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B cmamoe gnepevie 6 omeuecmeentoli aumepamype npedcmagaeHo KAuHu4eckoe HabaooeHue NayueHma MAadeH4eckoeo 803pacma c peokoil
HacnedcmeeHHoll 604e3HbI0 00MeHa — dedhuyumom Kogakmopa moauboena. 3abonresanue 0eOOMUPOBANO 8 PAHHEM HEOHAMANLHOM Nepuooe
€ CUHOPOMA YeHemeHUs. U MUOKAOHUHECKUX NPUCIYNO8, COYeMaBUILXCS C NAMMEPHOM «B6CHbIUKA—N00aeaeHue» Ha d1eKmpodHyedaioepamme,
€ nOCAeOVIOUUM NOSIBACHUEM NPUSHAK08 HAPYUleHUs. NCUXOMOMOPHO20 paseumus. Ommeuanucs uepenHo-auyegsie OusmMopuu, GKAHas Kpa-
HUocmeHo3, u mukpoyeganusi. B comamuueckom cmamyce 8bis6451UCh 2eNAMOCHACHOMe2aAUsl, OUCMemadoautecKue usMeHeHus NnapeHxXumbl
nouex no OGHHbIM YAbMPA38YK08020 Uccredosanus u kpucmanaypus. Tpu neiiposuzyanuzayuu noayuens npomugopeugsie odannsie. Ilo pe3yno-
mamam HelipocoHoepaguu OUacHOCMUPOBAH COHeMAHHbII 8PONCOCHHbLII NOPOK PA3BUMUS 20108HO20 M032d: UCMUHHAS (COPMUPOBAHHAS BHY -
mpuympo6Ho) nopaHyeanusi 60AbUILUX NOAYWAPULL MO32a, NOAHAS (POPMA aeeHe3UU MO30AUCMOo20 mead, mega cisterna magna. O0Hako npu mae-
HUMHO-PE30HAHCHOI MOMOSpaduu 20108H020 M032a, NpogedeHHOU 6 go3pacme 17 OHeil, eviserena Kapmuna OughghysHoi neiikomanrayuu
¢ obpazosanuem nceloKUcm, pacyeHeHHas KaK nocaedcmeus nepuHamanbHo20 nopadceHus Mo3ed, 8 COMemanuu ¢ azeHesueil Mo301UCmozo
mena u mega cicterna magna. Juggepenyuanvhuiii OuazHos npoeooucs mexcdy panHel MaadeH4ecKoil SnUIenmu4eckoll IHyegalonamuet
(cundpom Omaxapa) u panHei MUOKAOHUYECKoU SHyegaronamuetl (cundpom Atikapou). OOHaK0 5muon02us 3a001e8aHUs OCMABANACH HEACHO.
s uckaiouenuss HacnedcmeeHHol 60ae3HU 00MeHa, conpogodcoarouelics snuiencueil, npogedeno cekeenuposarue IHK no naneau «Hacneo-
cmeeHHble snunencuu». Ilo pe3ynemamam anaiu3a @visigaeHa 20Mo3ueomuas mymauyus 6 3x3one 6 cena MOCS2, npusodswas K deaeyuu amu-
HoKucaomol 8 nosuyuu 158 beaxa, panee onucannas y nayueHmos ¢ deguyumom Kogpaxmopa moaudderna (OMIM: 252160).

