHTpaluu
3-OM/]I B cyxux msITHaX KpOBH METOIOM TaHIEMHOI

Cpagrumenvhas yacmoma Kaunu4eckux cumnmomos npu deguyume AADC no dannvim aumepamypot, %

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

Parameter - - - -

MpliiieyHasi TMIIOTOHUS
. 95
Muscular hypotonia
MpIieyHast IMCTOHUS
. 53
Muscular dystonia
OKyJIOTUPHBIE KPU3BI 36
Oculogyric crises
Tunokunesus
. 32
Hypokinesia
3amepkKa pa3BUTHUS 63
Developmental delay
TpyaHocTH ¢ MUTaHUEM, TIIOTAHUEM
) . 42
Feeding and swallowing problems
Ju3aptpusi, TPYAHOCTU C PEUbIO 41
Dysarthria, speech difficulties
Becconnuna
. 37
Insomnia
PaznpaxureabHOCT
S 35
Irritability
Tunepruopo3s 65
Hyperhidrosis
3aI0XeHHOCTh HOCA
: 31
Nasal congestion
TunepcanuBanms
o 41
Hypersalivation
TemneparypHasi HECTaOUIBHOCTD
. i 29
Temperature instability
IIT03 Bex
Ptosis 39
CoHMBOCTD _
Drowsiness

78 75 73
54 - _
78 97 67
34 - 42
72 62 72
_ 54 19
= 86 37
— 44 —
— 44 —
- 42 -
_ - 26
_ 50 —
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MacC-CIEeKTPOMETPHUH C BEICOKOA(P(DEKTUBHO XKUIKOCT-
HOI1 XxpomaTorpadueii, Ha 2-M 3Talre — ITOATBEePKIArOIIIasT
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 B, [4, 9]. Tupu-
Iokcaiab-5-docdar (pyridoxal 5’-phosphate, PLP) — ak-
TUBHad (hopMa NMUPUIOKCUHA (BUuTaMuHa B(), KoTopas
apiseTcd Kopakropom AADC, uTo ornpeaesseT ero mpu-
MEHEeHUe y JaHHOM TpyTbl maireHToB. CytmiectsyeT 2 dhop-
MBI BuTamuHa B : mupunokcun u PLP. [upunokcuH aB-
JISIeTCSA 4Yallle BCEro HCITOJIb3YeMBIM IIperapaToM s
nevyenus gepunura AADC (80 % maLueHTOB MMoJIydaiu
€ro B pa3HBIX CXeMax Tepaltni) O1aromapst CBoeit HU3KOM
neHe n goctynHocty [3]. IMonoxkurenbHass OTMHAMUKA
IIpY 3TOM 3aperucrpupoBaHa y 38 % nauueHToB [9], Tor-
J1a KaK 0 3HAYUTEJIbHOM YIYUIIICHNN COCTOSTHHS COOOIIa-
eTcsi TONIbKO Yy 7 % GoJibHbIX [3]. 3apyOexHble MyOanKaLuu
comep:xat MHOOPMAIIAIO O eAMHUIHBIX ITaIlUeHTaX, IIPH-
HuMaromx PLP 6e3 oueBraHOro KIIMHWYECKOTo YIydIleHN S
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 CHCTEME
(IHC). Ipemapatsl 3TO TPYMITHI ITO3BOJISIOT YIIYIIIUTD
KOHTPOJTb IIPOM3BOIBHBIX IBIKCHU, YMEHBIITNTH MBIIIICY-
HYIO TUIIOTOHMIO, a TakKe yacToTy 1 TsekecTh OI'K, 00-
JIETYUTH MIPOSIBJICHUST BETETAaTUBHBIX CUMITTOMOB [2].

