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Jedununt gekapbokcunasel apoMaTuyeckux L-aMMHOKMCNOT — pefikoe TAXKeNoe reHeTuyeckoe 3abonesaHue U3 rpynmel
HapyLWeHUI HePOTPaHCMUTTEPOB, 0BYCNI0BIEHHOE BapuaHTamu reHa DDC, xapakTepu3yoleecs HapylweH1eM BbIpaboTku
HelpomMefMaTopoB, TaKUX Kak AotaMiUH, CEPOTOHUH, HOPaJpeHaNuH 1 agpeHanuH. Beneactene nx geduunta y aeten
B paHHeM [1eTCKOM BO3pacTe pa3BnBaloTCA U ObICTPO NPOrpeccupyioT rpybas 3afepiKa ABUTaTeNbHOMO U NCUXOPEYeBOro
pa3BUTUSA, 3MU30AbI OKYNOTUPHBIX KPU30B OT HECKONIbKUX MUHYT 1O HECKONIbKMX YACOB, PA3HOW CTENeHN BblPaXKEHHOCTU
1 YaCToTbl, @ TAKXKe LieNiblil CNEKTP BEreTaTUBHbIX CUMNTOMOB.

B HacToswWee BpeMs ans neyeHus gaHHoro 3abonesaHus B mupe u B Poccuiickont Pepepayum npumMeHAETCA reHHas Tepa-
nus. B cBA3M C 3TUM ycTaHoBNEHWe U BepudUKaLUA NPaBUNbHOIO fUarHo3a getuumuta sekapboKcunasel apomMaTMyeckmx
L-aMMHOKMCNOT 0COBEHHO aKTyabHbl A1l MAaKCMMaJIbHO PAHHEro Hayana NevyeHus.
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Aromatic L-amino acid decarboxylase deficiency is a severe, rare, genetic disorder of the neurotransmitter group caused
by mutations in the DDC gene, characterized by impaired production of neurotransmitters such as dopamine, serotonin,
norepinephrine, and adrenaline. As a result of their deficiency, children develop and rapidly progress to such basic clinical
manifestations as gross delay in motor and psychore-speech development, episodes of oculogyric crises (episodically
occurring con-current deviation of the eyes up, laterally and/or down lasting from several minutes to several hours)
of varying severity and frequency, as well as a whole range of autonomic symptoms. Currently gene therapy is used
in the Russian Federation for the treatment of this disease. In this regard, the problem of establishing/verifying a diagnosis
for the treatment of patients with aromatic L-amino acid decarboxylase deficiency becomes particularly relevant.
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IlepBoe onvcaHue aeteit ¢ AepUIIUTOM IeKapOOKCH-
J1a3bl apoMaTtudeckux L-amuHokucaoT (aromatic L-amino
acid decarboxylase deficiency, AADCd) 6bL710 IpeacTaBiie-
Ho K. Xaiinenn u I1. KietitoH B 1990 1. y 2 MOHO3UTOTHBIX
0u3HeloB [1]. AADCd — onHO U3 peaKuX HaclIeaCTBEH-
HBIX ayTOCOMHO-PELIECCUBHBIX 3a00JIeBaHUM, U1 KOTO-
pOTro B HacTosIllee BpeMsl IMeeTCsl He TOJIbKO CUMIITOMA-
TUYECKOe, HO 1 ITaTOTeHeTUYECKOe JieueHHe. 3a0ojIeBaHIe
BBI3BaHO BapuaHTamu B reHe DDC, KOmUPYIOIIEM CUHTE3
¢depmeHTa nekapObokcuiassl (Koa mo MexayHapomaHoit
Kiaccudukanum ooyesHeit 10-ro nepecmotrpa — G24.8),
KOTOpas SIBJISIETCSI OCHOBHBIM (PepMEHTOM B CUHTE3¢ Hell-
poMeauaTopoB: gocdaMuHa, CEPOTOHMHA, alpeHallHa,
HopaapeHanuHa [2, 3]. Onucan 581 BapuaHT reHa DDC,
13 KOTOpKIX 48 % KinaccuduIMpoBaHbl KAK MUCCEHC-Ba-
puaHThl [4]. TOYHBIX JAHHBIX MO SIUAEMUOJIOTUU 3a00J1e-
BaHUS B HACTOSIIIEE BPeMs HET; JUIsl pa3HbIX CTpaH U I10-
ITYJISIIAI TIPUBOIUTCS pa3Hasl 4acTOTa BCTPEYAEeMOCTH,
HET CBEICHUI 110 TeHIEPHBIM Pa3IMYMsIM 1 TeYCHUIO 60-
ne3nu [5, 6]. INpeanmonaraemas 3a6oieBaemocts AADCd
Ha TaiiBaHe oueHuBaetcs Kak 1:32 000 HOBOpOXKIEHHBIX
U SIBJISIETCSI B HACTOsI1IEe BpeMsl camoii Beicokoit, B CIITA
nokazatesu Bapbupytot ot 1:42 000 go 1:190 000, B EBpo-
TIe IpeAnoiaracMast 3abojieBaeMocTh cocTaniseT 1:116 000
HOBOPOXACHHBIX. I10 JaHHBIM paHHEro HeOHaTaJIbHOIO
nuiaoTHoro ckpuHuHra 2020 r., B EBporie yactoTa BcTpe-
yaemoctu AADCd oka3zanach HUXe TpearojiaraeMoi —
1:500 000 [3]. B Poccuu snuaeMHONIOTHYECKUX JaHHBIX
HET, B HacTosIIee BpeMsl 3a00JIeBaHUE JMAarHOCTUPOBAHO
y 10 manyeHToB, YTO TOBOPUT O HU3KOI HACTOPOXKEHHOCTH
Bpayeii MpaKTUYECKOTO 31paBOOXPAHEHNUST OTHOCUTEIBHO
JIAHHO ITaTOJIOTMH, a HE O PEIKOCTH ITOCICIHEN.

