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MPOBJIEMBI HO30JIOT'MYECKOU JUATHOCTUKH SMUJIEIICUHA ITPA
BPOXJIEHHBIX HAPYIIEHUAX METABOJ/IN3MA

A.T. Manoé', E.C. Osuunnuxosa’?, 3.b. Cepeopennurosa’

'TocynapcTBeHHOE OHOKETHOE 00pa30BaTEIbHOE YUPEKICHHE BBICIIETO MpodeccnoHaipHOro odopasosanus «Ilepmckas rocy-
JApCTBEHHAs] MEANIIMHCKAsI akajeMus UM. akajeMmuka E.A. Baraepa» MuHHCTEpCTBA 3APaBOOXPAHEHNUS U COL[MATIBHOTO Pa3BH-
tust Poccuiickoit ®enepanun, 614990, ITepms, Poccust; 2MBY3 Topoackas nerckas kiuandeckas oonpauna Ne 9 um. [Tnuyruna
IL.U., 614000, TTepmsb, Poccus

B cmamve npedcmasneno knunuueckoe Habodenue pebenka 6 eospacme 3 mec ¢ snuiencuell, GO3HUKUEN 6C1e0-
cmeue HaciedcmeeHHou bonesnu oomena — depuyuma 6uomunudaszvl. OcodeHHOCmbIO0 HAOMIOOeHUs ABTANOCH HANU-
Yue HeCKONbKUX B03MONCHBIX IMUOTO0UYECKUX hakmopos snunencuu. Pewarowum 6 ouaznocmuxe sgunace bvicmpas

Uu 8blpadsiCeHHas 3(])d)ekmu8Hocmb buomuna c npekpawenuem snuienmuiecKux npunadkoe.
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THE PROBLEMS OF NOSOLOGICAL DIAGNOSIS OF EPILEPSY IN INBORN METABOLIC DISEASES
A.G. Malov, E.S. Ovchinnikova, A.B. Serebrennikova

The article describes a clinical case of a 3-month old child suffered from epilepsy due to inherited metabolic disease
such as biotinidase deficiency. The peculiarity of the case was the existence of several possible etiological factors for
epilepsy. The critical criterion for diagnosis was prompt effect of biotin and seizure arresting.
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Bpoxnennsie Hapymienus wmetabonmmsma (BHM)
JIOCTATOYHO PEKO SIBJISIFOTCS IPUIMHON Pa3BUTHUS 11U~
JICTICUH, OJTHAKO SIS TUYCCKUEC TIPHUITAJIKH SBIISFOTCS
YaCThIMU CHMIITOMAMH METa0OJIMYECKUX HapyLICHUH
[1]. Cpean snunencuiit npu BHM ocoboe mecto 3aHu-
MaroT Te ()OPMBI, PU KOTOPHIX aJICKBATHASI KOPPEKIIHS
METa0OTUYECKUX PACCTPOUCTB MPUBOAUT K IOITHOMY
BBI3/IOPOBIICHUIO Jake 0e3 Ha3HAYCeHUs aHTHKOHBYIIb-
canToB. OJHUM W3 TaKuX 3a0O0JEBAaHUH SIBISIETCS Jie-
(unut (HeIOCTaTOYHOCTh) OMOTHHHIA3bI.

Hedunur 6uornnunasel (JIb) — HacnexcTBeHHas
0o0Jie3Hb OOMEHA U3 IPYIIbI OPraHUYECKHUX aliIypuH,
MTOATPYIITBI K MHOXKECTBEHHBIN TEPUITUT KapOOKCHITA3)
C ayTOCOMHO-PEIIECCUBHBIM TUIIOM HaclienoBaHus [2].
Yacrora [b cocrtasmser npumepno 1:40000 sxuBo-
POKJICHHBIX, B CBSI3W C Y€M BO MHOTHX €BPOIEHCKHX
CTpaHax JaHHOe 3a00JIeBaHHE BKIIFOUEHO B MMPOTPaMMy
MacCOBOI0 CKpUHUHTA HOBOPOXAEHHBIX [3]. B Poccun
OTIMCAHBI JTUIITh CAMHUIHBIC HAOMIoneHus [4—6].