HNuruoutopsr 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-
pamusg godpammua B LIHC u ycTpaHsieTcst ero neuiInT.
Takum obpa3om, mHruouTopel MAQO mpemoTBpalialoT
pacran nodaMruHa U CEPOTOHMHA, TEM CaMBIM ITOBBIIIIAS
IOCTYITHOCTh MOHOAMUHOB. 10 TaHHBIM JTUTEPaATYypPHI,
y 1/3 manmeHTOB Ha (DOHE Tepanuu HHruouropamu MAO
TOBBIIIATACH AKTUBHOCTB, YITyUIIAIMCh MBIIICUHBIA TOHYC
¥ TIPOU3BOJIbHBIE IBMXKeHM [3, 4]. OnqHako B Poccnm gaH-
HasI TpYIIIa 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 Uil Tepaluy MAllMeHTOB B BO3pacTe
crapire 18 Mec ¢ TeHeTMYECKHM MOATBEPKICHHBIM JIe-
dummrom AADC — amagoKareH 3KCyImapBOBeK (arcrasa).
DamoKareH 3KCyIapBOBEK MPEICTaBIIICT COO0M peKOM-
OMHAHTHBIN aIeHOaCCOLMMPOBAHHBIN BUPYC TUIIA 2, CO-
nepxammnit KAHK rena DDC yenoBeka. BBeneHue mpermna-
para OCyLLECTBIIAETCS IOCPENCTBOM HEMPOXUPYPTUYECKOM
CTePEeOTaKCUIECKOM OoIlepaliuy, IIPY KOTOPOIt 2J1agoKareH
9KCYIIapBOBEK BBOAMTCS B 00JIaCTh CTPHUATYMa TOJIOBHOTO
Mo3ra. B pesyisraTe repeHoca reHa, KOTUPYIOIIETO BhIpa-
601Ky hepmeHTa AADC, B rOJIOBHOM MO3T€ TTOBBIIIAETCS
o0Opa3oBaHMe 10haMIHA U CEPOTOHMHA, YTO CIIOCOOCTBY-
€T YIAYYIICHUIO IBUTATSIbHBIX M1 KOTHUTUBHBIX HaBBIKOB
y mamueHToB. [IpenmyIiecTBO reHHOM Tepany 3aKJIio4ya-
€TCsl B TOM, UTO IIperapaT HeIOCPeIACTBEHHO BBOIUTCS
B YYaCTOK MO3Ta, B KOTOpPOM AeicTBYeT epmeHT AADC
[20—22]. ¥V Bcex marmmenToB ¢ medpunurom AADC, mory-
YUBIINX TEPAITUIO 31aTOKareHOM 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 HAPYIISHUSIX, 9TO YaCTO IPUBOIUT K ITO3IHEH
JIMaTHOCTHKe 3aboseBaHus. JAnddepeHIImanbHbIi TUarHo3
ciemyeT MMPOBOIUTD C TTOCIEACTBUSIMUA CTPYKTYPHOTO T10-
pakeHMSI BEIIECTBA TOJIOBHOTO MO3Ta (IETCKUIA Iiepedpatb-
a1t mapaaund (JILIIT), mociencTBrs TMITOKCUN Y MIIIEMUH,
00BEeMHBIE HOBOOOPA30BaHMSI TOJIOBHOTO MO3Ia M TIp.), 3ITH1-
JIENTIECKUMU 3HIIE(DATONAaTHSIMU, 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-
JlyeT MPOBOAWTH C APYTMMU HApYILIEHUSIMU OOMeHa Heu-
POMEINATOPOB B TOJIOBHOM MO3Te¢, TAKMMU KaK Ie(UIIAT
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THUPO3UHTUAPOKCHUIA3bl. JudbdepeHIIMpoBaTh TaHHBIC
3a00J1eBaHNSI HA OCHOBAaHMM KJIMHWYECKON KapTUHBI 3a-
TPYIHUTEITHHO W3-3a CXOACTBA OOJIBIIMHCTBA CUMIITOMOB:
3aIep>KKI MOTOPHOTO Pa3BUTHSI, OCEBOI MBIIICYHOMN TH-
rmotoHuH, rurokuHe3nu, OI'K, MbIIIIedHOTO THUTIEPTOHYCa
B KOHEUHOCTSIX, IITO3a BeK, TUIIEPTUAPO3a N CIIFOHOTEUEC-
HUS, PIYKTyalIny KIMHUYECKHX TTPOSIBIICHU Ha IIPOTSI-
XKeHUU cyToK [15]. OTnmunuTeTbHBIMU IPU3HAKAMU SIBJISI-
I0TCS HAJTMIME PA3IMIHBIX TI0 PUCYHKY ITApOKCU3MATbHBIX
COCTOSTHUM W OTCYTCTBHE CTONKOTO TTOJIOKUTEILHOTO OT-
BeTa Ha TepaIlio IIperapaTaMu JICBOIOIILI B HAYaJIe Jiede-
Hus. UckmouenneM spisietcsa JJOPA-HeuyBCTBUTEIbHAS
dopma mipu nedUIIUTE THPOZMHTUIPOKCIIIA3KI, IIPA KOTO-
pOIf OTCYTCTBYET OTBET Ha HEOOJIBIIINE JO3bI IIPEITapaToB
seBomombl. [1paBUIBHBIN AMArHO3 IIOMOTAIOT ITOCTABUTh
MMpoBeAcHUE OMOXUMHNYECKOTr0 CKpUHMHTA Ha 3-OM]]
1 TIOATBEPXKIAIOIIas TeHeTUIeCKasl TMarHOCTHKA.

Henocrarounocts AADC Heobxomumo auddepeHI-
pOBaTh C THIEPKWHETUICCKOM M aTOHMIECKM-ACTATH-
yeckoit popmamu AIIIT. CXogHBIMM CUMITTOMAMMU SIBJISI-
I0TCS 3a7epKKa TEMIIOB MOTOPHOTO M TICMXOPEYEBOTO
pa3BUTHSI, CYIOPOTH, ABUTATCIbHBIC HAPYIICHUS, TIPE-
CTaBJICHHBIE MBIIICYHON TUIIOTOHUEH 1 nucToHueid. OT-
JIMIUTENIBHBIMUA cuMnToMaMu 1ipu aecuinre AADC sB-
nsgrorcss OIK, BereTaTuBHBIE CUMIITOMBI M THITMYHBIC
W3MEHEHMST COCTOSTHUS TalleHTa B TedeHue cyTok. [1o-
MOIIIb B IMarHOCTUKE oKka3biBaeT MPT romoBHOTO MO3ra,
npu kotopoii y nauueHTa ¢ LT BBISIBISIIOTCSI CTPYKTYp-
ueie HapymeHus [THC (rumokcndecKu-uieMnIecKoro
WY TIOCTTEMOPPArnIecKoro xapakrepa) Win BpOXKICHHBIC
ITOPOKU Pa3BUTHSI TOJIOBHOTO MO3Ta.

[To maHHBIM JUTEPaTyphl, Y 27 % NalLKeHTOB ¢ aedu-
mutoM AADC ommb0YHO AMATHOCTUPOBAIN SITUJIETICUIO
[3]. Cymoporu SBISIOTCS PEAKMM CUMIITOMOM TTpU Aedu-
mute AADC u perncrpupytorcs B 8 % caydaes [4]. OT'K
1 TUCTOHMYECKHE aTaKW MOTYT pacIiCcHUBATHCS CIICIIMA-
JIMCTaMU Kak MpUcTynbl cynopor. JuddepeHuupoBaTh
SIWICTITHYECKIUE IPUTIAIKI OT HESMMICITUICCKHAX TTOMO-
raet Buaeo-OD -MOHUTOPHHT C y4eTOM aHaMHe3a 1 KIIH-
HUYECKUX ITPU3HAKOB OOJIE3HM.

CuMnToMaMHu, XapaKTepHBIMHU KaK IJIST HEIOCTaTOU-
Hoct AADC, Tak 1 11 MUTOXOHAPUATBLHBIX 3a00/1eBa-
HUU, SBISIOTCS MBIIICYHAs] TUTIOTOHMS, IITO3 BEK U CYIIO-
poru. JIJIsT MUTOXOHIPUATBHBIX OOJIe3HE# XapaKTEepPHBI
cneunduryeckre naMeHeHus no gaHHeIM MPT ronoBHoro
MO3Ta, HAJTMIWe JJAKTaT-aIia03a Ipy psiae (popm, OTCYTCTBHE
OI'K u bmyKTyalmiu CMMIITOMOB B T€UEHHE CYTOK.