YyacTtre B maToreHese 00JIe3HU HECKOJBKUX HEHpo-
MeIMaTopoB (HoaMrHa, CEPOTOHMHA, aApeHaIMHA U HO-
paapeHaJMHa) OIpeessieT OTCYTCTBME OJHO3HAYHBIX
M YeTKO OYECPUYCHHBIX CIELM(UIECKUX CUMIITOMOB, I10O-
3BoJIsgIOIMX 3anono3puTh AADCd. IlepBble mpu3Haku
00JIe3HU MOSBIIAIOTCS B IIEPBBIM TOMI KU3HM Ha (pOHE MHU-
Moro 6;1aronoyuus [7]. B mocienyromeM CMMITOMBI MO-
I'YT BO3HUKATh KaK IMOOYEPENHO, TaK U OLHOBPEMEHHO,
0e3 OIHO3HAYHOM ITOCIeI0BATEILHOCTH.

[Ipu pa3BepHyTOI KapTHUHE Ha IEPBHIA IJIaH BHIXOIST
MposIBJieHUs neduiinra fopamMuHa B BUIe CUHIPOMA J10-
(bamMuHepruYecKoil HeMOCTaTOYHOCTU C TUIIO-/TUIIEPTO-
HYCOM M OpamgMKWHE3uel, 3aMeIICHUST TICUXUYECKOTO
1 PEYEBOro pa3BUTHSI, IMOLIMOHATIBLHO-BOJIEBBIX HapyIlle-
Huit u nuctoHuu. [Ipu AADCd paHo nosiBAsIeTCST AUCTO-
HMS B BUJE OKYJIOTUPHBIX KPM30B — HACUJILCTBEHHOM CO-
JIPY>XeCTBEHHOU neBUALMU IJ1a3, Yalle B HalpaBIeHUU
BBEPX M JIATEPAJILHO, PeXe — BHU3, ITPOIOJDKUTEIEHOCTBIO
OT HECKOJIbKMX MUHYT JI0 HECKOJIBKUX YacoB, MPU COXpa-
HEHHOM CO3HaHUU NaiueHTa. YacTo OKyJIOTMpHBIE KPU3bI
OIIMOOYHO PACLIEHMBAIOTCS KaK MapOKCU3MaIbHbIE COCTO-
STHUSL SITAJICTITUYECKOM 3TUOJIOTHY, Ha3HaYaeTcst Headdek-
TUBHOE JIeYCHUE aHTUANUJICITUIECKUMM IIperapaTaMy,
KOTOpPOE pacligHMBaeTCsI KaK (POpMaKOpPE3UCTEHTHOCTD.