Karoueevte caosa: nacredcmeennas 601e3Hb o6meHa, depuyum Koghaxkmopa MoasubOeHa, HeoHamanbHble SNULenmudecKue npucmynsl, oug-
pepenyuarbHas OuaeHOCMUKA NEPUHAMANbHO20 NOPANCEHUS. 20108HO20 MO32d
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DIFFICULTIES OF DIAGNOSTICS OF EPILEPSY DUE TO MOLYBDENUM COFACTOR DEFICIENCY:
A CASE REPORT
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The article presents a clinical study of an infant with rare inherited metabolism disorder — molybdenum cofactor deficiency, for the first time in
Russian literature. The onset of disorder — in early neonatal period with a suppression syndrome and myoclonic seizures combined with a burst-
suppression electroencephalographic patterns, followed by a reveal of psychomotor delay. Craniofacial dystrophies were present, including
craniostenosis and microcephaly. Somatic status was characterized by hepatolienomegaly, dysmetabolic changes of kidneys’ parenchyma (sug-
gested by ultrasound) and crystalluria. Neuroimaging data were contradictory. Neurosonography results allowed diagnosing concomitant inborn
brain development defect: true porencephalia of large hemispheres. However, brain magnetic resonance imaging revealed a picture of diffuse
leukomalacia with pseudocyst formation, which were considered a consequence of perinatal brain damage. Magnetic resonance imaging revealed
a picture of diffuse leukomalacia with pseudocyst formation, which were considered a consequence of perinatal brain damage. Differential di-
agnosis was held between the early infantile epileptic encephalopathy (Ohtahara syndrome) and early myoclonic encephalopathy (Aicardi
syndrome). However, etiology of the disease remained unclear. To eliminate inherited metabolic disease accompanied by epilepsy, Inherited
Epilepsy Panel DNA sequencing was used. The results showed a homozygotic mutation on the exon 6 of MOCS2 gene, leading to deletion of
amino acid in position 158 of the protein, which was described before in patients with molybdenum cofactor deficiency (OMIM: 252160).

Key words: inherited metabolic disease, molybdenum cofactor deficiency, neonatal epileptic seizures, differential diagnosis of perinatal brain damage

For citation: Malov A.G., Karakulova Yu.V., Severino M., Kravtsov Yu.l. Difficulties of diagnostics of epilepsy due to molybdenum cofactor
deficiency: a case report. Russkiy zhurnal detskoy nevrologii = Russian Journal of Child Neurology 2019;14(2):29—34.

29



30

IIETCKOM
HEBPOAOT UM

Hedunur xodhakropa MOIMOIeHA SIBISCTCS TSIXKE-
JIBIM HACJICACTBEHHBIM ayTOCOMHO-PEIIECCUBHBIM HEO-
HaTaJlbHbBIM MeTa0oIM4YeCKUM 3a00JieBaHUEM, KOTOPOE
BBI3BIBACT pedpakTepHbIE K Tepauy SMUICIITUISCKIE
MIPUCTYIIBI, YePeITHbIe TU3MOpGhUH, BEIpaKeHHOE HEPB-
HO-TICMXWYECKOE HEIOPa3BUTHE U 3a9aCTyIO IIPUBOIUT
K paHHelt cmeptH [1, 4]. KnuHn4Yeckne CMMITTOMBI U TaH-
HBIC HeMPOBU3YyAIM3aIIM MOTYT HAIIOMUHATH IIPU3HAKH,
XapaKTepHBIC IJIsI TUIIOKCUYSCKN-UIIeMIUECKOM DHIIE-
damonaTu HOBOPOXIECHHBIX, UTO HEPEAKO ITPUBOIUT
K JMArHOCTUYECKUM OLIMOKaM [6, 7].

YV nwonpeit kodpaktop MoaubOIeHa HEOOXOIUM
JIJISE HOpMaJIbHOM paboThl 3 (pepMEHTOB: CYyIb(PUTOKCH-
Ja3bl, KCAHTUHOKCHUIA3b! (MU KCAaHTHHIECTHIPOTeHA-
3bl, KCAHTMHOKCHUIOPEAYKTA3bl) U aIbICTUIOKCUIA3HI
(nu anpaernageruaporeHassl). KpoMme Toro, HEKOTOphIe
13 KOMITIOHEHTOB CHHTEe3a KodaKTopa MOJNOIeHa HyX-
HBI JUISI GYHKIIMOHUPOBAHUS aMUIOKCUMETyKTa3sbl [1].
AHOMaJIbHOE HAaKOTUICHHE B MO3Ie CYIb(puTa M3-3a ITOTe-
PY aKTUBHOCTH CYJIb(UTOKCHUIA3EI IIPUBOIUT K DKCANTO-
TOKCHYECKOMY ITOBPEXIEeHMIO HelipoHOB [8]. BeencTBue
neuinTa KCAHTUHOKCUIA3EI B CBIBOPOTKE KPOBU CHM-
XKaeTcsl ypOBEHb MOYEBOM KMCIOThI, YMEHBIIAIOLIEH 5K~
CaTOTOKCUIHOCTh CBOOOIHBIX PAINKAJIOB, YTO CUUTACTCS
KJIACCUIECKUM OMOXMMHMYIECKUM IIPU3HAKOM JIehUIINTa
KodakTopa MonoaeHa [4].