Hedpuut AADC MOXeT UMUTUPOBATh MHOTHE HEPB-
HO-MBIIIIEYHbIC 00JIE3HU, HAIIPUMEDP BPOXKICHHBIC MUA-
CTeHWYECKNEe CUHAPOMBI M MHUoIatnu. KimmHnyeckumu
MMpU3HaKaMHU, XapaKTepHBIMU TSI 000MX COCTOSTHUMA, SIB-
JISTFOTCSI MBIIIIEYHAsI TUTIOTOHUS, TITO3 BEK U YTOMJISIEMOCTb.
[Tpu mpoBenenny muddepeHINATEHOTO TUarHo3a C TPYII-
0¥l HEPBHO-MBIIIEYHBIX 00JIe3HEI B IEPBYIO O4Yepeab
cleayeT obpallaTh BHUMaHNWE Ha HAJIMYME MBIIICYHOMN
C1a00CTH, KOHTPAKTYP CYCTAaBOB, IBIXaTeIbHBIX HapyIIIe-

HUIA, KOTOpBIe HeXapaKTePHEHI IS HApYIIeHU HeiipoMe-
IraToOpHOro oOMeHa. BeigBIeHME criemuUIeCKUX IS
HEPBHO-MBITIIEYHON MATOJIOTUH M3MEHEHUI IIPH CTUMY-
JISIITMOHHON M/ WJTN UTOJTRYATON MUOTpady U IIPOBEICHIE
MOJIEKYJISIPHO-TEHETUUECKON AMAaTHOCTUKM TTO3BOJISIIOT
MMOCTaBUTh TOYHBIN JUATHO3.

IIpuBoauM pe3ynabTaThl COOCTBEHHBIX HAOIIOASHU
2 maumneHToB ¢ geduuntoMm AADC 13 onHOIT ceMbU.

KnuHuyeckunn cnyvai

Ilayuenm A. 6 603pacme 6 mec nocmynun @ omadeneHue
namonoeuu parnneeo demckoeo ospacma PIAY «Hayuonans-
HbLi MeOUYUHCKUU UCCAe008amenbCKUll UeHmp 300p08bs Oe-
meit» Munzdpasa Poccuu c scarobamu na napoxcusmanshoie
COCMOosAHUS 8 8Ude BbIMAUBANUS PYK, 3aNPOKUObIBANUS 20~
J08bL C YACMOMOU HECKOAbKO pa3 8 CymKU, I3nU300bl 3agede-
HUsl 830pa 66epx, 3a0epiucKy MOMOPHO20 U NCUXOPEUe8020
Pa3eumusi, NOGbLIUEHHYH) COHAUBOCMb, HEYCHOUYUBBLIL CIYA,
HOCMOSHHYI0 3AA0MCEHHOCMb HOCA, 2UNEPCANUBALUI0, NIMO3
(puc. 1).

Pebenok om 5-ii bepemennocmu, npomexaguieii Ha ghooHe
mokcukxo3a 6 I mpumecmpe, anemuu I cmenenu. Poowt 5-e,
CpOUHble, OnepamusHbie, nymem NAAH08020 Kecapesa CeHeHuUsl.
Macca meaa npu poxcoenuu 2688 e, oruna meaa 48 cm,
OKPYJICHOCMb 204108bl 32 cM, OKpYyscHocmb epyou 31 cm. Ouen-
Ka no wkane Aneap — 7/8 6annos.

B podocnosHroii: desouxa om 1-ii bepemenrnocmu umena
CXO0UCYI0 KAUHUHECKYI0 CUMNIMOMAMUKY, YMepAd 8 803pacme
6 n1em. B cemve ecmo ewje 2 300posuvix demeil. bpak e kpos-
HOpOOCMEBeHHbL.

Pannee ncuxomomopHoe pazgumue ¢ 8bipajiceHHoll 3adepiic-
Koli: pebeHOK Ha MOMeHm Nepeoli 20CNUMAU3aUUU Camocmo-
SIMENbHO He YOepicugaem 20108y NPU 6ePMUKAAU3AUUL, He ne-
pesopavugaemcs, NOCANCEHHbII KOPnyc He ydepicueaem,
HO npu 3mom eyaum, yavibaemcs, ouggeperyupyem ceoux

Puc. 1. lunomumus, nmo3 éex u eunepcarusayus y nayueHma c oeguyumom
AADC 6 sospacme 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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HepBHo-mbiweyHbie 5OJIE3HH

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 OMMEHAAUCh 3a8edeHuUe 20108bl U 21a3 /e-
60, MOHUYECKOe HaNpsdIceHUe PYK, HO NpU SMOM SnULenmu-
@opMHOI aKkmusHOCMU He 3ape2UCmPUPOBAHO.

B 6o3pacme 5 mec no dannoim D31 6 cocmosnuu 600p-
CMB0BAHUSL INUNENIMUPOPMHASL AKMUBHOCHb HE 3apecucmpu-
POBAHA, B0 CHe — 3ape2UCMPUPOBAHA C HEGbICOKUM UHOCKCOM
npeocmasaeHHOCMU 8 UeHMPAAbHOU A00HOI obaacmu. 3ape-
2UCMPUPOBAHO 5 DNU30008 PUMMUHHO20 NOOEPeUBAHUS N€601L
PYKU ¢ omgedeHUeM 20108bl U 2143 6npaso 6 meuerHue 5—8§ c.
DI-nammepH — 8bICOKOAMNAUMYOHAS 0eAbMA-AKMUBHOCb
OUOKYUNUMANBHO.

Tlockoabky Ha ¢one nposodumoti npomugosnurenmu-
YecKoil mepanuu NOA0JICUMENbHOU OUHAMUKY He NOAYHeHO,
6 603pacme 7 mec no Mecmy JcumenbCcmeda 6aabnpoesas Kuc-
JA0ma bvlaa 3amMeHena Ha oKckapoasenut 6 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 00ablue
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 <ONUCIMOMOHUYECKOL»
no3ol.

Y pebenxa ommeuancs cHudiceHHbL UHMeEpPeC K OKPYica-
roujemy, 3pumenbHulii KOHMAKM KPAMKOBPEMEHHbLLL, ObICIMPO
ucmowancs. lonrocosas akmusnocms Ha npomsdicenuu OHs
npedcmaeaenHa mMaromMooyaupo8aHHbIMU 80KAAUZAUUIMU.
IIpu smoyuonanvro-peuesom odpawerul Ha AACKO0BbLI 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, 4moowt
noKOpMUmMb.

