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Jedbuumut nekapbokcunasbl apomatudeckux L-amuHokucnot (aromatic L-amino acid decarboxylase, AADC) sBnsetcs
pefKUM ayTOCOMHO-PELIECCUBHBIM HEpoMEeTaboanYecKuM 3a601eBaHNEM, NPUBOAALLUM K TAKENOMY KOMOMHUPOBAHHOMY
AeduuuTy CEPOTOHUHA, AOhAMUHA, HOPAAPEHaNuHa U afpeHanuHa. OHo MaHUdECTUPYET yiKe B paHHEM IETCKOM BO3pacTe
TaKMMU HecneuubUyecKUMU KTMHNYECKUMM CUMNTOMAMK, KaK TMNOTOHUSA, ABUraTe/bHble PaccTpoicTBa (OKYNOTUPHBIA
KpW3, AUCTOHMSA, TUMIOKUHE3NSA), 3aA€PIKKA PAa3BUTUSA U BET€TATUBHbLIE CUMNTOMbI.

B HacTosLee BpeMs onpefeneHbl Kputepun guardoctuku geduuuta AADC, a TakKe BO3MOXHbIE ONLUUM KOPPEKLUN CO-
CTOsIHMA nauneHToB. 0fHAKO 3a4acTyio HecneuuUYHOCTb CUMNTOMOB MPUBOJUT K CYLLECTBEHHOI 3alePXKKe B YCTAHOB-
NEHUN [MArHO3a UM BOBCE HEBEPHOMY IMArHOCTUPOBaHUIO 3a60neBaHNA. BoiseneHne naumeHTos ¢ aeduuyutom AADC
NO3BOJIUT YAYYLWNTL UX KAYECTBO XU3HU 6aroaaps BO3MOXHOMY NOCUHAPOMANbHOMY JIEYeHUI0, 06N1erYnTh YXOF, 33 HUMH
1 NPOAANTD XU3Hb. B 0TCyTCTBME NpaBMabHOrO guarHo3a aetu ¢ geduuymntom AADC anutensHoe BpeMs MOryT HabnoaaThb-
sl C MArHO30M eTCKOro LiepebpanbHOro napannya uam anNUAEncumn U Noayyarb Tepanuio, KOTopas He UMeeT eyebHoro
3¢ dekTa NMM60 MOKET NPUBOAUTL K YXYALIEHWIO CUMITOMOB OCHOBHOTO 3a60/1€BaHNA.
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Aromatic L-amino acid decarboxylase (AADC) deficiency is a rare autosomal recessive neurometabolic disorder that leads
to a severe combined deficiency of serotonin, dopamine, norepinephrine and epinephrine. The disease manifests
in early childhood with nonspecific symptoms such as hypotension, movement disorders (oculogyric crisis, dystonia,
hypokinesia), developmental delay and vegetative symptoms.

Currently, diagnostic criteria for this disease have been determined, as well as possible options for correcting the patient’s
condition. However, often, the no specificity of AADC deficiency symptoms leads to a significant delay in diagnosis or even
misdiagnosis in patients with AADC deficiency. Identification of patients with AADC deficiency will improve their quality
of life due to possible syndromic treatment, facilitate their care and prolong life. In the absence of a correct diagnosis, children
with AADC deficiency may be observed for a long time with diagnoses such as cerebral palsy or epilepsy and receive therapy
that has no therapeutic effect or may lead to a worsening of the symptoms of the underlying disease.
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BBepeHue

Jepunut nekapObokcuaasbl apoMaTudeckux L-aMuHo-
kuciot (aromatic L-amino acid decarboxylase, AADC) —
peaKoe MOHOTEHHOE ayTOCOMHO-PELIECCUBHOE HelipoMe-
TaboyM4ecKoe 3a0ojieBaHNE, TIPUBOISIIEE K TSLKEIOMY
codeTaHHOMY IeUIIUTY CEPOTOHMHA, TodaMuHa, Hopa-
IpeHamHa U agpeHammHa (OMIM: 608643; ko mo Mexmy-
HapomHo# Kiaccudukauuu 6osesHeir 10-ro mepecmortpa:
E70.0) [1].

PacnipoctpanenHocts neputa AADC 1o cux mop To4-
HO HE YCTaHOBJICHA 1 BAPbUPYET B 3aBUCIMOCTH OT TIOITYJISI-
1. ITo mTaHHBIM pa3HbIX UCTOYHUKOB, 3a00/IeBAHIE MOXKET
BcTpeuaThbes ¢ yactoroit ot 1:32 000 Ha TaiiBane, ot 1:42 000
10 1:190 000 B CIIIA u 1:116 000 B crpaHax EBporieiickoro
coro3a [1—3]. Pe3ynsraThl NUJIOTHBIX UCCIEAOBAHUI CKPU-
HMHTa HOBOPOXXICHHBIX B EBpoITe mokaszajiu, 4To yacToTa
BcTpeuaeMocTu Aepurimta AADC TaMm CyllecTBEHHO HIKe
U1 MOXET cocTaBsTh 1 caydait Ha 500 ThIC. JKUBBIX HOBOPOXK-
JeHHBIX [4, 5]. B azuarckux ctpaHax (ocobeHHo Ha TaiiBaHe)
OoTMeuaeTcsl 6oJiee BBICOKAsl PaclpoCTPaHEHHOCTh, IO-
BUIMMOMY, BeiencTBre 3@ dekTa ocHoBarels [6].