OCHOBHBIE 3Tallbl OMOCMHTETUYECKOTO ITyTH Kodak-
Topa MOJIMOAeHa npeacTaBiieHsl Ha puc. 1 [6]. OcHOBBI-
BasiCh Ha 3TUX 3 OCHOBHBIX CTaAUX, AePULIUT KopaKTopa
MoJInOaeHa noapasaensior Ha 3 tuna: A, B u C, o06ycioB-
JIEHHBIE COOTBETCTBEHHO MyTauusgmMu reHoB MOCS],
MOCS2u Gephyrin (cMm. puc. 1).

Pannumu (yxe B 1-e CyTKM IMOCJIe POXICHUS) OCO-
OCHHOCTSIMHM HEPOBU3YaIU3allUH Y ITAIIMEHTOB C ne(hu-
LIMTOM Ko(daKTopa MOJIMUOACHA SBISIIOTCSI ITOIKOPKOBHIE
MYJIBTUKUCTO3HBIC TTOPaXXeHUS IIPU HeiipocoHorpadumn
1 HEOTHOPOITHOE PACIIPOCTPAaHEHHOE OTpaHNIeHUE T~
¢y3un B Kope Ha 1UPDY3MOHHO-B3BEIIEHHBIX N300pa-
KEHHUSIX MaTHUTHO-pe30HaHCHO# ToMorpaduu (MPT)
[2]. B xoHeuHOM MTOTE pa3BUBAeTCs TshKenass KMCTO3Has
JIEMKOMAJISILIYS, CXOOHAS C TAKOBOM MPU TUITOKCUYECKU -
HIIeMIYECKOM IIepUHATAIPHOM ITOPaXKeHUH MO3Ta.

DTUOTPOITHAS Tepamus pa3paboTaHa TOJIBKO IS Je-
¢unmTa KodakTopa MoIubAeHa TUNa A. 3aMeCTUTENb-
HYIO TepaIIiio ¢ IIOMOIIBIO eXXeTHEBHOTO BHYTPUBEHHOIO
BBEACHUS OYUIIIEHHOTO IIUKJINYECKOTO MUPaHOITepHUHA
MoHodochara (cPMP) mpoBonsat moxuzHeHHO [3]. Yun-
ThIBasl IIpO0OJeMAaTUYHOCTD JICYEHUS TAaKUX JIeTel, KpaliHe
BakHa CBOEBpEMEHHAasI IMarHOCTUKA 3a00J1eBaHMSI, YTOOBI
n30exaTh poxXAecHUS 00JbHBIX crOcoB [2]. PazpaboraHa
MeToAuKa MpeHaTaIbHOM JMarHOCTUKU AerinTa Kodak-
Topa MoJubaeHa [3].

ITon HammM HaOJMIOAEHUEM B TMHAMUKE HAXOIMJI-
cs pebeHOK ¢ JepUIuTOM KoakTopa MOJIUOAECHA TH-
nma B (OMIM: 252160), o6GycliOBJI€HHbIM MYTallMeii

TyaHo3uH Tpudpocdar (FT0)/Guanosine
triphosphate (GTP)

TN A/Type A s Mocs1

Mocs2
Tun B/Type B —--—x
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L J
Monu6aontepux (MNT)/ Molybdopterin

(MPT)

TwnC/Type (. — —T Gephyrin

KodpakTop monubaena/
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Puc. 1. OcrosHbie smanst 6uocunmemuuecko2o nymu KogpaKmopa moauo-
dena
Fig. 1. Main steps of molybdenum cofactor biosynthesis

reHa MOCS 2 (Molybdenum Cofactor Synthesis Gene 2)
(OMIM: 603708). MBI He HALIUIM OIKMCAHUS CIy4aeB Je-
¢uumTa KodakTopa MOJIMOIEHA B OTEYECTBEHHOM JINTE-
paType.

B cBsI31 ¢ penKocTbio U MaJOM3BECTHOCTBIO 3a00J1€e-
BaHUS IIPUBOINM KIIMHUYECKOE HAOMIONECHNE, BhI3BaBIICE
3HAYUTEIbHBIC TUATHOCTUICCKUE 3aTPYTHCHUS.