3abosneBanne 0O0YCIOBICHO MyTalUsIMH B TEHE,
KapTUPOBAHHOM B CE€rMEHTE P25 XPOMOCOMBI 3, KO-
TOPBIN KOUPYET cUuHTe3 (hepMeHTa OuoTUHUIA3bl. J[b
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MPUBOJUT K HENOCTATKY BHYTPHUKIETOUHOTO OMOTHHA
(BuTamuHa B.) ¢ BTOPHYHBIM HapyumieHHEM pPabOThI
BCceX OMOTMH3aBHCHUMBIX KapOOKcuia3, Al KOTOPBIX
oH sBngeTcs kodH3uMoM. llpu Ib ocobenHo ya3Buma
[IEHTpallbHasi HEPBHAS CHCTEMaA, TaK KaK aKTHBHOCTh
OMOTMHHAA3Kl B TOJOBHOM MO3Te YEJIOBEKa KpaifHe
HU3Ka, W JUIT HOPMaJIbHOTO (P)YHKIIMOHUPOBAHUS HEH-
POHOB HEOOXOJIMMO JOCTAaTOYHOE U MOCTOSTHHOE I0-
CTyIUIeHHE OMOTHHA 4Yepe3 TeMaTodHIe(aTudecKui
Oapbep. 3aboJsieBaHME HAYMHAETCS B BO3pacTe OT 1
1o 6 mec. [lepBbIMU TIPOSIBICHUSIMH SIBIISIIOTCS CY/IO-
POXKHBIE DIHJICITUYECKHIE TPUIAJAKU U MBIIICYHAS TH-
MoToHMS. BO3MOXKHO pa3BUTHE HAPYIICHUI CO3HAHUS
BILJIOTH 710 KOMBI Ha (hoHE Nnakraranugo3a. K npyrum
CHMIITOMaM OTHOCSTCSl JIBIXaTelbHbIE paccTpOnCTBa
(ompllKa, TaXWITHOY/allHO?, JAPUHTCANbHBIA CTpH-
nop) u anornenus. TouHas TMarHOCTHKA CUMIITOMATH-
yeckoil snmtencun npu BHM ¢ onpenenenuem koH-
KpPETHOH HO30JIOTHYEeCKOH (HOPMBI METabOIMIECKUX
HapylIeHUH BO3MOXHA TOJBKO NMPU SH3UMATHUYECKOM
WIW/M MOJICKYIISIPHO-TEHETHUECKOM JIabopaTopHOM
MOATBEP)KJIEHUH, KOTOpPOE JAOCTYIHO JIMIIb B I€H-
TPabHBIX MEIWIIMHCKUX yUpekJeHnix. B kauectse
puMepa HPHUBOJUM CIEAyIollee KIMHUYECKOe Ha-
omonenue J1b.

Iayuenm b.T., 2 mec, MOCTyIUJI SKCTPEHHO B OT-
nenenue HeBposoruu Kb um. I1.M. [Tuuyruna. Ilo
CJIOBaM MarepH, y peOeHKa OTMEYaIOTCsl eKEeIHEBHBIC
MonMMOp(HBIE TPHUITAJKH: TeHEepPAIN30BaHHBIE TO-
HUKO-KJIOHHYECKHE CYIOPOTH C yTpaToOl CO3HaHUs, a
TaK)kKe CEpHUIHBIC «B3IPAaruBaHUI» CO BCKHIBIBAHUEM
u «IpokaHuem» pyk. Kpome storo, Math 3amernia y
pebeHKa 3a/IepiKKy MCUXOMOTOPHOTO Pa3BUTHS M BbI-
MaJIeHUE BOJIOC.