WUcTopua 3a6onesanus

B 1990 . K. Hyland and P. Clayton BriepBble ornucanu
MOHO3UTOTHBIX OJIM3HELIOB MYXCKOTI'O I10JIa, Y KOTOPBIX
¢ 2 MeC OTMEYaJIUCh TsKeJ1ast MbIIIeYHast TUITOTOHMS, OT-
CTaBaHME B Pa3BUTUM, PA3IPAKUTEIbHOCTh, OKYJIOTUPHBIE
KpPU3bl, XOPEOATETOUIHbIC IBVKEHUS, LIMaHO3, a BITOCIEI-
CTBUU TPUCOCIVHUIUCH OPTOCTaTHYECKAasl TUITOTCH3US
Y HapyllleHWe TEPMOPETryJIsiuu [6, 7]. Y neteit Ob11M mo-
HIDKEeHbI KOHLIEHTpaLMM TOMOBaHWIMHOBOM K1c0Thl (HVA)
U 5-TUAPOKCUMHAOIYKCYCHOM KucaoThl (5-HIAA) B uiepe-
opocnHaibHOM Xxuakoctu (LICXK), HopagpeHanuHa B T1a3-
Me KPOBU 1 CEPOTOHMHA B LIEJIBHOI KPOBU ITPU TTOBBIIIICHHBIX
ypoBHsIX L-nombl, S-ruapokcutpuntodana (5-HTP) B Mmoue
u 3-O-metunnons! (3-OMJI) B miia3me kpoBu [2]. B HacTo-
s1Iee BpeMsl B IUTepaType ornucaHo oKojo 350 rmoarBepxk-
JIeHHbIX caydaeB nedunmta AADC [§].

len DDC

Ien DDC (7p12.2—pl12.1, chr7[hgl9]: 50526134—
50633154) aBnsieTcst BEICOKOKOHCEPBATUBHBIM, COAEPKUAT
15 3K30HOB U1 pacroJjiaraeTcsl Ha KOpOTKOM Iuieue 7-i Xpo-
MocoMbl (7p12.1—12.3) [2, 9]. V yenoseka ren DDC sxcmpec-
CUpPYETCSl B OCHOBHOM B TOJIOBHOM MO3Te, CUMITATHYECKUX
TaHIJIUSIX, KOPe HAAMOYeUHUKOB, reyeHu. DDC xoaupyer
AADC, xoTopas SBIsIeTCSl OMHUM U3 KIIOUYEBbIX (PEPMEHTOB
B CMHTe3¢ nocaMiHa, CEpOTOHMHA, aapeHauHa U HOp-
anpeHanvHa 2, 3]. Yucno HaiiieHHBIX TATOTeHHBIX BapyaH-
ToB reHa DDC MOCTOSTHHO YBEJIMYMBACTCS M K HACTOSIIIEMY
BpeMeHM HacuuThiBaeT 82. B momapisitoleM OONbIIIMHCTBE

3TO TOMO3UTOTHBIE BADUAHTHI, PEIKO — CIOXKHBIC TeTepO-
3UTOTHBIC MyTaluu, a BapuaHt IVS6+4A>T/c.714+4A>T
sBJIsIeTCsl HauboJjiee pacnpocTpaHeHHbIM [1, 2, 9]. I1pu
3TOM YETKOI B3aMMOCBSI3U MEXKIY TSKECTBIO TEUEHUS Je-
duinta AADC 1 KOHKPETHBIMU U3BECTHBIMM MATOTEH-
HBIMM BapMaHTaMM He YCTaHOBJIEHO [2]. B ocHOBHOM J110-
00ii MaTOreHHBI BapMaHT BedeT K TsXKeIoil hopme
3a00J1eBaHMsI, HO €CTh MyTalliH, KOTOPbIE eJIatloT (hepMEHT
0C000 YYBCTBUTEIBHBIM K KaKUM-JTM0O BelleCTBaM, Ha-
npumMep K nupuaokcuny [10]. [eHaepHbIX pa3anuunii B Te-
yeHUU 3a0ojieBaHus He HabmonaeTcs [1].