Knunuueckui cnyyaii

Tlauyuenm .Y., enepevie nocmynua 6 Hegposoeueckoe
omdenenue I'bY3 IIK «J[Kb um. I1. U. ITuuyeuna» e. [lepmu
6 anpene 2017 2. 6 o3pacme 4 mec c ycarobamu na edxicedHes-
Hble NOAUMOpHbIe OKANbHBIE INULERIMUYECKUE NPUCTTYNbL.
Habarwdanuce muokaoHuueckue nooepeUeanus 20108bl 61€60
OonumenvHocmoio do 5— 10 ¢, a maxce monuveckue snuien-
muyeckue cnasmol: KaK acuMMempu4Hsle ¢ paseubanuem
npaegoii pyxku, ceubanuem 1egoii U N08OPOMOM 20406bL GNPAGO
10 MUny «no3vl GexmosarsuyuKa», maxK u CUMMempu4Hble
¢ HanpsdjceHueM KoHeyHocmel u deguayueli 2A1a3HbixX 010K
U 20108bl KBEPXY.

U3 anamnesa uzeecmuo, 4mo cUMnMoOMbL 3a001e6aHUS
noseuaucsy ¢ 3-20 0ua ucuszuu. Poduncs om 2-ii bepemer-
HOCmu, npomeKkaguieil ¢ 0CMpoll pecnupamopHo-euUpyCHoll
ungpexyueil Ha 10—11-ii Hedene, a makice nelikemouodHo
peakyueil Kposu u NoO03peHuem Ha NAQUEHMUM o OaHHbIM
yabmpaseykoeoeo uccredosanus (Y3HU) na 23-ii Hedene. Po-
Obl 2-e, cpounsbie, Ha 39-ii nedene. Herpes labialis y mamepu.
Podoycunenue okcumoyunom. bezeodnuiii nepuod 10 muH.
Macca meaa npu poxcdenuu 3950 e, dauna mena 55 cm,
OKPYICHOCMb 201086l 35 cM, OKpYICHOCMb 2pyou 35 cm,
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oyenka no wikane Aneap 8/9 6aanos. C 3-x cymok ommeue-
HO YXyOduleHue COCMOosHUs: peOeHOK CIa 834biM, nepecmarn
cocams epyob mamepu. JleueamenvHas aKmMueHOCMb U peax -
Yusi Ha ocMomp ObiAU CHUNICEHBL, OMMeUeHbl CKOGAHHOCHY,
MbLUEHHDI 2UNEPMOHYC, MPeMODP KOHEYHOCME.

bBbia nepeseden 6 omoenenue namonoeuu HO8OPOICOeH-
Hbix u HedoHnouenHvix demeti Ne 1 I'BY3 ITK «J[Kb No 13»,
2de Haxoduacs @ meveHue Mecaya ¢ OCHOBHbIM OUACHO30M
«BPOANCOCHHBIL NOPOK PA3BUMUS 20A106H020 M0O32d, CUMN -
MOMAMU4ecKas dNUAencust, MUOKAOHUUECKUEe NPUCHYNbL>.
B omoenenuu y pebenka ommemuiu exnceOHe6HO 803HUKA-
rouue 60 CHe MAccugHvle buramepatbhvie MUOKAOHUU 6 6U-
de 0bueeo 830pazusanus ¢ nocaedyrUUM npodyicoenuem
u naavem, nosmopsrouuecs cepusmu 0o 3 pas. Huoeoa nocae
630pazusanusi OMMe4aluch 3acmléanue 6321104 u nooep-
2UBaHUA Mbluy, auya, boavue cnpasa. Hasnauenue anmu-
SNUNENIMUYECKUX NPenapamos He npugeso K npeKpaujeHuo
NPUCMYNO8.

H3 comamuueckux cumnmomos ommeueHvl MAAblil
npupocm oKpyscHocmu 204086bl (1 cm 3a mecsy) ¢ Hepasgu-
mocmuio 100HOU Yacmu Hepena, a maxice nPU3HaKu Kpa-
HUOCMEH03a: KOCMU NAOMHbLE, Wbl COMKHYMbL, 60AbUUOI
DOOHUYOK 3aKPBLACA K MeCSYHOMY 803pacmy. Boisenena ee-
namomeeanus KaxK KAUHU4eCKU (yeeauyenue neuenu Ha 3 cm),
mak u no danusim Y3HU, no nokazamenu 6usupyouna u gep-
MEHMO8 nevenu Oblau HOPMAAbHBIMUL.