Anamnes 3abonesanus. B Bo3pacte 1 mec Mmarh
cTaja MEepUOAMYECKH 3aMedaTh y MallbiuKa Cepuii-

31



HEBPOJOIMYECKII XXYPHAN, Ne 5,2013

.000 {00:40:34200)

12012 11:02,08.828 , B . N o

MKB/mM, 0.5-70 My, cxeMa "BASE MONOPOLAR"

A2-Al :
24/8/2012 11:02:06.828 30 mm/cek, 3 10

v " '
#18/2012 11:02,10,828 arzo12 %,’

S el dl T MRS
ofh 14.323_

Puc.1. DnunentudopMHas akTUBHOCTb ¢ (POPMHUPOBAHUEM MATTEPHA «BCIbIIIKa—IIonaBaeHue» Ha D01 nanuenta b.T.

Hble O0IIHe «B3JparuBaHUA», a TaKXKe MHUOKIOHUHU
B ry0e u JieBoil Hore. Uepes3 Mecsll, B CBSI3H C INPHU-
CTYIIOM «IOJEPTHBAHUI» B pPyKaxX B COUETAHUU C
4acThIM LIYMHBIM JbIXaHHEM B TedyeHue |5 MuH,
SKCTPEHHO rOCIMUTAIM3NPOBAH B yUaCTKOBYIO OOIHHU-
Iy 0 MECTY )KUTEIbCTBA CIIOI03PCHUEM HA ITHIICTICHIO.
Ha cnenyroumuil aeHb pa3BUIICA MEPBBIM TeHepaiu-
30BaHHBIN cynopoxkHbsld npunanok (I'CII) naurtens-
HOCTBIO OKOJIO 5 MUH, U peOeHOK OBLT TMepeBencH B
otnenenue panHero Bospacta KJIKB. Ilpu Heiipoco-
Horpaduu MmMaToJOTHUH HE BBIABICHO. B 1epebpocmu-
HaJbHOW XHUAKOCTHU, TIOJYYEHHOH C MPUMECHIO MyTe-
BOM KpOBH, 0OHAPYKEH TUMQPOIUTApHBIN rTo3 (160
B | MKJI) B COUETaHHH CO CBEKUMU IPUTPOLUTAMH U
noBeleHueM Oenka 10 3,2 %o. XOTs rUIepTepMuu U
MEHUHT€AIbHBIX CUMITOMOB HE OTMEYAJIOCh, B CBSI3U
C TMOAO3pPEHUEM Ha MEHHMHTOYHIIE(ATUT MPOBOAMIIACE
aHTHOaKTepruanbHass M TPOTHBOBUPYCHAS TEparmms
C BKJIIOYEHUEM BHYTPHBEHHOIO HMMYHOTJIOOYJIWHA.
KoHTposibHass NOSCHMYHAS MYHKUMSI HATOJIOTHU HE
BbIsiBUIA. [IpUmajku mpojoKalnuch €KEIHEBHO JI0
9 pa3 B CyTKH: TeHEpaJIM30BaHHEIE B BUJE «3aMHUpa-
HUSI» C TOHHYECKUM HAIPSHKCHUEM Tejla U MHUOKIO-
HUSIMU B Py4YKax JJIUTEABHOCTBIO N0 15—20 c, wiu
CepHITHbIE «CTHOATEIbHBIE CTIa3MbI».