Ha npomssicenuu 0us y pebenia Haba00aA0Ch HECKONb-
KO 6apuanmos napokcusmanvuuix cocmosinuil. Ilepeulii 6a-
puaum — munuunsle OIK (puc. 2) npodoaxcumensHocmoto
om 1—2 do 15—20 mun, unoeda conpogoxcdaroujuecs opoga-
YUansHol OUCmoHUell ¢ OMKPbIGAHUEeM pma U ONUCHOMOHU-
YecKoll no30i ¢ 3anpoKUdbI8aHUEM 20108bl, NOOEPSUBAHUAMU
6 pykax. Ilpu smom pebenok Haxoduacs 6 co3Hanuu, peasu-
p06an Ha NPUKOCHOBeHUe U 00paujeHHYI0 peds, NPO00ANCaN
cocams cocky.

Bmopoii eapuanm npucmynog — coOCmosHUs N0 MUny
JucmoHUu4ecKux amak, @ meueHue Komopuix pebeHoK Haxo-
0uacst 8 GbIHYIHCOCHHOM NOAOICEHUU C NOBOPOMOM 20408l
u Kopnyca 8 00Hy cmopoHy (6e3 ena3008uzamenbHulX Hapy-
weHnuil), npodoaxcumenvrocmoio 15—20 mun u 6onee). Taxue
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 NoAoJceHUe, HO peOeHOK HaX00UACsl 8 CO3HAHUU,
peazuposan Ha 2040¢ U YAbloaics.

Tpemuii 6apuanm npucmynog — napoKcusManbHvle co-
CMOsIHUSL OAUMeAbHOCMbI0 00 4—5 u, Komopble 603HUKAU
Y mMaavuuka 6 gospacme 2,5 mec, ux npoooaxucumesbHoCms
U nepuodU4HOCMb UBMEHSAUCH N0 Mepe NPOo2peccupo8anus
bone3nu. OnucaHHblll apUanm NPUCMYNa 6cee0d 803HUKAN
60 6MOPOIl NOA0BUHE OHs UAU HOUbIO, K020a pedeHOK Obin
yemasuium. Hnoeda npucmynst npo8oyupo8atucy 3pumens-
HbIMU pa3opascumensmu U IMOYUOHANbHBIM NepeHanpsice-
Huem (Hanpumep, 6cmpeteli co 3HAKOMbIMU AH00bMU, 8bIX000M
Ha nPpo2yAKY, KpamKo8peMeHHbIM NPOCMOMPOM Meaegu3opa,).
Dmu MHO204ACO8ble COCMOSHUS HAYUHAAUCH C OOMAKAHUS,
3amedneHuss 08UICEHULl, YMPambl AKMUBHOL OesimeAbHOCI,
Qukcayuu 830pa 8 00Hy cmopoHy be3 nomepu CO3HAHUS, HA-
pacmanus moiutevroll eunomonuu. Ilpu smom peberok Haxo-
Ouacs 6 CO3HAHUU, Peazuposan Ha Mams, Mo2 NPUHUMAMb
nuwy. /Jlanee pebenok 3aceinan u ¢ ympa npocvinaics 8 Hop-
MAAbHOM COCHOSIHUU.

B omoenenuu 6 6ospacme 6 mec npogeder audeo-2391-
MOHUMOPUHE CHA U 600PCMBOBAHUS: YACMOMA OCHOBHOIL AK-
mueHOCMU He 3aMedAeHa OMHOCUMENbHO 803PACIHOL HOPMBL.
DyHKyUoHANbHbIEe NPOObL He 8bI36AAU NAMOA0UHECKUX U3Me-
Heruil Kopkoeot pummuru. Con duggheperyuposan na cmaduu
u ¢azel. usuonocuveckue NAMmepHsvl CHA CHOPMUPOBAHDL.
3a epems uccredoganus INULENMUPOPMHOL AKMUBHOCTU
anusenmuuecKux npucmynog u ux II3I-nammepros He 3a-
peeucmpuposaro. MPT 2010681020 M032a He bisguUAa CMPYK -
mypHoit namonoeuu. Ilo pezyssmamam o6caredosarus peber-
Ky Hauanu omMmeHsms NPOMUBOINUAENMUHECKYI0 Mepanuio
u3 2 npenapamos (cHauasa ommeHeH oKcKkapbasenut), Ha-
yama uH@Y3UOHHAS Mepanus NUPUOOKCUHA 2UOPOXA0PUOOM
6 doze 100 me/cym. Ilpu evinucke pekomeHO008aHbl NOCME-
NeHHAs OMMeHa 2-20 NPOMUBOINUAENMUYECK020 NPenapama
(nesemupayemama) u NOCMOAHHBLI NpUeM NUPUOOKCUHA
6 doze 100 me/cym per os ¢ pazdenenuem Ha 2 npuema. ns
YmouHenus 0uazHo3a pebeHOK HAnpaeaeH Ha NOAHOIK30MHOe
CeK8eHUuposanue.

Cexsenuposanue noaHo20 3K30Ma 6bissuno 6 eene DDC
HyKkaeomuonwiil eapuanm c. 1040G>A (chr7:50476625C>T),
npueodsawuil K amunokucaomuomy eapuanmy p.Arg347Gin
8 20MO3UOMHOM COCMOSHUU, ONUCAHHbLI paHee [2, 3].

[losmopnas eocnumanuzayusi 6 omoeneHue NAmMoaoUU
parnne2o demckoeo sospacma PIAY «Hayuonanvuolit medu-
YUHCKULL uccaedosamenvckuil yueHmp 300poebs demeit> Mum-
30pasa Poccuu 6 éo3pacme 10 mec. IIpu nocmynaenuu omme-
YeHa MUHUMAAbHASL NOA0JCUMENbHASE OUHAMUKA 8 MOMOPHOM
passumuiu: pebeHox 0oabuie yoepicugaem 20108y, nepuooutec-
Ku hepesopauugaemcs Ha ycueom. COXpaHsomcs 8bipaiceHHas
3a0epiicKa NCUXOMOMOPHO20 PA38UMUSL U CUMIIMOMbL CO CHO-
POHbL 8e2EMAMUBHOL HEPBHOLL CUCMeMbL (COHAUBOCMb, 3A10-
JceHHOCmb Hoca, eunepcaiusayust) u nmos eex. llapokcus-
ManbHbie INU300bl COXPAHAIOMCSL C MOLL Jce YACMOMOIl.

Bo epems cochumanuzayuu 8 1a60pamopui MeOUUUHCKOL
2eHOMUKU Obl1a NPoBedeHa 8anudayus 8bis81eHHO0 8APUAH-
ma 6 eene DDC'y pebenka u eco podumeneti Memooom cexee-

Huposanus no Caneepy. BoiseaenHoiil 20M03UeOMHbLI HYyKAE-
omuonutii sapuanm c. 1040G>A (p.Arg347Gin) noomeepicoen
Y npobanoa, a eco podumenu s18ASIOMCS 2eMePO3ULOMHbIMU
Hocumensamu.