Ilpu ueiiposusyasuzayuu noay4eHvl npomMuUsopeyUssie
Oannvle. [lo peyrvmamam HeiipocoHoepaguu ouaeHocmu-
DPOBAH COUEMAHHDBLI 8DONCOCHHBLI NOPOK PA38UMUS 20106~
H020 M032a: UCMUHHAA (CHOPMUPOBAHHAS BHYMPUYMPOOHO)
NOp3HYearus 6oAbUUX NOAYUAPULL MO32d, NOAHAS opMa
aeeHe3uu Mo30aucmoeo meaa, mega cisterna magna. Oduako
npu MPT 201061020 Mo32a, nposedennoli 6 sospacme 17 dueil
(puc. 2), eviaerena kapmura Oug@ysnoil reliKkomarsiyuu
¢ 006pazoeanuem ncesOOKUCH, PACYEHeHHAs] KAK Nocaed-
CMeuUsi NEPUHAMANbHO20 NOPANCEHUSI MO32d, 8 COYeMaHuu
¢ aeeHesuell MO30AUCMO20 meaa u mega cicterna magna.
Ilpu noemopHom npoeedenuu KOMNbIOMEPHOU AMNAUMYO-
HO-UHmMe2puposanHoll snrekmposnyepanroepapuu (291)
8vla6451ach Oupy3nas snurenmudopmrHas aKmUgHOCMs
¢ NamMmMepHOM «8CHbIUKA—NO00asaeHUe», CXO0HAs C U3MeHe-
HUSMU, XAPAKMEPHbLIMU 0451 pAHHel MUOKAOHUHECKOU SHYe-
ganonamuu (cunopoma Aitkapou).

Obwuii ananusz auxkeopa — 6e3 namonoeuu. Ilocae Kou-
CYAbMAYUU 2eHEMUKA NPOGEOeHA MAHOeMHAS. MACC-CHEK -
MPOMempus CyXux niameH Kpogu: OaHHbIX, YKA3bl6AIOUSUX
Ha HacAe0CmeeHHble AMUHOAUUOONAMUU, OpeAHUYecKUe ayu-
dypuu u degheKmol MUMOXOHOPUANbHO20 OemA-OKUCACHUS,
He 8blS8ACHO.

B 6ospacme 1,5 mec KoHCYAbMUPOBAH 3A04HO MO 00-
KyMeHmam 08yms snusenmonoeamu ¢ e. Mockea. B oboux
cayuasx duaenocmuposat cunopom Omaxapa Ha @oue 8po-
JHCOEHHO20 NOPOKA PA3GUMUS 20106H020 M032a. NOAUKUC-
mo3a uau nopauyeparuu. Jonosnumenvhoe obciedoganue
He pekomeHdosarno. [Ipunuman earvnpoam Hampus 6 dose

Puc. 2. llayuenm 3.Y., 17 Oneil, macHumHo-pe30HAHCHAs: MoMopaghus eo-
N08HO20 MO32a: KAPMUHA OUPPY3HOI NeliKoManayuu ¢ 06pazo8anuem nceg-
dokucm, pacyeHeHHas KAk NOCAeOCMUs NepUHamanbHo20 NOPANCeHUs
Mo32a

Fig. 2. Patient E. U., 17 days, magnetic resonance imaging of the brain: a
picture of diffuse leukomalacia with the formation of a pseudocyst, regarded
as the consequences of perinatal brain damage

25 me/ke/cym u negemupayemam 6 0oze 29 me/xe/cym c He-
3HauumenvuoviM dgppexmom. B éozpacme 1,5 u 3 mec bvin
0CMOMPEH HeUPOXUpypeom, NOKA3AHUL K ONepamueHOMY
AeueHuro He evisigaeHo. Hacareocmeennocms: mouexkamentas
001e3Hb NO AUHUU OMYaA, Y 080HPOOHO20 Opama omuya no Ma-
MEPUHCKOU AUHUU — SRUACNCUS C NPOCOANCEHUEM NPUCTTYNO8
¢ 500 30 nem.