DTO OTOABUTACT BHISIBJICHUE UCTUHHOM MTPUYMHBI 00JIC3HU
Ha HeomnpeAeJdeHHbIN cpoK [5, 8]. 1151 CHUXKEeHUST ypOBHS
CEpPOTOHMHA XapaKTepHbI CUMIITOMBI B BUJIE HapyIIEHUSI
¢a3 cHa u 6oapcTBOBaHMS (OeCcCOHMIIA/ TUTIEPCOMHUS),
MOBBIIIEHHAs! SMOIIMOHAILHOCTD, TTAKCUBOCTh. CHIDKEHME
YPOBHSI afipeHaIMHa/HOpaapeHaInHa ITPUBOIUT K Pa3BH-
THIO TaKUX BET€TaTUBHBIX CUMIITOMOB, KaK IMOBBIIIICHHOE
IOTO- U CJIIOHOOT/IENICHNE, 3aJI0)KEHHOCTb HOCa, Hapyllle-
HUE TEPMOPETYJISILIUM U HapyIIeHUsT PabOTHI KETyI0UHO-
KUIIIEYHOTO TPAaKTa B BUJIE NTOBBIIIIEHHOTO ra3000pa3oBa-
HUS, AUapeu U 3Mn13040B 3amopoB. Ha ¢oHe mpobiem
C XeJyI0YHO-KUIIEYHBIM TPAaKTOM BO3MOXHa OEJIKOBO-
SHepreTMYecKasi HeI0CTaTOYHOCTh Pa3HOM CTEIEHU BbI-
paxeHHocTH [4, 7].

[TanueHTsI ¢ pOXXIEeHUS OTCTAIOT B MIPUOOPETEHUU OC-
HOBHBIX MOTOPHBIX HaBBIKOB K TOIy U HE IPUOOpETAIOT
CITOCOOHOCTD CaMOCTOSITEJILHO MIEPEBOPAYMBATECS, CATUTh-
¢s1 ¥ CTOSITh. YacTo MpUCOEAUHSIOTCS MHTEPKYPPEHTHBIE
MHOEKIINY, OCIOXHSIIOIIMECS AbIXaTeIbHOW HETOCTaTOY-
HocTbio. Ha hoHe nmporpeccrpoBaHust 60JIe3HU ST paHO
npuodpeTaloT NauIMaTUBHBIN cTaTyc 8, 9].

B 2022 . EBporneiickoe areHTCTBO 10 JIEKAPCTBEHHBIM
cpeactBaM (European Medicines Agency, EMA) ono6puiio
MpUMEHEHWE TeHHOM Teparuu ISl JICUeHHUS TTallMeHTOB
B Bo3pacTe 18 MecsILeB U cTaplile ¢ MOJICKY/ISIPHO-TeHEeTH -
YyeCcKM TMOATBepKIAeHHbIM auarHo3om AADCA [10, 11].
B 2024 1. aKcriepTHBII COBET 0J1arOTBOPUTEILHOTO (hOHAA
TTOICPKKY IETEM ¢ TSDKEIBIMU KU3HEYTPOXKAIOIIMU XPO-
HUYECKUMU U opdaHHBIMU 3a00J1eBaHUSIMU «Kpyr 1oOpa»
Bkimouns AADCd B mepedyeHb TSKEbIX KU3HEYTpoXKalo-
X U XPOHUYECKUX OOoJIe3Hel, Oylarogapst YeMy Terepb
TeHHas Tepallisl JOCTYITHA I MallMeHTOoB B Poccuiickoit
®enepauvu. Boiasienne AADCd y mereil paHHETro Bo3-
pacta 0COOEHHO aKTyaJbHO B CBSI3U C BO3MOXHOCTSIMU
ATHUOIATOrCHETUYECKOM TepaIriu, IO3BOJISIOMENH YIyd-
IIATH COCTOSTHME M KQUeCTBO XXM3HU peOCHKA. YCTaHOBIIC-
HME MPaBWJIBHOTO IMarHo3a v Mocjeaylolee MeIuKo-Te-
HETMYECKOEe KOHCYJBTUPOBAHUE MO3BOJISIIOT POAUTEIISIM
IUIAaHMPOBATh MOCJIeAyIone 0epeMeHHOCTH, COBepIIast
OCO3HAHHBIN penpPOAYKTUBHBIN BBIOOD [5, 8].

MBI IpUBOAMM CBOE COOCTBEHHOE KJIMHUYECKOE Ha-
OJIIOZICHNE CEMBH C 2 CITydasiMM TeHETUYECKM MOATBEPK -
nenHoro AADCd.