Onpeodenenue konyenmpayuu 3-OMJI] 6 cyxux namuax
Kpo8U 8bl58UA0 3HAYUMEAbHOe NpegblileHue KOHUeHMPAyuu
memaboauma — 1181,60 ne/ma (Hopma <305 He/mn).

Taxkum o6pazom, Ha OCHOBAHUU KAUHUYECKOU KAPMUHb,
O0aHHbIX OUOXUMUYECKO20 U MOACKYASPHO-2EHEMUYECK020 UC-
caedogarnus peberky ycmarnoener duaenos depuuyuma AADC.

IIposedena koppexyus meduKameHmo3Hol mepanuu:
nocmeneHHas OMMeHa Aegemupayemama noo KOHmpoaem
DII. B medukamenmosuyro mepanuro exaioversvi PLP 6 doze
100 me/cym 6 2 npuema, uepe3 Heckoavbko OHell dobasaeH
cmumyasmop doghamunepeuneckoi nepedauu 8 IIHC npamu-
nexcon 0,125 me no 1/12 maba/cym (0,005 me/xe/cym) ¢ no-
cmenenHoil mumpauyueli 0o3vl. Bce npenapamer naznavenst
off-label ¢ ungopmuposanuem u ¢ RUCbMEHHO20 CO2AACUS
podumeneii pebenxa. Ha gone 6éedenus ¢ mepanuio PLP
OMMeUeHO BbIPAJICEHHOE YAYHULeHIe COCIOSHUSL peOeHKa Yice
6 nepevie 2 cym: 3HA4UMeAbHO YMEHbUUAUCL NMO3 6€K, CO-
HAUBOCMb, 8A0CHb, HA HECKOAbKO YACO8 COKPAMUACS OHEeG-
Holl con, cHusunacy wacmoma OI'K, peberox cman akmueHee,
IMOYUOHANBHEE, NOABUACS UHMEPEC K OKPYICAIOUEeMY, Y1a-
cmuauch gokaruzayuu. Manrvuuk vinucan uz cmayuoHapa
¢ NOA0IHCUMENbHOU OUHAMUKOU, C PEKOMEHOAUUIMU nOCHe-
NeHHO20 nogvlulenus 003bl npamunekcora u dobagreHuem
6 mepanuio ceae2uAUHa 2UOPoOXA0pUOd.

B kamamHese ommeuanrace noaoxcumenvHas OUHAMUKA
6 8ude npuobpemenUs YCMOU4UB020 KOHMPOAS 20408bl, ne-
Dpesopoma, nOnbIMoK nodsemMa Kopnyca 8 NOA0ICEHUE HA HCU-
6ome, Npu 6epMUKAAU3AYUU U NOJOepicKe NO0 MbIUKAMU —
nOnbIMOK X00b0bl C XOPOUWLUM BbIHOCOM HO2U, Y8EeAUYEHUS
3QUHMEPECOBAHHOCMU OKPYICAIOUWUM MUPOM U USDYWKAMU,
B0KAAU3AUUAMU 8 OMBEM HA peub CO CIOPOHbL 83DOCA020,
@opmuposanuss ycmoiuuueo2o0 3puUmenbHo20 KOHMAKmMA.
Co cn06 podumeneii, MarbuuK cman MeHvlie cnamo U 60abuie
dsuzamucs, paccmampuseaem uepyuku u kapmunxu. Cokpa-
muaace OAUMenbHOCMbs AKUHeMUYeCKUuX npucmynos (Makcu-
manvHo 0o 2—3 ) ¢ yuxauynocmoio 1 paz e 3 ous. Ha gone
NOA0XHCUMENbHOI OUHAMUKY MAKJCe 803POC MblIUEUHBLI MO-
HYyC N0 SKCMPAnupamuoHomy muny, omme4eHsl ycuieHue
U yuaweHue OUCMOHUYECKUX AMAakK 8 8ude MH0204aCO8bIX
BBIHYIHCOCHHBIX NOBOPOMOE 20106bl K NPAGOMY Naexy U Ouc-
MOHUYeCKUX YCMAaHO80K pyK, 6e3 ympamoi co3nanus. Taxice
npu goxaauzayusx (NONbIMKAX KOMMYHUKAUYULU C OKPYICAI0-
WUMIL) CIMAnU 0MMe4amocs U NOCMeNneHHo Hapacmams Ha-
CUNLCMBEHHbIE 0BUMNCEHUS 8 BUDE WILPOK020 OMKPbIBAHUS pMa
u 3anpokudsiéanus 2onr06sl. Co c106 mamepu, 6 gozpacme
1 200a 2 mec pebenok nepenec ocmpyr pecnupamopHyio
8upycHyr uHghexyuio (603moducto, evizeanuyro COVID-19),
CONPOBOICOAIOUYIOCS NOGbIULEHUEM MeMnepamypsl meaa,
¢ nocaedyrouum peepeccom NpuoOdpPemeHHbIX 8 MeNCceoCHU-
manbrbLil Nepuod MOMOPHBIX HABBIKOE, YUaujeHueM OUCmo-
HUYeckux NPUCMYNO8, HAPACMAHUEM 2UNnepcaruéayuil
u nmoasa.
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HepBHo-Mblweunbie O JIE3HH

[Ipu eocnumanusayuu 6 omoenenue namoao2uu paHHe2o
demckoeo eo3pacma DPIAY «Hauuonanvhoiii meduyunckuil
uccaedosamenvckuil yeHmp 300poewvs demet» Mumnzdpaea
Poccuu 6 so3pacme 1 200a 3 mec cocmosnue nayuenma c mu-
HUMAABbHOU NOAONCUMENbHOL OUHAMUKOLU OMHOCUMENbHO
nocaedueii eochumanuzayuu. Pebenok camocmosmenvHo He-
npoooAdICUMENbHO YOepIcUBaem 20408y, Nepeaopavusaemcs,
aKkmugHo e3aumodeiicmgyem c okpyxcarowumu, eyaum. Oo-
pawaem Ha cebs 6nuManue deghopmayus uepena 8 sude cKo-
WEeHHO20 CNpasa 3amulika, mpedyrouezo opmoneoutecKoll
Koppexuyuu.