Ilpu ob6sexmuenom ucciedo8anul 8 He8poA0U1ECKOM
omoenenuu (puc. 3a): eonoéa mMuxkpouyepaivHol gopmuol,
37 cm 6 okpyschocmu. Yepenno-auyesvie duzmopguu. bono-
Woti poOHUHOK 3aKpbim. B Heeposocuueckom cmamyce — @bl-
DAdICEHHAS 3a0eprHCKa NCUXOMOMOPHO20 PA3GUMUSL: 3pUMeNb-
HO020 U CAYX0B020 COCPEOOMOUEeHUsI Hem, 20108Y He 0epicum,
He nepesopauusaemcs. Moiuieutnlii MOHYC NOBbIUEH NO CRA-
CIMuU4ecKomy muny.

Hauboaee 3nauumvie pe3yavmamovl NApaKAUHUYECK020
obcaedosanus: npu nposedenuu Y3H opeanoe bprouiroil no-
J0CMU 8blSI8AeHbL NPUSHAKU eenamocnieHomeearuu, npu Y3HU
MOUEeBbIOeAUMENbHOU cUCmeMbl — A6AeHUS Heghponamuu
8 ude sblpaxceHHbIX Oupgysnvix (ducmemaboruueckux?)
usMeHeHuil napenxumol novex. Kpome amoeo, obpaujero
BHUMAHUE HA JceAmble KPUCMANIUKU (6eDOSMHO, cyabphambl
U ypamol), ocmaroujuecs Ha namnepce pebeHKa nocae mode-
UCNYCKAHUSA, HA KOMOPble Mamb HeOOHOKPAMHO YKA3bleana
8pa4am, Ho UHGOPMayUs 0 HUX panee ueHopuposasacs. B oo-
wem ananu3se mouu evisigaenst ypamol (+++), Ho npu cneyu-
AIbHOM aHaAU3e 8 0caoke MoHU coau He oOHapyxyceHbvl. Mo-
yegas kucaoma (213 mxmonv/n) u aaxkmam (2,1 mmons/n)
8 Kpogu — 6 npedenax 603pacmHoll Hopmbl.

Ha xkpanuoepamme wigvl yepena He NPOCAEHCUBANUCD.
Ilpu noemoproit MPT 2on06n020 mo3ea (puc. 4) ommeuena
Kapmuua ampoguu mMo3ea ¢ y4acmKamu KUCmo3sHoll nepe-
cmpoiiku 6en0eo éeujecmea KaxK nposeéaeHus NepuHamans-
H020 NOpadcenus 6 COHemanuu ¢ NPUHAKAMU AHOMAAUU
Dpaszeumus 20108H020 M032a (AeeHe3uUss MO30AUCHO20 me-
aa). Pezyromamot MPT 6viau kKoHcyavmupogansl 8 omoe-
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Puc. 3. llayuenm B.Y.: uepenno-auyesvie Ouzmophuu u nposéaeHus 3a0epiucku RCUXoMOmopHo2o paseumus é eo3pacme 4 mec (a) u 11 mec (6)
Fig. 3. Patient E. U.: craniofacial dysmorphism and manifestations of delayed psychomotor development at the age of 4 months (a) and 11 months (6)

AeHuu Hetipopaduonoeuu Jlemckoii Kaunu4eckoi 604bHUlb!
um. Mnc. Tazaunu (lenys, Hmanus). Boickazano npednono-
JICeHUe 0 HeU36eCMHOM 8 Haulell cmpane 3a0604e6anuu — de-
Quyume xogaxmopa moruboena.

Ilpu D3I, nposedennoii 11.04.2017 na gone npuema
sanvnpoama Hampus 6 doze 14 me/ke/cym u neeemupa-
yemama 25 me/Ke/cym, 3apecucmpuposana pecuoHaibHas
SNUNENIMUPOPMHASL AKIMUBHOCTY 8 U0 8bICOKOAMNAUMYO-
HbIX OCMPBIX BOAH U KOMUAEKCO8 OCMPASI—Me0NeHHAs 80AHA
6 npaeoti 106HoIl obaacmu (puc. 5).