KnuHunyeckue cny4yau

Ilauuenm A., 2018 2. p. Pebenok om I-ii bepemenrnocmu,
npomekasuieil ¢ yepo3oii npepvieanus Ha 7—9-ii u 30-ii ne-
densx. Poovi 6 cpok Ha 41-ii Hedene nymem 3KCMpPeHHO20 Ke-
capeesa ceuenus Ha (hoHe nepeutHoll crabocmu poooeoii 0esi-
menvHocmu. Macca mena npu poxcoeruu 3450 e, pocm 55 cm,
ouenka no wikane Aneap — 6/7 6annos. B pannem neonamans-
HOM nepuode 0omme4anacs HeYmoYHeHHAsL HCeAMYXa, peOeHOK
noayuan gpomomepanur. U3 poouirvHoeo doma vinucaw
Ha 5-e cymku. B 1-ii mecsy ycu3Hu 6 Heepoaoeu4ecKom cma-
myce ommeueHa neekas ouggysnas eunomonus. B 2,5 mec
pooumenu pebeHKa 00paAMUAUCH K HEBPOAOZY NO Mecmy
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HepBHo-Mblweunbie O JIE3HH

HCUMENbCIMEBA C HCAN00aMU HA INU300bl A08epCUU 21a3 ¢ MO-
HU4ecKum HanpsiceHuem pyxk, becnputuHHoe 6ecnokoicmaeo
u eunepcomnuro. Manvuuk He moe depicams 20108y, 00pauia-
A1a Ha cebsi GHUMAaHUe 6e0HOCHb AKMUBHBIX 0BUNCEHULL 8 KO-
neunocmsax. C yuemom 8blpaiceHHoil 2uNOMOHUU  803pacme
3—06 mec nposedernvl eenemuueckue ananusvt (Meduko-eene-
muveckuii HayuHwolil yenmp um. axao. H.Il. Boukoesa,
Mockea) c uckarouenuem Helipombiuieyroll namonoeuu. B yc-
noeusax KpacHosapckoeo kpaegoeo meduko-eeHemu4eckozo
ueumpa (KKMT1]) nposedeno moaekyasapHo-yumoeeHemu-
yeckoe uccaedosanue no mexxoaoeuu BoBs. B buonroeuueckom
mamepuane (Kpoev) 0OHapydiceH aHeynaouduii, Mukpooene-
YUOHHBIX CUHOPOMOB He 8bls181€HO.

Ilpu snexmposnyeghanoepaguu ¢ 8uU0eOMOHUMOPUHEOM
80 8pems OHe8H020 cHa 6 8o3pacme 3 mec visieaeHa ougppy3-
Has anurenmugopmMHas aKMUHOCMb 8 UeHMPAAbHBIX NaApa-
CA2UMMmManbHbiX 0mMoeaax 060uUx NOAYWApUil HU3KUM UHOeK -
coM, HA3HAYeH Aesemupayemam 6 603pacmuoll dose.
Ha ¢one npomusosnurenmuueckoit mepanuu 8 eo3pacme
8 mec enepebvie 603HUK 2eHePaANU308aHHbBIIL MOHUKO-KAOHUYe-
CKULl NPUCMYN C YUAHO30M, CAOHOMeUeHUeM, NPoO0ANCU-
meabHocmuvio 00 1 MuH, Kynupoeaacs camocmosmenvho. Ja-
Jnee OOHOMUNHbIE NPUCMYNbl OMMEUAAUC NOBMOPHO
6 meueHue 4 Oueil; Ha GoHe KoppeKyuu 003bl NPOMUBOINU-
JAenmu4ecK020 npenapama nPUCMynsl Kynupoeanucs U 8 0anb-
Helluiem ommeuanucy e yawe I paza e 6 mec. B sozpacme
12 mec ¢ yuemom coxXpansarOuuxcss nPUCMynoe 8 cxemy aeue-
Hus Obla 00b6asaeH 6MOPOLl AHMUKOHBYAbCAHM, AAMOMPUO-
JCUH, 8 803PACMHOIL 003e.

Heiiposusyanuzayus 201061020 M032a npoeooduaacs 6 803-
pacme 9 mec, 1200 3 mec u 2 eoda u He bis6UNG 3HAYUMBIX
U3MEHeHU.