MaTtoreHes n KNIMHUYECKanA KapTuHa

3aboneBsaHus

®epmentT AADC KaTam3nupyeT IOCIIEAHWI 3TaIT O1o-
CHUHTE3a MOHOAMUHOBBIX HEMPOTPaHCMUTTEPOB HodamMu-
Ha ¥ cepoToHnHA. JloaMUH SIBJISIETCS MPEAIIeCTBEHHN-
KOM CHUHTe3a aJpeHaJMHa W HopaapeHaauHa. Takum
00pa3oM, KIMHu4Yeckue ocobeHHocTH aepuunuta AADC
OOYCITOBJICHBI TSDKEIBIM COYETAHHBIM Ae(UIIMTOM Hoca-
MUHa, CEpOTOHMHA, aApeHalIMHa U HopaapeHaauHa [11].
Heduimt noamMuHa NPUBOIUT K IBUTATEIbHBIM PACCTPOMA-
CTBaM B BUJIE TUTIOTOHWUM, AMCTOHMU, TUTTO- WJIX OpanuKu-
HE3UU M OKYJIOTUPHBIM KpHU3aM, MOXKET BJIMATh HAa KOTHHU-
TUBHBIC (PYHKIIMM, a TaKXKe 3MOLIMOHAIBHOE COCTOSTHUE
pebeHka. CHIDKEHME YPOBHEH aapeHaInHa 1 HopaapeHa-
JIMHA TIPUBOIUT K BEreTaTUBHOM MTUCHYHKIIMU: BIUSIET Ha
HacTpOeHVe, BHUMaHWE, HOPMAJIbHBIN COH, a TAKXKE SIBJISI-
€TCsI IPUIMHOM T1T03a, 3aJI0)KEHHOCTU HOCa, TUIIEPIUaApo3a,
TUITEeP-CaIUBALMK, TIPOOJIEM C KEIYI0YHO-KHUIIICUHBIM
TPaKTOM (auapest wiiv 3amnop). MsMeHeHre KOHIIEHTpaLMK1
CEPOTOHMHA BeJIET K MOBEACHUYECCKUM HapYIICHUSIM, pa3-
JIPAKUTEILHOCTU 1 YPE3MEPHOM TTAKCUBOCTH, HApyIICHU -
sIM cHa M mamsTu [1, 2, 11].

OpaHoit u3 Hamboee SPKUX 0COOeHHOCTe! aeduunTa
AADC gBnsieTcs IIMPOKUI CIIEKTP KIMHUYECKUX MPO-
SIBJICHUI, HAOJII0OMaeMbIX M ONMCAHHBIX B JIUTepaType.
BcnenctBue HecnelmmpUIHOCTH CUMIITOMOB OTMEUAETCST
CYILIECTBEHHOE OTCTAaBaHMWE B YCTAaHOBJECHUU IMArHO3a
OT MOMEHTa Jie0roTa 3a001eBaHus. Tak, 110 JaHHBIM JIUTE-
paTypsbl, TiepBbIe MposiBieHus1 aepurmta AADC npuxonsT-
Cs Ha paHHUI NETCKUI BO3pacT, B CpelIHEM Ha 2,5 Mec,
a CPOK YCTAaHOBJICHMSI OUAarHo3a COCTaBisgeT 3,5 roaa
(c aranazoHoM ot 2 Mec 1o 23 jeT) [1]. Y nauueHToB ¢ Je-
duunutom AADC Haubosiee 4acTO ONMUCHIBAIOTCSI TaKUe
JBUTATEJIbHBIE PACCTPOMCTBA, KaK TUIIOKUHE3US, TIPOKCH-
MaJibHasl TUITO- WJIM TUIIEPTOHMSI, OKYJIOTUPHBIE KPU3HI,
3a/iep>kKa MOTOPHOTO pa3BUTHs, nucTonus. Habmonaror-
Cs BereTaTMBHbIE HApYILIEHUs B BUE NTo3a (IOJIYIITo3a),
MOBBIIIEHHO! MOTIMBOCTH, 3aJIOKEHHOCTH HOCa, Hapy-
1IeHus1 cHa (O0ecCOHHMIIA/TUMEPCOMHUS), HapyIIeHUI

TOM 14

63



TOM 14

64

HepBHo-mblweykbie OJIE3HH

Jexuyuu u 0630por | Lectures and reviews

MUILeBapeHusI. MOXET OTMEUaThCsl YIyYIIeHUe CaMOYyB-
CTBUS MOCJIe CHa, (DIYKTyalluu B TeYeHUEe AHS. Takke y
naiueHToB ¢ aedurutom AADC MOryT NmpucyTCTBOBATh
snuientTudeckue cypoporu [1, 2, 12]. Ilomumo 3toro B
TeYEHME TICPBBIX JIET KU3HU MOTYT HAaOJIOAAThCS SITM30/IbI
TMIIOTJIMKEMUH BO BpeMsl MIHTEPKYPPEHTHBIX 3a00JIeBaHMIA
[1]. TToaTomy nipu nopo3peHun Ha aepuut AADC HeoO-
XOIHMMO YYMTHIBATh COBOKYITHOCTh CUMIITOMOB, JICXKAIIX
B OCHOBE MOHOAMHUHOBBIX HEPOMEIMATOPHBIX HAPYILICHUIA:
OKYJIOTUPHBIE KPU3bl, KOTOPBIE BCTPEYAIOTCS Y OOJIBIITNH-
CTBa MAIIMCHTOB U MOSIBJISIOTCS B pAaHHEM JIETCKOM BO3pac-
Te, IBUTATEJIbHbIC HapylleHUs (0COOEHHO AUCTOHUIO) U
BereTaTUBHBIC HapyleHus [12].

BoabmmHcTBO nmereit ¢ gepuuutom AADC He mipo-
XOIST OCHOBHBIE 3TaIlbl IICUXOMOTOPHOTO Pa3BUTHUS IO
roga. OHM He yIepXUBAIOT TOJIOBY, HE CUIISIT, HE BCTAIOT Y
OIIOPBI, HE XOIAT M HUKOTIA HE CMOTYT 3TOr0 cliesiaTh. PocT
MallMEHTOB 3aMeIjIsieTCsl, MHOTUE TIepecTaloT HabupaTh
Maccy rocie 1-ro roaa xkuszHu. M3-3a 00e31BIKeHHOCTH
4acTO MPUCOEAMHSIIOTCS THEBMOHUH U APYTve MHGEKIIM-
OHHbIE ocIoXHeHus [1, 2, 9].