Puc. 4. llayuenm 5.Y., 5 mec, macnumno-pe3oHancHas momoepagus eo-
N06HO20 MO32a: KAPMUHA ampouu M032a, pacyeHeHHas Kak nocie0cmeus
NepuHamanbHo20 NOPANCeHUs M032a

Fig. 4. Patient E.U., 5 months, magnetic resonance imaging of the brain:
a picture of brain atrophy, regarded as consequences of perinatal brain damage

Beinucan uz omoenenus ¢ 0UaeHO30M «CUMNMOMAmMu4ec-
Kas snunencust Ha ghone 8poICOeHHO20 NOPOKA PA36UMUsL 20-
AN08H020 MO32a» U peKoMeHOayuell npuema oKcKkapoazenuna
6 doze 54 me/ke/cym u aegemupayemama 25 me/ke/cym,
00HaKo debiom 3a604e6aHUs 6 PAHHUI HEOHAMANbHDBLI Ne-
PU00 ¢ CUHOpOMA yeHemeHUs. U MUOKAOHUMECKUX NPUCIYN08,
2enamocnieHome2anus u oucmemabosuecKue usmMeHeHus
6 MOuesbleo0Awell cucmeme, a MakKice NPOMUBOPEHUBHLE
dannvie MPT ykasvieasu Ha HeoOX00UMOCHb UCKAHOUYEHUS
HacaedcmeenHoll boae3nu odomena. B cesazu ¢ smum pooume-
AAM Obl10 HACMOUMUBO PEKOMEHO08AHO NPOOOANCUMD ceHe-
muueckoe 00caedoeanue pebeHKa amoyaamopHo.

Yepes mecay nocae gbinUCKU RAYUEHM NOCMYRUA 6 He-
8poaoeUecKkoe omoeneHue IKCMPEHHO 8 C8A3U ¢ YHAUjeHU-
em npucmynog do 50—70 6 cymku Ha ghone ocmpolii pecnu-
pamopHoll eupycHoil ungexyuu. Habaroodaruco 6 meyenue
10—15 ¢ gpokanvHble MUOKAOHUU 6 MbIUUAX AUYA CNpAsa,
COnpoBoNCOasULUeCs KPUKOM PeOeHKa, ¢ OanbHeUwUM nPUuco-
e0uHeHueM MOHUYECK020 HaANPANCEHUsS. KOHeYHOCmel U edu-
HUYHBIX MUOKAOHUIL 8 KUcmsx daumensHocmuto 0o 20—30 c.
B c6a3u ¢ HapyweHuem cocaHus U e10mManus nepegeden
Ha 30H0060e numaHue. Inomounvie u HEOHbIE peghaekcol
ouenv Huskue. [locae npebvieanus 6 meveHue cCymok 6 pea-
HUMAYUOHHOM OMOCACHUU U Y8eauHteHUs 003bl AHMUKOHEYAb-
canmoeg (okckapbazenun 64 me/Ke/cym, nregemupayemam
61 me/Kke/cym) wacmomy npucmynog y0aiocs YyMeHvulums
00 eOUHUYHBIX 8 CYMKU.

1lo pexomendayuu nesponoeos 20.04.2017 koncyaomu-
posan eenemuxom 6 e. Mockee («Ienomed») no eudeocessu.
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Puc. 5. llayuenm B.Y., 5 mec, anexmposnyegpanroepagus: pecucmpupyemcs: pecuoHasbHAas INUACNMUPOPMHAS AKMUBHOCMY 8 NPABOLL 100HOU 06Aacmu
Fig. 5. Patient E. U., 5 months, electroencephalography: regional epileptiform activity is recorded in the right frontal region

I-u'll Hﬂlgm’#--nldwmum
[ w DT T T e S e nay
1M:

B ApdAY |
3 Fav |
1.””:
lmrl
8 saav b
7 b
o Py
¥ oo
w oA |
[t
2 Ay
o Faay
Ry
1 TRaY
W
17 Aty

W Srdv

LR

Puc. 6. [layuenm 5.Y., 11 mec, anekmposnyepanoepagus: nammepn moHu4ecKo2o ceubamenbHo20 cnazma ¢ NApUUAAbHLIM KOMNOHeHMOoM (adeepcus eo-

1086l 81PABO)

Fig. 6. Patient E.U., 11 months, electroencephalography: a pattern of tonic flexion spasm with a partial component (adversion of the head to right)
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Hupgheperyuanvroiii duaenosz npoeoduscs mexncoy MoHO-
2eHHOI (hopMOLL 8PONCOEHHO20 NOPOKA PA3GUMUSL 20108H020
M032a U HACAe0CMEeHHOU 001e3HbI0, CONPOBONCOAIOUUMUCS
anunencueil. 31.05.2017 coana kposs 015 nposederus cexee-
nuposarus JIHK c ucnoavzoeanuem naneau «Hacaedcmeen-
Hole snunencuws. [lo pezysvmamam anaausa é rabopamopuu
MonekyaspHotll namonoeuu «lenomeod» 22.09.2017 évisaénrena
20MO03u0mHas Mymauus 6 3k3one 6 eena MOCS2, npueods-
was K deaeyuu amuHoKucaomel 6 nouyuu 158 beaka, panee
ONUCAHHAA Y NAYUEHMO08 ¢ Depuyumom Koghakmopa moauo-
dena (OMIM: 252 160).