B 6o3pacme 12 mec 6 cmamyce pebeHKa omme4anocs
duceapMoHu4Hoe pazeumue ¢ 0euyUmom Maccol meaa —
undexc maccol mena cocmasun 13,2 ke/m? npu 6bicokopocao-
cmu. Ilpu ocmompe obpawaru Ha cebs 8HUMAHUE NMO3
¢ 2 CMoOpoH, 8blpACeHHAs] 2UNOMOHUS NPU ICUBLIX CUMME-
MPUYHBIX CYXOICUAbHBIX PeqhreKcax, CHUMNCeHUe AKMUBHbIX
08uNICeHUIl KOHEUHOCMAMU, epybas 3a0epicKka npuobpemenus
004bUUX MOMOPHBIX HABBIKOG (PeOeHOK He Moe depicamb
20108y, NepesopavuBamucs, cudems, Cmosms), Haiuuvue gap-
MAaKope3uCmeHmHbIX OKYA02UPHBIX KPU308, epybas 3adepiic-
Ka ncuxopeuesoeo paseumus, 2uNepcoMHuUs, eunepeuopos,
MepMOHEeBPO3, COXPAHAIOWULLCS 8 meyeHue 6 mec, CMoliKas
OMeUHOCMb CAUUCMOL 00010YKU U 3AN0HCEHHOCMb HOCA.
Tlayuenm xoncynsomuposan 6 KKMT'L], ebideurymo npeono-
J0JICeHUe 0 HAAu4UY OpPAHHOU MOHO2EHHOU dmuono2uu 60-
Ae3HU, He onpedensieMoll npu Uccae008aHUU 8 00UEeNPUHSMbIX
MONEKYASAPHO-2eHemU1ecKux nanesx. /s eviaicHeHus 603-
MOJICHOTI 2eHemu4ecKoll npu4UHbL 004e3HU 6 8o3pacme 2 nem
npogedero uccaedosanue JHK memodom noaHosK3omHoeo
cekeenuposanus 6 lLlenmpe eenemuku u penpoO0yKmueHoll
Meduyunvl «lenemuko», u vls61eHO 20MO3UOMHOE HOCU-
menvcmeo eapuarma é 3-m 3k3one eena DDC, npusodsuieeco
K 3ameHe aMUHOKUCAOMbL 2UCIUOUHA HA MUPO3UH 8 NOA0JCe-
Huu 70 (p. His70Tyr), mymayus muna muccenc. IIpogeden

ceepeeauuoHHblil anaiu3 (cexsenuposanue no memody Cou-
eepa y mpuo (npoband, mamo, omeu,)), 6 pe3yabmame KOmo-
2020 y mamepu u omuya npobanHda blA6AEHO 2eMepo3UOMHOe
Hocumenbcmeo 0aHH020 6apuanma.

Janee 6 rabopamopuu meduyurckoi eenomuxu Hayuo-
HANbH020 MEOUUUHCK020 UCCAL008AMENbCKO20 UeHmpa 300~
poewvs demeil (Mockeéa) nposedeno onpedeneHue KOHUeHmMpa-
yuu 3-O-memundopamuna, noKkazasuiee KOHUEHMpAuur e2o
avlue Hopmol — 1213,31 He/ma (Hopma <355 ne/ma). Yema-
HoeneH duaenoz AADCd.

B sospacme 2 nrem 6 mec pebenok Obin 04HO KOHCYAbMU-
posan 6 Hayuno-uccaedogamensckom KAUHUMECKOM UHCMU-
myme neduampuu um. akao. 0. E. Beavmuweea (Mockea),
20e Ha OCHOBAHUU KAUHUMECKOU KAPMUHbL U Pe3yAbmamos
00caedoganus 6vin noomeepicoen ouaenosz AADCA. Ilposo-
dunacs CUMNMOMAMUYECKasi Mepanus CeNeKmuHbIMU A20-
Hucmamu 0oghamuna, GHMUXOAUHEPeUMEeCKUMU NPenapamamis,
npenapamamu 6eH300UA3eNUHOB020 PAOA, ¢ MUHUMAALHBIM
aghgpemom u nocmeneHHbIM HapacManuem KAUHUHECKUX Npo-
AGNCHUIL.

B 6ospacme 4 n1em 4 mec peberok cocnumanu3uposar 8 He-
8ponoeUecKoe omoeneHue ¢ pe3Kum yxXyouieHuem COCOosIHUSL —
Y He20 O3HUKAU OAUMEAbHble OKYA0UPHbIE KPU3bL CINAMYC-
Ho2o meuenus, npodoaxcumenvHocmoto om 1 do §8—10 u;
NONbIMKA KOMREHCAUUS CUMPMOMAMUKU YCNEeXOM He Y8eH-
4anace.

B 6o3pacme 4 1em 6 mec nHa ghone ocmpoii pecnupamoproii
BUPYCHOU UHpeKUUU y pebeHKa pa3euncs ocmpblii OpoHXum
¢ obcmpyKyueil, nayuenm 0bia nepegedet Ha UCKYCCHMBEEHHYI0
senmunayuro neekux. Paseumue ocmpoii yepebpanvHoil Hedo-
CIAMOYHOCIU C OMEKOM 20106H020 M032d, CepOeUHO-COCYOUC-
Mot HedOCMAMOYHOCMU NPUBEAO K AMAALHOMY UCXO0OY.