Ha snexrposnnedanorpamme (O3I°) mpu mocty-
TUICHUW BBIABICHBI AU dy3HBIE U3MEHEHHS C 3aMell-
JIeHueM OMO3JIEKTPUYECKOW aKTHMBHOCTH, Ooyiee BBI-
paXEHHBIC B JICBBIX LEHTPAIbHO-BUCOUYHBIX OTAEIAX,
a depe3 HeJeNi0 — OTpHIlaTeIbHas JUHAMHKA B BUJC
MOSIBIICHUSI SMTWICTITUPOPMHON aKTUBHOCTH C QPOPMHU-
pOBaHMEM IaTTEpHA «BCIIBIIIKA-TTOaBIeHue» («burst-
suppression») (puc. 1). HazHaueHue aHTUKOHBY/IbCaH-
ToB (perobapOuTan 1,5 Mr/kr/cyT, a 3aTemM BaJbIIpoaT
Hatpus 33 MI/Kr/cyT ¢ nobaBieHHeM OKcKapOa3emnmuHa
21 mr/kr/cyT) okxazanock HedppekTuBHBIM. Kypc nek-
cameTa3oHa Mo § MI/CyT B Te4eHHe 6 JHEeH — TakKe
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0e3 3pdekra. YCTaHOBIEH JUArHO3: «CHMIITOMAaTHYe-
CKasg SIWIETICHS ¢ TOJUMOP(HBIMH TpUTIAAKAMU Ha
(hoHe BTOpUYHOTO MEHUHTOdHIehanuTay. Yepes 2 Hex,
B CBSI3W C OTCYTCTBHEM YIyUIIEHUS COCTOSHUS peOeH-
Ka, MaThb CaMOBOJILHO 3a0pajia ChIHAa U3 OTACIICHUS U
MpeKpaTmia Beskoe jedeHne. /loma coxpaHamuch da-
CThIC TEHEPAJIM30BAHHBIC CYJIOPOXKHBIC MPUNAAKU, U
gepes 5 qHel Opuraaoit CKopo METUITMHCKONW TTIOMOTITH
MaJlbuuK JocTaBieH B otneneHue Hepoioruu [JIKB
uMm. [1L.N. TTnuyruna.

Anamnes orcusnu. Pebenok or 1-ii OepeMeHHOCTH,
npoTeKaBIlel Ha (OHE HOCUTENHCTBA TOKCOTIA3M03a,
OCTpoOH pecniuparopHoii BupycHoil nnpekuuu (OPBN)
B 10 He, aHeMUH JIETKOW CTETIeHH, YTPO3bl HEBBIHAIIHU-
BaHUs B 24—25 Hen. PebeHok ponuics B Cpok ¢ mac-
coit 3480 r u oneHkoi 1o 1mkane Anrap 8/9 6amios. J{o
Hayajia IPUCTYTIOB Pa3BUBAJICS XOPOIIIO.

ObvexmusHbli cmamyc. Ha MOMEHT MOCTYyTUIEHUS
cocTosiHne pedeHKa Tsokenoe. B mepswle mHM 10 7 pa3
3a cyTku Bo3HuKanu I'CII, B cBsI3u ¢ ueM nmapeHTepasib-
HO BBOJWIM quazenaM. OTMedannch COHIMBOCTb, BS-
JIOCTh, MPHU3HAKU LEHTPAJBbHOIO TeTparmapesa. 3pu-
TEeIbHOE COCPEIOTOYEHHUE OTCYTCTBYET, TOJIOBY HE
nepxkut. OOpaiieHo BHUMaHUE HA MOBBIIICHHOE BbI-
MaJIeHre BOJIOC, OJIETHOCTh M MIEPOXOBATOCTH KOXKH,
TaXUITHOD U IIYMHOE CTPUAOPO3HOE JIbIXaHHE.

Y4uuTsBas, 4TO B OTJEJICHUHN UMEJICS OMBIT KIWHU-
yeckor nuarnoctuku Jb [4], Ha TpeTuit neHb OT mo-
CTYyIUIEHUS, cpa3y nocie nposeaeHus 931, HO enie 10
NoJy4YeHHs J1abopaTOPHBIX JaHHBIX MPOOHO Ha3HAYCH
ouotuH-parnodapm B go3e 20 mr/cyt. [locme mepso-
ro ke mpremMa OWOTHHA STIICITUYSCKHE MPHUIAJIKU
MIPEKPATHIINCh, B T€UEHNE HECKONBKUX JHEH peOeHOK
CTaj aKTHBHEE, HaYaJl yJabl0aThCs, TYJIUTh, MOSBUIOCH
3pUTEIBHOE COCPENOTOUYeHnEe. AHTHKOHBYIHCAHTHI HE
Ha3HAYaJIUCh.