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

B mepanurto dobasaen uneudbumop MAO ceneeununa eu-
dpoxaopud 5 me (u3 pacuema 0,1 me/xe/cym) no 1/5 maba
3a 2 npuema 6 cymku (ympom u 6 obed), ¢ noCmeneHHol
mumpauueii dosvl Ha 0, 1 me/xe/cym uepes 2 ned. B meduxa-
MeHmo3HoU mepanuu npodoaxcer npuem PLP u npamunex-
€0/1a 8 COOMBEMCMBYIOUUX PeKoMeHO08anHbix do3ax. C yuemom
peepecca MOMOPHbIX HABbIKOB HA (hOHE nepeHeceHHo20 UHpek-
UYUOHHO020 3a004e8aHUs PeOEHKY PeKOMEeHO08aHO NpogedeHue
UHGhY3UOHHOU mepanuu 6 nepuod 001e3HU, BKA0HAarOUell nUpU-
dokcut u 2aroko3y. Mame pebenka 06y4eHa uzmepeHuro 210Ko0-
3bl 8 KPOBU OOMAUIHUM 2H0KOMEMPOM, PeOeHKY PEeKOMEHO08AHbL
KOHMPONb YPOBHS 2AH0K03bL 8 KPOBU 8 MeyeHlUe CYMOK 80 8DeMs
bone3Hu, nepeaemos u aKmugHoll Quu1ecKoil peabusumayul,
npopUAIaKMUKA OAUMENbHBIX NPOMENCYMKO0B8 MeNCOy npUeMamil
nUWU 8 nepuod UHMEPKYPPEHMHBIX UHPEeKUULL.

B mesceocnumanshblii nepuod Marbuuk neperec KoKAou
C 3AMAICHBIM MeUeHUeM, C NOBIMOPHBIM Pe2peccom MOMOPHBIX
HABbIK0G (paHee daHHble PeKOMeHOAUUU NO 8e0eHUI0 NAUUeH -
ma 6 yca08usx UHMepKyppeHmHbIX 3a001e8aHUll COOAI00eHbl
He ObLal).

Credyrowas eocnumanuzayus 8 omoeneHue namoao2uu
pannezo demckoeo gozpacma DIAY «HayuonanvHolii medu-
UYUHCKUIL Uccae008amensckuil yeHmp 300poevs demeir> Mun-
3dpasa Poccuu 6 eo3pacme 1 200a 8 mec. IIpu nocmynaenuu
6 omoeneHue ommeuaemcs epydas 3a0epiucKa ncuxomomop-
HO020 pA38UMUSL: MAALYUK NA0X0 OepIcum 20108Y, He nepeso-
pauueaemcs, He cUOUM NOCAICEHHbLI, OMMe4aemcs blpa-
JceHHas Ougpysnas MvluieuHass 2UNOMOHUSL, GbLPANCEHDI
COHAUBOCMb, NMO3 8eK. HAUUMEAbHO UBMEHUAUCH XapaKmep
U nepuoOUYHOCMb AKUHEMUYECKUX NPUCMYNO8: UX OAUmeNnb-
HOCMb coKpamuaacs 0o 30 MuH, Ho OHU CIAAU eXCeOHeBHbIMU
unu ¢ yacmomotii uyepe3s deuvb. Obpawano Ha cebss BHUMAHUE
Haau4ue Aaowe20 3amsxicHo20 Kauias, 3Ha4UmensHo Ucmo-
warowe2o nayueHma, ocobeHHo 8 HouHble uacel. lIposeden
KapouopecnupamopHbslii MOHUMOPUHE, NAMOA02UHECKUX OM-
KAoHeHUil He sbisieneno. C yeavto KynupoeaHust Haesa34ugo2o
Kauins neped CHOM HA3HA4YeH nazargepan.

1lo OanHbim aumepamypel, y nayueHmog, umMeruux na-
moeennutil sapuarnm 6 L-JIOPA-ceszviearouem cailme AADC,
Habao0aemcs 3HaHUmMenbHoe YayuuleHue COCIMOsIHUS NPU HA-
3HaueHuu npenapamos negodonvt [4]. Ilosmomy 6 meduka-
MeHmOo3HyI0 mepanuto Obin 006a6aeH KOMAIAEKCHBLI npenapam
s1e6odonst u kapoudonst (Haxom). Co 2-x cymok npuema npe-
napama 6 dose 15 me/cym no aesodone (1/16 maba naxoma)
OMMe*anoch 3Ha4UmMenbHoe NoGblieHUe MblULeYHO20 MOHYCA,
pebeHOK XOpouio y0epicusaem 20108y EPMUKANHO, YMEHbULLUA-
cs1 nMo3, Obem Ho2amu o NOBEPXHOCMU, NbIMAEMCs MAHUNY -
Aupogams pykamu. Buinucan ¢ nososxcumensHoil OuHamuroll,
¢ peKomeHdauusmu no danvHeiiemy yeeauueHuro 003bl HaKOMa
0o 30 me 2 paza é cymiu no nesodone noo KOHMpPOAeM Hegpoao-
2a U aKmueHoll 08U2amenbHoU peabusumayuu.

3a epemsa eceeo nepuoda OUHAMUYECKO20 HAOAHOOEHUS
3a Manb4uKom 0coboe eHUMAaHUue obpawaem Ha cebs 0AHO-
0bpasHoe meuerue 601e3HU 8 3a8UCUMOCTU OM COMAMUYec-
K020 cocmosinus. Ilpu unmepkyppenmuoix 3a004€8anUsX,
HecMOmpsl Ha NPOOOAINCAIOUYIOCS MEOUKAMEHMO3HYI0 mepa-
NUI0 ¢ panee NOA0NCUMENbHOU OUHAMUKOLL, nPOUCXo0um pe-
pecc npuodpemeHHbIX HABbIKOB8 U nocaedyoujee OAUmensHoe
ux goccmatoenerue. Bnepaovle c npuemom npenapamos 1e6o-
donvl y nayueHma noseuAUCs AKmueHble yeaeHanpasieHHble
08udiCeHUs 8 PYKAX U NONbIMKA MAHUNYAUPOBAMb PYKAMU.
Ilpeobaadaswas panee oupghysnas moluleuHas eunoOMoHUs
NOCMeneHHo CImana CMeHsmMbCsl NObIUEHHbIM N0 NAacmuyec-
KOMY MUny Molule4HbIM MOHYCOM U OUCMOHUYEeCKUMU ama-
Kamu. 3anoxceHHocms Hoca mpebyem NOCMOSHHO20 NpUMe-
HeHUsl cOCcyQoCyICUBAOWUX Kaneab U 8 Nocaedyruem
onepamueHoeo neverus (nodcausucmas eazomomust). 3ano-
Dbl OecnoKosm 3HAYUMENbHO pedice, auje 6ce20 — nocae cme-
HblL Ouemsl.