Tsoxectb TeueHus nepuira AADC BapbUpyeT OT Jier-
KOl 1o KpaiiHe BBICOKO# cTeneHu, B 70 % ciydaeB HaOJIO-
JIAeTCS TSDKEJIOE TeUeHUE ¢ BBIPAXKEHHOW MHBAJIMIHOCTHIO:
BPOKIIEHHASI TsSDKeJ1ask TUIIOTOHMS, aKMHE3MsI, TeHePaIn30-
BaHHasl TUCTOHMS, MIaIeHUECKMI TApKUHCOHU3M, 3aTSDK-
HbIE OKYJIOTUPHBIC KPU3BI, TSDKeJIast 3a1epXKKa MOTOPHOTO
pa3BUTUSI, HAPYIIEHUS Pa3BUTUS PEYU, CYIOPOTHY 1 TSKEIIbIe
KOTHUTHBHBIE HapyiieHus. Koppesiims MexXLy CyIecTBY-
IOIIMMU OIIMCAaHHBIMU BapyuaHTamu reHa DDC, BbI3bIBalO-
wumu gepuuut AADC, U TsoKecThIo TeueHUs 3a001eBaH s
OTCYTCTBYET, KaK 1 Koppessauus Mexay yposHemM AADC B
IJ1a3Me KPOBM U CTETIEHbIO TsKecTH 3abosieBanusd [1, 9].

AnddepeHunanbHas guarHocTuka

Hcxonst u3 cumrromokomIuiekca 3aboseBaHust, udde-
PEeHLMAIbHYIO AMarHOCTUKY Aeduiuta AADC cTout npoBo-
JIATH C JETCKUM LiepeOpanbHbIM NapaauaoM (JLLIT), srnunen-
CHMeil, TIOCJHEACTBUSAMM TIEPUHATAILHOIO ITOPaXKEHMS
TOJIOBHOTO MO3ra, BHYTPUYTPOOHBIX MH(MDEKIINIA, TeMUCTHK-
3UPYIOIIMMHU U APYTUMU HACJIEICTBEHHBIMU HelipoaereHepa-
TUBHBIMU 1 HEMPOMETA00IMUSCKUMM 3200 IEBAHUSIMU.

Jedumur AADC kak «macka» JIIIII. [eHepanuzoBaH-
HbIE TUCTOHUU, CIACTUIHOCTb, aKMHE3MsI, TUITOTOHUSI, 3a-
JIep>kKa MOTOPHOTO M KOTHUTHBHOTO Pa3BUTHSI, CYIOpOTU
— 3TU cUMIITOMBI Habmoaarotcs u pu AL, u npu nedpu-
uute AADC. Kak ke HaM He TIpOIyCTUTh 3a00jieBaHue?

JleTckuii iepeOpabHbI Mapaiud MpeacTaBisieT Co0oi
TeTEPOreHHOE COCTOSTHUE C TOUKHM 3PEHUSI KaK STUOJIOTHH, TaK
Y CTEeTeHU TsKecTy HapyieHwid. [Tpu stom y ~20 % nanmeH-
ToB ¢ JILIIT orcyTcTBYeT aTHONMOrMueckuii amaryo3s [ 13]. ALITT
C HEBBISIBJICHHOM M HEOKa3aHHOI 3THOJIOTUEl OCTaeTCsl
OouiblLIoN Tpobiemoit. Eciu B aHaMHe3e OTCYTCTBYIOT (pak-
TOPBI PUCKA M BHEIIHWE MPUYMHBI: HE OBUIO YepeIHO-
MO3TOBOI TpaBMbl, MHCYJIbTA, TUIIOKCHUM, HET ITOPOKOB
TOJIOBHOTO MO3Ta, ¥ HaOJII0AaI0TCs HOpMaJIbHbIC Pe3yJib-

TaThl HEHPOBU3YAIU3AIIMY, TO UMEHHO B TaHHOU MOATpYII-
e IMalMeHTOB CTOUT 3aIl0A03PUTh IMAarHO3 AeduimrTa
AADC. KpoMe Toro, xapakTepHble KIMHUYECKUE MPU-
3HAKM, BKJIIOYAsl OKYJIOTMPHBIC KPU3bl U [IUPKAIHbIC 13-
MEHEHUs IBUTATEIbHBIX CUMIITOMOB, YJIYYIIIEHUE CaMO-
YYBCTBUS TIOCJIE CHA, BeTeTaTUBHAS AMCGHYHKIIMS JODKHBI
HATOJIKHYTh Ha MPUILEIbHYI0O TUATHOCTUKY AeduLInTa
AADC[1, 14, 15].