[layuenm 6noeb nocmynun 6 omdenenue 6 nosope 2017 e.
6 6o3pacme 11 mec 6 c6a3u ¢ yuauwjeHuem INuUienmu1ecKux
npucmynos do decamios 6 cymku. Habarodaauce o0unouHbvle
MoOHUYecKue ceubamenbhble CHA3MbL C 8bIMALUBAHUEM 2010~
6bl U KOHeuHocmell éneped U uHo20a adsepcueil 21a3 61e60
UAU 8NPABO, A MAKICE UMNYAbCUBHbIE 830PACUBAHUSL.

ObsexmugHnblii cmamyc (puc. 36): 20106a mukpouepans-
Holl popmut, 41 cm 6 okpyscHocmu. 3a npedmemamu He cae-
dum. Ilepuoduueckoe cxodsueecsi kocoenasue. l[lpu mpakyuu
3a pyKu He noomseueaemcsi, 20108y He depicum, He nepe-
eopauusaemcs. ToHyc mbluly nOGblUEH NO CRACMUYECKOMY
muny. CyxoxucunbHule peghaexcol 8bicokue, Namoaocu4ecKue
pedbnexcol ¢ d8yx cmopor. Kopmaenue uepes 30H0.

1. Edwards M., Roeper J., Allgood C. et al.

2012;130:¢1005—10. DOI: 10.1542/

IIpu nposedenuu D3I 24.11.2017 na gpone npuema okc-
Kkapbazenuna 6 doze 51,4 me/ke/cym u negemupayemama
57 me/xe/cym @ cocmosanuu bodpcmeosanus 10 pas 3ape-
2UCTNPUPOBAHA UKMAABbHAS INUACNMULECKAsl AKIMUGHOCb
6 8ude nammepHa 3nusenmu4eckoeo cnasma (puc. 6), Kau-
HUYECKU CONPOBONCOABULASCS MOHUHECKUMU (DACKCOPHBIMU
Cnasmamu, NPeUMyu,ecmeeHHo CUMMeMpPU1HbIMU, HO 08a-
acobL ¢ adeepcueli 204106bl 6npaeso. Ilpu yeeauuenuu 003b!
AHMUKOHBYALCAHMOB YOAN0Ch 000UMBCS YPEICEHUS NPUCTTY-
nog. Bvinucan ¢ pexomendayueii npunumams okckapbase-
nun 6 doze 60 me/ke/cym u negemupayemam 76 me/Ke/cym,
npu yuauweHuy nPUCmynos paccMompems gONPoc 0 HA3HA-
YeHUuU HUMpa3enama.

JlanHoe HabOAAeHUE NEMOHCTPUPYET CIOXHOCTD
NPaBUIbHOU TMArHOCTUKM PEIKOM HACJIEICTBEHHON
06one3Hn obMeHa — neduumnra Kodakropa MoIubOIeHA.
KnuHuyeckast KapTuHa M TaHHBIE HEPOBU3YaTU3alIMU
B 11eJIOM HE MPOTUBOPEYWIN TUArHO3Y BPOXKIESHHOTO 0~
pOKa WY MePUHATAIIEHOTO MOPAaXKEeHMSI TOJIOBHOTO MO3Ta,
Y TOJIbKO «T€HEeTHYEeCKasi HAaCTOPOKEHHOCTh» HEBPOJIOTOB
1 1a0OpaTOPHOE MOATBEPKIEHNE C IIOMOIIIBIO CEKBEHUPO-
Banust JIHK nanu BO3MOXHOCTb yCTaHOBUTD ITPaBUIbHbII
IMarHo3 U 1u30exaTh MOBTOPHOTO POXAEHUS O0JIbHOTO
cubca B JaHHOU ceMbe.
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