Ilo dannvim meduyuHnckoll doKymenmayuu, cmapuias
cecmpa npobanda nocmynuna 6 omoeneHue NCUXOHe8pPOA0UL
u ncuxocomamuyeckoii namonoeuu PIAY «Hayuonanvuoiii
MeOUUUHCKULL UCCAed08amMenbCKull ueHmp 300poebs demeil»
Munszdpasa Poccuu 6 6o3pacme 1 20da 6 mec (2008 e.) c xca-
sn0bamu Ha cydopoeu 8 sude 3aeederus ena3 Hasepx, UH020a
CONPOBOANCOAIOUUECS IHCEBAMENLHBIMU OBUNCCHUSIMU, MOHU-
YecKUMU N00epeUBaHUAMU, OBUNCEHUIMU NO MUNY 83MAX08
DPYKAMU U HOAMU N0 HECKOAbKO Pa3 8 meueHue OHsl, 3a0epPIUCKY
NCUXOMOMOPHO20 PA36UMUSL, COHAUBOCb, BA0CHLb.

Pannee momoproe pazeumue 6e3 ocobennocmeii. Ilocae
NAAHOB0IL 8aKYUHAYUU 8 803pacme 3 Mec OmMe1ancs pespecc
MOMOPHBIX HABBIKOG, NOSGUALUCH NPUCMYNbL 8 8UI0e 3aNPOKU-
Obl8aHUSL 20108bL, MOHUYECK020 HANPAICEHUs. PYK U 3a8e0eHUs.
ux Hazao c wacmomoii 5—6 pa3 6 dens. B 6o3pacme 4,5 mec
NpUCOEOUHUAUCH NPUCMYNbL 8 8UOE NOAUMOPPHBIX KUBKOE,
UHOAHMUABHBIX CNA3MO8, ONEPKYAAPHBIX A8MOMAMU3MO8,
3aeedenus enas Hagepx ¢ uacmomoii 3—4 paza é OeHb.
Ha 1-m 200y ycusnu umenu mecmo HeoOOHOKPAmMHble 20CHU-
maauzayuy no noooy NamoaocUu HceaydoUHO-KUWEeUH020
mpakma (HeymoYHeHHAs KUuuleuHas uHgexyus, eacmposH-
mepum).

B so3pacme 8 mec 8udeo-22-monumopune 8bi6un Mynb-
mupeeuoHapHsle pazpsobl KOMAAEKCO8 OCIMPAs — MeOAeHHAs
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604HA, NUK — MeOAeHHAsl BOAHA, CAONCHBIE NOAUPA3HbIE KOM-
naeKcol, CynpeccugHo-83pbl6HOL nammepH 6 ude KOPOMKUX
2nu30008. Pebenky Obiia HA3HaA4eHA NPOMUBOINUAENMULEC
Kas mepanus: 8aabnpoesas Kucioma (Oenakut cupon) 6 0o-
3e 240 me/cym. B éo3pacme 10 mec 6 neuenue dobasaeH Kao-
Hazenam 0,5 me 2 paza 6 OeHv.

Ilpu nocmynaenuu 6 kaunuxy DPIAY «HauyuonanvHulil
MeOUUUHCKULL UCCAed08amMenbCKull ueHmp 300poebs demei»
Mun3zdpasa Poccuu 6 6o3pacme 1 eoda 6 mec y nauuenmku
ommeuaemcs epydas 3a0epicKa HCUXOMOMOPHOR0 PA38UMUS
(20108y He depiicum, He cUOUM, USPYIKAMU He UHmepecyem-
cs), CNOHMAaHHAA 08UAMENbHASL AKMUBHOCMb CHUJICEHA,
desouka esnas, conaueas. B nesponoeuueckom cmamyce:
Oupghy3nas mvlueuHas 2UNOMOHUSL, CYXONCUAbHDBIE PeieKChl
¢ PYK U Hoe 8blcOKUe, 08YCMOPOHHULL NMO3 €K, MHOMCECH -
BeHHble MUOKAOHUU, 2UNepKUHe3bl N0 MUY 83MAX08 PYK U HO2,
HAacunbCmeeHHble N0BOPOMbL 20108bl.

1lo dannoim III pecucmpupyemces snurenmughopmuas
AKmu8HOCMb 8 8UOe KOMNAEKCO8 CNALIK — MeOAeHHAs 801HA
6 Heb0AbUIOM KoauYuecmae 8 npagoil 100HO-8UCOHHO-MEMEeH -
HO-UeHMPanbHol 004acmu ¢ nNepuooUHecKUM pacnpocmpane-
Huem Ha buramepanbHvle omoensl.

3a epems Haxoxcdenus 6 omoenreHuu NPoeooUAcs Ougp-
gepeHyuanvHblil 0UaeHO3 ¢ HACAEOCMBEHHbIMU 00Ae3HAMU
00MeHa 8eulecma: UCKAIYeHbl AMUHOAUUOOnamuu, opeanu-
yeckue auuoypull, HapyuwleHUs MUMOXOHOPUANLHORO [S-OKUCAeHUSL
ACUPHBIX KUCAom (MAHOeMHAL MACC-CReKMPOMempuUst), Al-
30COMHble 00Ae3HU HAKONACHUS: HelPOHAAbHBIL UepOUOHbLL
aunogycyunos I-eo u 2-eo muna, GM I-eanearuo3udos (mo-
NEKYAAPHO-2eHeMUYecKasi U SH3UMOOUACHOCMUKA), 4 MAKice
Mumoxordpuanshvie bonesnu: cunopomst Jlu, MELAS, MERRF
(wacmote mymayuu).