B nocaedyrowem mamo ymepuieco pebenka npeonpunu-
Mana NONbIMKY n08mopHoe2o demopodicoerus. Ilposodunoce
MeOuKo-eeHemu4ecKoe KOHCYAbMupo8anue cemvil ¢ pass-
SACHEHUeM PUCKa NO8MOPHO20 PoXcOeHUs demell ¢ OAHHOI
namonoeueil U 803MONCHbIX CHOCO008 NPEUMNAAHMAYUUOHHOU
eenemuueckoi duaznocmuku. Bmopas camocmosmenvhas
bepemennocmov ¢ 2021 e. 3aKOHUUAACH CPOUHBIMU ecme-
CMBEHHbIMU POOAMU, MANBYUK 8 HACMOAUEe 8PeMsl KAUHU-
yecku 300pos, pacmem U pa3euU8aemcs Co2AACHO 03DACHL-
HbLM HOPMAM.

Ilayuenmka B., 2024 2. p. B 2024 . acenuyuna o6pa-
munace 6 KKMTI] na cpoke 3-ii ecmecmaernHoil bepemer-
Hocmu 15 Hed ¢ ueavto nposedenuss NPeHamarbHoi OUAeHO-
cmuku. B ycaosusx KKMTI] npogedenv amuuoyenmes
U 3a00p 6UON02UMECK020 MAMEPUANA 8 8UOe AMHUOMUYECKUX
600. buomamepuan nanpaenen 6 rabopamopuro «lenomeo»,
2de Memodom npsmMoeo A8MOMAMUYECK020 CeKBEHUPOBAHUS
ovin uccnedosan een DDC, obnapyscena HyKaeomuoHas 3a-
mena chr7:50607720G>A 6 comozucomuom cocmosnuu. C yue-
MOM NOAYMEHHbIX Pe3YAbMAMOoE NPOBeOeHO MeOUKO-2eHemu1e-
CKO€ KOHCYIbMUPOBAHUE CeMbl C NOCACOVIOUWUM NPEHAMANbHbIM
KOHCUAUYMOM, C PA3bsCHEHUEM 0COOeHHOCMell GblsIGACHHOI
2eHemU4ecKoll namoao2ulL, nPoeHo3a 0As HCU3HU U 300P08bs
pebenka. Pooumensmu 6vi10 npunsamo peuwienue o nposoHeu-
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DPOBaHUU OAHHOU OepeMeHHOCMU C YHemOM G03MOINCHO20 2e-
HOmepaneemu4eck02o Ae4eHus.

B c64a3u ¢ 6via61eHHOI Y NA00a MANCEN0U MOHOCEHHOI
namono2ueil JceHuUHA OUHAMU4ecKy Habar0anracs 60 8pems
bepemMeHHOCMU 6 JCeHCKOU KOHCYAbMAUuuu CMAayuoHapa
111 yposns Kpacnospckoeo kpas.

Ha cpoke eecmayuu 36 Hed podunacy degouka; macca
meana npu poxcoenuu 3210 e, pocm 53 cm, oyenka no wkane
Aneap — 8/8 bannos. B pannem neonamanvHom nepuode om-
Meuancs IU300 MPaH3UMOPHOLL 2UNoAUKeMUlY U HeOHAMANb-
Holl Jceamyxu, 00yCc10641eHHOU HeOOHOUEeHHOCMbI, peOeHOK
noayuan gpomomepanuro. Cneyughuueckux uzmeHeHuil 8 He-
8P002UHECKOM CIamyce He 0mMMeuanoch.