JleTckuit LiepeOpanbHbIi Mapanny 0e3 BbISIBICHHON
3THUOJIOTMH — 3TO COCTOSTHUE, KOTOPOE MPOSIBIIIETCS KITH -
HUYECKMM CHUHIPOMOM, COOTBETCTBYIOLINUM ILiepeOpalib-
HOMY Ilapajiigy, TPy OTCYTCTBUM 3aJOKyMEHTHPOBAaHHBIX
3THUOJIOTUYECKUX (haKTOPOB U/UJIN MAaTOJIOTUIl HEUMPOBU-
3yaJli3allii, COOTBETCTBYIOIIMX TPaBMe TOJIOBHOTO MO3Ta
WIN BPOXIEHHOM LiepeOpaibHON Manbdopmaruu. [1po-
BeICHME HEMPOBU3YaATM3UPYIOIINX UCCIICIOBAHMIA, B YacT-
HOCTM MarHMTHO-PE30HAHCHOM ToMorpaduu, siBsieTCs
CTaHAAPTHBIM MeTONOM IudepeHIIMaTbHON TUarHOCTH-
KM JJ1s1 JAHHOM TpyInbl gereit [1].

IMpusHaku, TOJDKHBIE TOOYIUTh KIMHUIIUCTA K TTOMC-
Ky JIeXXaIllero B OCHOBE IBUTATEIbHBIX PACCTPOMCTB Heli-
poreHHoro aedekTa nepunuta AADC, BKiIo4aroT (HO He
OrpaHUYMBAIOTCS MMU):

— HOpMaJIbHBIC (pexke MUKPOCTPYKTYPHBIE) Pe3yJIbTaThl
MarHUTHO-PE30HAHCHOM ToMorpachuy Npy BU3yaIv-
3allMd WJIM aHOMAJIuW, M30JIMPOBaHHBIE B OJIETHOM
mape;

— TSDKEJIble CUMITTOMBI IIPY OTCYTCTBUM B aHAMHE3E TIePH-
HaTaJIbHOI TPaBMbI U BHYTPUYTPOOHOI MHMEKIIMN;

— MOJIeJIb HACJICIOBAHMSI CEMEMHBIX 3a00J1eBaHUIA; B POIO-
CJIOBHOM CEMbU NMEIOTCSI OOJIbHBIC OpaThsl WIJIA CECTPHI;

— KPOBHOE POJICTBO POJIUTENCIA;

— perpecc MOTOPHOT0, KOTHUTUBHOIO U PEYEBOrO pas-
BUTHUS

— IIPOTPECCUPYIOLLEE YXYALIEHUE 0YAarOBOW HEBPOJIOT U -
YECKOM CUMITOMATHKU,

— M30JIMPOBAHHYIO MBIIICYHYIO TUITOTOHUIO;

— PUTMIHOCTb TOHYCA (B OTIMYKME OT CITACTUYHOCTH) ITPU
OCMOTpE BPayoM;

— HeoOBsICHUMYIO TTaparieruio [14, 16—18].

Jedmmr AADC Kak «macka» smaiencun. OKyJIOrMpHbIe
KPU3bI ¥ TeHepaJIM30BaHHbIC MMAPOKCU3MaJIbHbIE SKCTpa-
MUPaMUIHbIE TBUTATEIbHBIC PACCTPOICTBA TP AeDUII-
Te AADC 4acTo olIMO0YHO MHTEPIIPETUPYIOTCS KaK SITU-
Jlentudeckue npumnanku [1, 19].

Ilo maHHBIM JUTEPATYpPHI, Y TAIMEHTOB ¢ AehUIIUTOM
AADC snuientuyeckye TIPUCTYITbl BCTPeYaloTcsi HeyacTo
[20, 21]. OTKI0OHEHUSI OT HOPMbI B [IOKA3aTEJISIX 3JIEKTPOIH-
1ebaTorpaMMbl ObUTY 3apeTHCTPUPOBAHBI y 25 % NallieHTOB
(n=28) ¢ nepurutoM AADC, XOTsI OHM YaCTO OMUCHIBAIOTCS
KaK HecrelrIecKre 1 BO3HUKAIOT Y MAIlMeHTOB 0e3 KaK1X-
JIM0O TIPU3HAKOB KIIMHUYeCcKUX cynopor [20, 21].

TouHast AMarHOCTHKA IMTPOMCXOKICHMUS IPUCTYITOB — KaK
SIUJICTITUYECKIX, TAK M HEAMWICTITUIECKMX — Y TTAllNEHTOB
¢ nepuunutom AADC HeoOxoauma JIjisl Ha3HAYeHUsI TTpa-
BUJIbHOTO JevyeHus [20, 21].
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DNuIeNnTUIecKre CUHAPOMbI, BOSHUKAIOIINE Y HOBO-
POXIEHHBIX 1 y MJIaJieHLIeB A0 2 JIeT, pa3HooOpa3Hbl. Eciun
KJIMHNYecKast nuddepeHImanus MpuIiaakoB 3aTpyIHeHa,
€IMHCTBEHHBIM CIIOCOOOM SIBJISIETCSI 3aIKMCh BUIEO3JICKTPO-
sHIIedaorpadGuIecKoro MOHUTOPMHTA BO BpeMsl ITpUIIa-
Ka ¥ CHHXPOHU3ALIMS IIPUCTYIIA C SIMUJICITHYECKUMU pa3-
psimamu Ha 3J1eKTpoaHLedanorpamme [20, 21].