C yuemom OaHHbIX KAUHUKU U NPOBEOEHHBIX UCCAe008AHULL
desouke ObL1 nocmaener ouaenos: cunopom AT, amonuye-
cKu-acmamuueckas gopma, nceedodyrvbbapHlit CUHOPOM,
epybas 3a0epicKka NCUXOMOMOPHO20 U Peuegoeo Pa3gumusl,
cumnmomamuyeckas gokanrvhas snunsencus. Ha momenm
BbINUCKU 0e80YKA NOAYYANA KOMOUHAYUIO 3 RPOMUBOINUAEN -
muyeckux npenapamoa.

Ilocne kypca peabusumayuu 6 Kumae 6 6o3pacme 5 rem
degouka Hauana ygeperHHee 0epiucams 20108y, NOCAINCEHHAs,
MO021a KpamKospemeHHo cudems. Ymepaa 6 6ozpacme 6 sem
80 CHe, 8ePOIMHO 8credcmaue cepoetHoll He0oCMAamo4HOCMUL,
00YCA08AEHHOI HAPYUEHUSMU PUMMA UAU UeMUYeCKUMU
noepeicoeHUAMU MUOKapoda.

B xnmunnueckoit kaptune aeduinmura AADC BaxkHOe
MECTO 3aHMMAIOT KaK HEBPOJIOTMUYECKUE, TaK U BETETaTUB-
HbBIE CUMITTOMBI. DKCTPaHEBPAIbHbIE TTPOSIBIICHUST BHOCSIT
3HAYUTETHHBIN BKJIa B KIMHUYECKYIO KAPTUHY W CHIKA-

JOT Ka4eCTBO XM3HU MalneHToB. K TakmM crmMIITOMaM
OTHOCSITCSI TUTIEPTHIPO3, TEMIIepaTypHasi HeCTaOMIbHOCTb,
3aJI0KEHHOCTh HOCA, HAPYIIICHUS CHA, JUapes U Ap.

ITpoBoms aHaNMM3 KIIMHWAYECKOM KapTUHBI y OIMCaH-
HBIX HAMU CHUOCOB, CJIemyeT MOTYePKHYTh, YTO MEPBBIMU
cuMmIrtoMamu HegoctatouHocT AADC ObUTH BereTaTUB-
HBIC TIPOSIBIICHUSI CO CTOPOHBI XKEITYIOUHO-KUIIIETHOTO
TpaKTa, KOTOPhIE paclieHUBAIMCH KaK KUIIIeIHast MH(pEK-
us.

Ocoboe BHUMaHUE TIPU ITOCTAHOBKE TMArHO3a CIICY-
eT YICNISITh COYCTAHUIO MBITIIEYHOM TUTIOTOHNU W IPYTUX
JIBUTATEJIbHBIX HAPYLIEHU C 3a1€PXKKO MOTOPHOIO pa3-
BUTHS, ocobeHHOo npu Hannunu OT'K 1 u3smeHeHUsT cuM-
MITOMOB Y MallMieHTa B Te4eHUe cyToK. Heobxommmo mom-
YepKHYTh BaXXHOCTh paHHE! MMArHOCTUKM OOJIE3HW,
TIOCKOJIBKY ITpY Ha3HAYCHNH CUMIITOMATUIESCKOM Teparn
B OOJIBIIIMHCTBE CIy4acB yAAeTCSI YMEHBIIIUTD BBIPaXKeH-
HOCTh KJIMHUIECKWX TIPOSIBIICHMIA, a TIPH IAaTOTeHETIECKOM
TepaITiy C UCTTOJIb30BaHeM AAV-acCOLIMMPOBAHHOTO BEK-
TOpa — 3HAYMTEIIFHO YIYJIIMTH COCTOSIHUE MAIleHTOB.
ITpu 3TOM yCIIex TeHHOM Tepany IIpH JICUCHUN AeDUIIH-
ta AADC B niepBylo ouepeab OyIeT 3aBUCETh OT CBOEBpe-
MEHHOU IMarHOCTUKH OOJIE3HM.

Takum 06pa3oM, yYUTHIBas IIMPOKUI TTOJTUMOPPU3M
KIMHAYECKON KapTUHHI TIpH HemocTtaTrouHOocTH AADC,
MOXHO TIPEATOJIOKUTD, YTO 3HAYUTETBHOE YMCIIO TallM-
€HTOB JI0 CHX ITOP HAOIIOMAIOTCS C OIIMOOYHBIMM JUATHO-
3aMHM 1 He TTOJTy4alOT COOTBETCTBYIOIIETO JICUCHUS.

[Tpu npoBeneHNY CUMIITOMATHYECKOM Tepariy Y Ha-
IIeTO TMayeHTa OTMEUYeHa ITOJIOXUTEIbHAsI TMHAMMUKA
npu npumeHeHuu couetanusi PLP, npamuriekcona u ce-
JIETWJIMHA B TeUCHUE TIEPBBIX Mecs1eB JeueHus. OcoOeH-
HO CJIeAyeT MOTYePKHYTh, YTO B HaIlleM HaOIIOOCHUM,
B OTJIMYME OT 3apyOCeXKHBIX IMyOJIMKAIINii, BIICPBhIC ObLIa
3apeTUCTPUPOBaHA BRIpAKCHHAS ITOJIOXUTEIbHAS TUHA-
MHKa B COCTOSTHUM TamyeHTa Ha ¢oHe Teparnu PLP.

TpynHocTh nuarHoctuku gedpuunta AADC 00yciioB-
JIeHa KIIMHUYECKUM ITOTMMOP(PU3MOM, a TaKKe codeTa-
HUEM ITOpaXkeHMST HEPBHOW CHUCTEMBI ¢ HEHEBPOJIOTHIEC-
KuMU TIposiBeHusIMHA. CTaHIapTHAsK CUMIITOMATHIECKasT
Tepanysi, BKJIIOYAIOIasl CeJICKTUBHBIC aTOHUCTBI TopaMu-
Ha, uHruburopsl MAO tuna B u npenaparsl ButamuHa B,
TO3BOJISIET MOOUTHCS YITYJIICHUSI COCTOSTHUSI Y OOJIBIITIH-
CTBa MMAIleHTOB.

HacTtopoxkeHHOCTB Bpaueii B OTHOIIEHUH 3TOTO pell-
KOTO TSDKEJIOTO 3a00JIeBaHMSI TIO3BOJIUT O0SCIICUNTh paH-
HIOIO BepU(UKALMIO IUAarHo3a M JOCTUTHYTh MaKCH-
MaJIbHOTO TTOJIOXHUTEBHOTO 3 (peKTa IMaToreHeTHIeCKOM
Tepartiu.
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