C yenvro UCKAHOHEHUs MEeICKAHeB8020 MO3AUUUMA 8 803~
pacme 7 OHell pebeHKY NOBMOPHO NPOBEOCHO 2eHemU4ecKoe
uccaedoganue 8 Meduko-eeHemuueckomM HAYHHOM YeHMpe
um. akad. H.I1. bouxosa (Mockea). Memodom maccoeoeo na-
DANNeNbHOR0 CeKBEHUPOBAHUS C AHAAU30M Kooupyrouell nocie-
008aMeAbHOCIU U NPUAEIHCAUSUX K IK30HAM UHMPOHHBIX 0014 -
cmeii eena DDC (RefSeq:NM000790.4, OMIM: 07930) évisi61em
onucaunuvlil panee Kaxk namoeennstii (IIGMDIDCM147683)
8APUAHM HYKACOMUOHOL NOCAe008AMEAbHOCMU 8 IK30He 3 2e-
Ha DDC (chr7:50540022G>A) 6 20m0-/2emMu3ueommom cocmo-
sAHUU, npuodawull k muccerc-3amene (NM000790.4.c.208C>T,
p.(Ilis70Tyr)). Boisgrennulii eapuanm HyKAeomuodHoi nocae-
0do8amenbHOCMU He 3apecucmpupo8aH 8 KOHMPOAbHOI 8bl00pKe
GenomeAggregation Database (gnomAD). Areopummbt npoeHo-
3UPOBaHUS BAUSHUA Ha chaaticune mmsplice, squirls, spip oye-
HU6arom OAHHbIU 8APUAHM KAK HellmpanbHulil. Areopummbol
NPOCHO3UPOBAHUS NAMOEHHOCMU MUCCEeHC-8APUAHMO8
fathmmMKLcoding, MCAP, PROVEAN, SIFT4G, SIFT,
Polyphen2 IIVAR, Polyphen2 IIDIV, DFOGFN2, LRT,
PrimateAl ouenusarom danublii 6apuanm Kax 6eposmHo na-
moeennulil, 6 mo epems kaxk FATIIMM, MutationAssessor —
Kak HelimpaavHblil. Komnaekcnas ouenka namoeeHHOCMU
memanpedukmopamu: no MetaSVM — namoeennwiil,
no MetalLR — neitmpanvhblil.

ITlpu dunamuueckom Habar0OeHUU 3a peOECHKOM OmMMeYa-
JA0Cb NOCMeneHHoe Hapacmanue KAUHUYeCKUX NposiéaeHull.
C 6o3pacma 10— 14 oneii Habarooarucy yacmole OMCPOYEHHbLE
cpvleusarnus yepe3 30 mun nocae Kopmaenus, 0o 2—3 pas
6 cymku. C 1-20 mecaya ycuznu mames ommemuaa y dovepu
BbIPANCEHHYI0 3AN0XCEHHOCHb HOCA U CX00Aujeecs Kocoanasue.
Pebenok 6 eo3pacme 1 mec koncyaomuposar 6 Poccuiickoii
demckoil KauHuueckoii 6oavruue (Mockea). 3a épems Ha-
ontodenus 8 pedepanvHom yeHmpe Obli NPOGedeH AHAAU3 AK -
mueHocmu epmenma O0ekapOboKcuaazvl apoMamuiecKux
L-amunokucaom u nosyuen pezyavsmam, céudemenbcmeyio-
wuit 0 e2o Huzkol akmusnocmu. Huaenos AADCd 6bin noo-
meepiicoeH Ha OCHOBAHUY KAUHUYECKOU KapMUHbL, OUOXUMU-
YecK0e0 U MOAEKYASAPHO-2eHeMUUEeCK020 UCCAe008aAHUS.

C so3pacma 6 mec mamv ommemuaa y 0ouepu yuaujeHue
OKY/N02UPHBIX KPU308, NPEeUMYULeCMBEHHO 8 8eYepHee 8peMs,
npo0oANCUMENbHOCIb NPUCMYNO08 Yeeauuusacs ¢ 10 muH
do 3—5 u. Yacmobie ocmpbie pecnupamopuvle 8UpycHvie UH-
gexyuu Kaxcowlil paz yxyouaiu oduee cocmostue peberka,

PA38UBANUCH OCAONCHEHUS 8 8Ude bpoHxumos. B neeponoeu-
YECKOM Cmamyce OmMe4eHO HAPacmauue 6ecemamueHblX
CUMNMOMO8 8 8ude nmo3a ¢ 2 CMOpPOH, 2UNePCOMHUL, NO-
cmosnHoil punopeu. Takoce ommeuennvl cxoosaujeecs Kocoena-
3Ue, BbIPANCEHHAsL 2UNOMOHUSL, BbIPANICEHHAS 3A0ePAHCKa op-
MUPOBAHUS OOAbUUX MOMOPHBIX HABBIKOE (pebeHoK
He deporcum 204108y, He nepesopayusaemcs), 3a0epicKa npeo-
peuesoo pazeumus, SMOUUOHANLHAS AAOUALHOCTb, HU3KASL
npubaska maccel meaa (undexc maccol meaa 14,9 xe/m?).
B cesa3u ¢ evipasicennoll beakoso-snepeemuueckoi Hedocma-
mounocmbio 6 eozpacme 12 mec pebenky ycmarnoeaeHa ea-
cmpocmoma.