Haubonbiuee kmnHuyeckoe nogodue aepuunuty AADC
HMMEIOT HECKOJIPKO 3MMWICHTUYECKUX CUHIPOMOB, 1e010-
TUPYIOIIMX Ha 1-M roay XXu3Hu (CM. TabJIUILy).

7151 MHOTMX M3 3TUX CUHIPOMOB TaKXKe XapaKTepPHbI
TMIIOTOHYSI, aKUHE3US, TIPUCTYIIBI 3aKaThIBAHUS IJ1a3, Kak

MpU OKYJIOTUPHOM Kpu3e. B oTimune ot HMX, BO BpeMs
npucrtyna npu aepunute AADC Ha 31eKTposHLedano-
rpaMme He OyaeT anuiIenTUd@OopMHBIX pa3psaos [20, 21].

Takum obpa3oM, TectupoBaHue Ha nepuuut AADC
HeoOxonguMo TeM mauuveHTam ¢ JLIT u snunencueii,
Y KOTOPBIX MMEIOTCSI MBIIIEYHBII TUIIOTOHYC, TeHepaIM-
30BaHHBIC TMCTOHUU, OKYJIOTUPHBIE KPU3bI, TIEPEMEHHBII
3KCTpalMPaMUAHBIA TOHYC, 3aJepKKa MOTOPHOTO pa3-
BUTHS, BETETAaTMBHBIC CUMIITOMBI, M Y KOTOPBIX pe3yJIbTa-
ThI HEMPOBU3YaIU3alIMU HE COOTBETCTBYIOT TSDKECTH KITM-
HUYECKOI KapTUHBI IBUTATEIbHOM HEIOCTATOUHOCTH [1, 2,
14, 16—19].

Dnunenmuyeckue CUHOPOMBL, ABASOUUECS «MacKami» deguyuma dexapbokcurasol apomamuueckux L-amunokuciom
Epileptic syndromes that are the masks of aromatic L-amino acid decarboxylase deficiency

Epileptic syndrome

Age of debut

Symptoms common
with AADC deficiency

Symptoms distinguishing the syndrome
from AADC deficiency

TTuprnokcrH-/MUpUIOKCATb-
¢ocdar3aBucumas sHI1eda-
JIOMAaTHUS pa3BUTUA STINJIICTI-
THYECKasd, 06YCJIOBJICHHaH
TEHETUYECKM IETEPMUHUPOBAH-
HBIM METa0O0JIMYECKUM HapyIlie-
HHUEM IIYTHU J€Tpagalilu JIU3UHA
Pyridoxine-/pyridoxal phosphate-
dependent developmental epileptic
encephalopathy, caused by a
genetically determined metabolic
disorder of the lysine degradation
pathway

C nepuona HO-
BOPOXIAEHHOCTH
B 75 % cnyyaeB
From the neonatal
period in 75 % of
cases

JIBUXKEHUs T1a3 KaK MPU OKY-
JIOTUPHOM KpPH3€, TUTTOTOHUSI,
PE3UCTEHTHOCTh K TPOTUBOCYI0-
POKHBIM IperiapaTam, MoJIoXKH-
TETbHBIN 3D DEKT JIeTeHUST
OT MUPUAOKCUH-/TIUPUIOKCATb-

Eye movements as in oculogyric

crisis, hypotension, resistance to

anticonvulsants, positive effect of
treatment with pyridoxine/pyridoxal

Mo Havana neueHust Ha DO moxer
BBIABIIATBCA MATTEPH «pPa3psi—
yrHeTeHUue». B Ipyrux ciaydasix MOTyT
HaOJI00aThCSl peTMOHATbHbIE
VIV MYJIETUPETUOHAIBHBIE Pa3psLbl
SMIENTU(HOPMHOM aKTUBHOCTH
Ha (oHe 3aMeIeHUsI OCHOBHOM
AKTUBHOCTU
Before treatment, EEG may show
discharge—suppression pattern. In other
cases, regional or multiregional discharges
of epileptiform activity may be observed
against a background of slowing of the main
activity

docdara

phosphate

Cunngpom necdunura CDKLS,
BO3HUKAIOLIKUHI B pe3yJbTaTe My-
Talli B T€HE HIMKJIMH3aBUCUMOM

KuHa3bl 5-to Tuna (CDKLYS) 1,5 mec
CDKLS5 deficiency disorder, 1.5 months
occurring as a result of mutations in
the cyclin-dependent kinase-like 5
gene (CDKLYS)
PCDH [9-acconiuupoBaHHas
STMWJIETICUS C CEpPUHBIMUA MPHU- 10 Mec
CTyIaMu
PCDH 19-related epilepsy with serial Dl
seizures
HenocraTouHoCTh TpaHCHIOPTEPA
IJIIOKO3BI 1-T0 TUMA (HehUInT

(ned 2,5—6,0 mec

GLUTI)
Glucose transporter type 1 (GLUT1)
deficiency

2.5—6.0 months

rI/IHOTOHI/IH, 3aJICpXKKa IICUXOMO-

TOPHOTO Pa3BUTHSI, TSDKETAs yM-

CTBE€HHas OTCTaJIOCTb, AUCTOHUS
1 IMMapKWUHCOHU3M, aKMHE3U4,

PE3UCTEHTHOCTD K ITPOTUBOCYAO-

POXXHBIM TIperapaTam

Hypotonia, psychomotor retardation,
severe mental retardation, dystonia

and parkinsonism, akinesia, resistance

to anticonvulsants

Bepcusi rosioBbl U 17123, ayTU3M
Versive head and eye movements,
autism

B])ICTpBIC PpasHOHAaIIPpaBJICHHBIC
JABW2KCHUSA TJ1a3 C ABU2KCHUSIMU
TOJIOBOI, MUKpOIIedanus
B 50 % cnydaeB
Fast multidirectional eye movements
with head movements, microcephaly
in 50 % of cases

MHTepuKTanpHas SMIIECITU(h:OPMHAS

aKTUBHOCTb Ha DO

Interictal epileptiform activity on EEG

BosieroT ToabKO 1eBOYKU.

OnunentudopMHbie pa3psiabl Ha DO

Affects only females.
Epileptiform discharges on EEG

BnuientudopMHbIe pa3psiabl Ha DO

Epileptiform discharges on EEG

Ilpumenanue. AADC — dekapbokcunaza apomamuueckux L-amunokucaom; D3I — anexkmposnyeparoepamma.
Note. AADC — aromatic L-amino acid decarboxylase; EEG — electroencephalogram
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CKpUHUHT 1 nabopaTopHasa AUArHOCTUKA
aeduumTa gekap6oKcunasbl apoMaTUYECKUX
L-amuHoKkucnor

Ha ckpunuHrosoe TectupoBanue aecuiira AADC He-
00XOIMMO HaIPaBJISTh JeTell C OKYJIOTMPHBIMM KpU3aMH,
MBIIIEYHBIM TMITOTOHYCOM, SKCTpaIlMpaMUIHBIM THITEPTOHY -
COM, TUIIO- U/WId OpaIuKIUHE3Mel, 3a1ep>KKOil MOTOPHOTO,
PEYEBOTO U IICUXUIECKOTO Pa3BUTHSI, Y KOTOPBIX ITO pe3yJIbra-
TaM MarHUTHO-PE30HAHCHOI TOMOTrpad K OTCYTCTBYET IaTO-
JIOTVST (YTO HECOBMECTUMO C ITEPEYMCICHHBIMU KITMHUIYECK-
MU CUMIITOMAaMH), a TAaKKe JAeTell ¢ BereTaTUBHBIMU CUMIITO-
MaMU, UMEIOILIVX ITTO3, Ype3MEPHOE TIOTOOTIEIICHIUE, 3aJI0XKEH-
HOCTb HOCa, YacThIe Mepenanbl TeMrepaTypsl Tea [1, 2].

Onpenenenue 3-OMJI B cyxoM MATHE KPOBM MHOTUMM
aBTOpaMU MpeiaraeTcs Kak CKpMHUHTOBBII METOI, B TOM
yucae s ckpuHuHra aeuuura AADC y HOBOpoXKaeH-
HbIX [4, 22]. DTO Nera0 B OCHOBY 0OIIIei CXeMbl JUArHO-
ctuku gepunura AADC B Poccuu. B ciiydae moBbIeHust
KoHUeHTpauuu 3-OMJI clieayiolum 3TarioM CTaHOBUTCSI
reHeTuuyeckoe tectupoBaHue. Ucciaenosanue rena DDC
SIBJISIETCSI TOYHBIM METOIOM TMarHOCTUKHM, a TEHETUUECKOE
MOATBEPXKIECHHUE TMarHo3a TpeOyeT HaIMYHsI ITATOIeHHBIX
BapuaHTOB B TeHe DDC B TOMO3UTOTHOM WJIM KOMIIayH/I-
reTePO3UTOTHOM COCTOSTHUMU.

Takxe, Mo MaHHBIM JUTEPATYphbl, IpU OehULINTE
AADC HabmoaaloTcs cieaylolme M3MeHeHUs J1abopaTop-
HBIX TIOKa3aTesIei:

1. ITonukeHsl ypoBHu HVA, 3-meTokcu-4-ruapokcu-
¢enmnrmukonsg (MHPG) u 5-HIAA B LIC2K; moBbIi1IeHbI
koHueHTpauuu L-gomsl, 5-HTP, 3-OM/ B LHCX.

2. HopmanbHble YpOBHU NTEPUHOB (HEONTepUHa, OMO-
nrepuHa) B LHCXK.

3. INonuxeH ypoBeHb AADC B mia3me kpoBu [1].

Jna ycraHoBieHus: nuarHosa geguinura AADC KoH-
CEHCYC I10 JuarHocTvke u jeyeHuro aepuunta AADC Tpe-
OyeT BBITTOJIHEHMSI KaK MUHUMYM 2 13 3 CJIeAyIONIuX a1ua-
THOCTUYECKUX TECTOB:

1. Huzkue ypouu HVA, MHPG, 5-HIAA, noBsblllieHHbIE
ypoBHU L-gomnsl, 5-HTP, 3-OMJI, + HopMallbHbBI# ypo-
BeHb nTepruHOB B LICXK.

2. [eHeTMYECKY TOATBEPKACHHBINM TUAarHO3; TATOT¢HHBIC
BapuaHThl B reHe DDC B TOMO3UTOTHOM WJIA KOMIIa-
YHII-TETePO3UTOTHOM COCTOSIHUM.