Ha momenm ocmompa pebenky 13 mec, no docmudiceHuu
sospacma 18 mec nnanupyemcs npogederue eeHomepanesmute-
CK020 AeueHus 3a cuem cpedcme goroa «Kpye doopa». C momen-
ma ycmanoeneHust OUaeHo3a NAYUeHMKA NOAYMAem CUMIIOMA-
muuecKue npenapamol, yayMuarouue o0pazoeanue 0opamuna,
mopMo3siujue e20 00PAMHbLLL 3aX8aM U YEeAUHUBAIOuUe 0CHA-
MOYHYIO AKMUBHOCMb (DEPMEHMA: CeNCKMUBHbIE A2OHUCTbL 00~
amuna, anmuxonuHepeuteckue npenapamol, NUPUOOKCUH.

Hab6momas B kaTaMHe3¢ CeMbIO C IETbMU, CTpanaio-
mumMu AADCd, MOXXHO TOBOPUTH, YTO JaHHOE 3a00JieBa-
HUE MMEET BBIPaXEHHBINM MOJIUMOP(GU3M CUMITOMOB,
YTO 3aTPYIHSIET PAHHIOIO TUATHOCTHUKY.

[Ipu oTCyTCTBUM MTAaTOTHOMOHWYHBIX IIPU3HAKOB 00JTb-
1I0¢ 3HaYEHUE UMEET ITOMCK COBOKYITHOCTH CUMITTOMOB.
I1pu HacTOpOKEHHOCTU OTHOCUTENIbHO AuarHo3a AADCd
B IIEPBYIO ouepedb cleayeT obpalllaTb BHUMaHUE Ha He-
TUITMYHOCTb SIMUJICNITUMDOPMHBIX HAPYIIIEHHIA M OTCYTCTBUE
addekTa TPOTUBOIMMWICIITUYESCKON Tepaliy B COYSTaHNHI
C HEOOBIYHBIMM BEreTaTUBHBIMKM CUMIITOMaMH (4pe3Mep-
HOE TOTOOTACJIEHNE, KoJIeOaH sl TeMIlepaTyphl Telia, 3a-
JIOKEHHOCTb HOCa, HapyllleHue (a3 cHa 1 60IPCTBOBAHMS)
M BBIPAXXEHHO 3aIepXKKOM IICUXOMOTOPHOI'O Pa3BUTHSI.
OmHUM U3 XapaKTePHBIX CUMITTOMOB SIBJISICTCS] BOSHUKHO-
BEHME OKYJOTMPHBIX KPM30B C HapacTaHUEM YaCTOThI
M TIPOIOJIKUTEIBHOCTH B KaTaMHe3e 3abosieBaHus. [1amu-
eHTHI ¢ fuarHo3oM AADCd MoryT HaGII0aaThCSl Y HEBPO-
JIOTOB TI0 TIOBOJIY JIETCKOTO IIepeOpabHOTO Mapainya ¢ 3a-
JIEPKKOI TEMITOB PaHHETO MCUXOMOTOPHOTO/MOTOPHOIO
pPa3BUTHSI, C PE3UCTEHTHBIMU NI TITUYECKUMHU TTPUCTY-
IMaMH ¥ 3KCTPaMpPaMUIHBIMU HAPYIIEHUSIMM.

BaxkHOCTh OBBIIIIEHUST HACTOPOXEHHOCTH U MHMOP-
MUPOBaHHOCTU Bpayeit oTHocuTenbHO AADCd onpenensi-
€TCST BO3MOXHOCTBIO OECILIaTHOTO JICYSHMST TEHHBIM TIpe-
rmapaToM B3JlafoKareH 3K3YIIapBOBEK, ITOCTaBJISIEMbIM
B Poccuiickyio @denepainuto yepes «Kpyr nodpa». Diano-
KareH 9K3ylapBOBeK — MHHOBALIMOHHBIH ITperiapar, BEKTOP
Ha OCHOBE PEKOMOMHAHTHOIO aJeHOaCCOLIMMPOBAHHOTO
BUpYca 2-TO CEpOTHIIA, COAEPXKAIIMI IeH, KOTUPYIOIIHiA
JIekapOoKcuIaszy apoMaTuIeckKux L-aMMHOKHCIOT YyeJlo-
Beka (rAAV2-hAADC), BBoguTCsl OAHOKPATHO MHTpaKpa-
HUAJIBHO, HEMPOXUPYPIUYECKUM JOCTYIIOM IO KOHTPO-
JIEM CTePEOTaKCUYECKUX METOIOB BU3YyalIM3allii B 30HY
cTpuaTyma.
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