3. Huskuit ypoBeHb AADC B 1r1a3aMe KpoBHu.

JleyeHue
Jleyenue naumeHToB, crpagatoiux aepunyurom AADC,
TpeOyeT MyJbTUANCLMILIMHAPHOIO TTOAX01a C TIpUBJIeYe-

HUeM (husnoTepaneBTa/peadINToNOra, JIOromnena, Crieiu-
aJrcTa 10 MUTAaHUIO M HEHPOIICHXO0JIora, COBMECTHBIC
YCUJIUSI KOTOPBIX TTO3BOJISAT OOPOTHCS ¢ BTOPUYHBIMU OC-
JIO>KHEHUSIMU 3a00j1eBaHus. CyILIeCTBYOIIAsl B HACTOSIIEE
Bpemsi B Poccuiickoit Denepalin JeKapcTBEHHAsT Tepartvst
TO3BOJISIET ITPOBOIUTH TOCUHAPOMAJILHOE JICUeHUE 1 OTrpa-
HUYUBACTCS TOIBITKAMH YBEJIMYMTD BEIPAOOTKY MOHOAMU-
HOBBIX HEMpPOTpaHCMUTTEPOB. s edeHust nedunnra
AADC MOryT NpUMEHSITbCSI aTOHUCThI JO0(GaMUHOBBIX
penenTopoB (OPOMOKPUIITHH, TIEProIn, MPaMHUIIEKCO,
POTUTOTUH, POITMHUPOJT), THTUOUTOPHI MOHOAMUHOOKCH -
nasbl (ceereuH), MMpUAOKCHH/ TIMPUIOKCaTb-5-hocdar.
JIOTIOJTHUTEIBHO MOTYT MCIIOJIb30BaThCsl aHTUXOJIMHEPI -
yeckue IpenapaThl, (poJvHUeBass KUCIOTa, JIEBOAOMA
¢ KapOuaomnoi uim 6e3 Hero, S-THAPOKCUTpUunTodaH, 6eH-
30[IMa3eMMHbI, MEJIATOHUH, CEJICKTUBHbIE MHTMOMTOPHI
00paTHOTrO 3axBaTa cepoToHMHA. PekoMeHayeTcst n3derathb
Ha3zHavyeHus naureHTaM c aepurimtom AADC aHTaroHu-
CTOB 10(PaMUHOBBIX PELIENTOPOB (HEUPOJIECIITUKH, METO-
KJIOIIPaMM/I 1 T.II.), aHTarOHUCTOB CEPOTOHUHOBBIX PeLIeTI-
TopoB [1]. OTBEeT Ha MPOBOAMMYIO CUMIITOMATUYECKYIO
Teparmio, K COXaJeHWIO, B OCHOBHOM HEYIOBJICTBOPH-
TEJbHBIN, U TALMEHTHI ITOrubaloT B TeyeHue | gexampl
Ku3Hu [23].

B 2022 1. EBponeiicKM areHTCTBOM I10 JIEKapCTBEH-
HbIM cpenctBaM (European Medicines Agency) Obu1a o0~
OpeHa reHHas Tepanus i JICYSHUST MallMeHTOB B BO3pac-
Te 18 Mec M crapile ¢ MOJEKYJSIPHO-TeHETUYECKHU
MOATBEPXKIeHHBIM AuardHo3oM aeduiura AADC [24].

3aknioyeHue

Jepuiut AADC — HacnencTBeHHOE TSKeJIoe Hapyllie-
HMe CUHTe3a HePOMETMaTOPOB, B OCHOBE KOTOPOTO JICSKUT
mytanus reHa DDC. HecMoTpsi Ha paHHee MOSIBJIEHUE CUM-
NTOMOB (B TeueHHUe 1-To roga XK1U3HU), MOYTH Y BCeX Maly-
€HTOB HaOJTI0IacTCST 3HAYUTEIIbHAS 3a/IepKKa B YCTAHOBJIE-
HuM TouHoro auarHo3a [2]. C konua 2020 . B Poccuiickoii
denepanyu AKCTBYET ITporpaMMa TMarHOCTUKM eI -
ta AADC, oTKpbITa OecIiiaTHas ropstyasi JMHUS 7151 IpueMa
3asIBOK Ha TUArHOCTHMKY 3a00JieBaHUSI M3 000 TOYKH
cTpaHbl 1o HoMepy TesedoHa 8-800-100-17-60 [25]. Cso-
eBpeMeHHoe BbIsiBIeHue Aeduita AADC no3BoauT na-
LIMEHTAaM C TSDKEJIBIMU HapyIICHUSIMUA MOTOPHBIX 1 Bere-
TaTMBHBIX (PYHKIIUI MPOUIUTD XU3Hb U YIY4YIIUTh €¢
Ka4yeCTBO, MOJYYUTh JieUeHUE, MPODUIaKTUPOBATh BTO-
pPUYHBIC OCJIOXHEHUSI U M30eXKaTh PaHHETO JIETATbHOTO
HMCXO0la 32 CYET UMEIOIIMXCS U HOBBIX JICUEOHBIX OMIIUIA,
TaKuX, HalIpUMep, KaK TeHHasl Tepariusi.
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