Jlabopamopnoe

obcnedosanue. OOIIEeKINHA-
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Puc.2. Tlpu3Haku KOHBEKCHUTAJILHOW CyOMypalibHONH XpOHHYE-
CKOM reMaToMsl JOOHO-TeMeHHOH obnactu crpaBa Ha MPT ro-
J0BHOrO Mo3ra nanuesnra b.T.

YeCKHe aHaJu3bl KPOBH M MOYHM — 03 IaToJOTHH.
B KpoBU BBISIBIICHO TOBBIICHHOE COACPKAHNE JTaKTaTa!
4,5 mMoub/n Tipu HOpMe 110 2,4 mMMmoub/n. TanmemHas
macc-cnektpomerpuss (TMC) xpoBu, npoBeaeHHas
B J1abOpaTopwH HACJIEICTBEHHBIX OoJie3HEel oOMeHa
BelecTB MeIuKO-TeHETHUYECKOr0 Hay4HOro IeHTpa
(MI'HLI) (r. Mockga), BBIIBHIJIA TTOBBITIICHUE KOHIICH-
Tpauuu JeluuHa, IMHIWHA, OPHUTHHA, CEpUHA, ale-
TWIKapHUTHHA, XapaktepHoe s JIb. Pesynbrars! sH-
3MMOJIUATHOCTUKH TOIYYEHBI YK€ MOCIe BBITUCKU U3
OTJEJICHH: aKTUBHOCTH OMOTHHHM/IA3HI B IJIa3Me KPOBHU
pesko cHmwkeHa a0 0,21 HMosb/MUH/MIA (TIPU HOpME
4,4—12 HMOIB/MUH/MIT).

Uncmpymenmanvnoe  obcnedosanue.  Buueo-
O3I'-MOHUTOPUHT B COCTOSHHM IacCHBHOTO 0O0Jp-
CTBOBaHMS (mepel NEpBBIM NPHUEMOM OHOTHHA):
Ha HHU3KOAMIUTUTYJHOM MEJICHHOBOJIHOBOM (HoHe
peructpupyercss SnuienTuQopMHas aKTUBHOCTb B
BHJI€ BCIBIIIEK KOMIUJIEKCOB “CIIaliK-MeJICHHAs BOJI-
Ha” B T0OHO-BHCOYHBIX OTBEACHUSX JAJIUTEIBHOCTHIO
1o 0,5 c. [Ipy MarHuTHO-pEe30HAHCHOU TOMOrpaduu
(MPT) romoBHOTO M0O3Ta, MPOBEICHHON yke Ha (poHe
PEMHCCHH SMUICNTHYSCKUX MPHUTIAIKOB, 00HApYKe-
Ha KOHBEKCHTallbHas CyOaypanbHas XpOHHWYECKas
remMaToMa JIOOHO-TeMEHHOU 00JacTh crpaBa, MaKkCH-
MaJIbHOW TOJNIIWHOW 10 6 MM, 0€3 MpPU3HAKOB Macc-
a3 dekra, ¢ pacnpocTpaHeHHEM MO XOaY (ajibkca B
MEXIIOJyIIapHYIO MIeTbh B J00HOH obmacTu (puc. 2).
Koncynpranus HeWpoxupypra: MoKa3aHHl K HeEH-
POXUPYPrUYECKOMY BMEMNIATEIbCTBY HET, PEKOMEH-
noBaHn MPT-koutpons uepe3 2 mec. Ha ocHoBanuu
KIMHAYECKON KapTHUHBI, «JApaMaTHYecKoro» 3¢ dex-
Ta 6uotuna u qanHbix TMC guarHocTupoBaHa Mo3/-
His1 popMa MHOXKECTBEHHOTO nedHIuTa KapOOKCHU-
na3 (neuuuT OMOTUHUIA3HI).

Kamamnes 6 sospacme 7 mec. PebeHok peryinsp-
HO moiydaeT OuoTuH B mo3ze 20 wmr/cyrt. Ilpuman-

KU HE NOoBTOpsuMCh. Pa3zBuBaercsa mo Bo3pacty. Ha
KOHTposbHOU MPT ronoBHOro mo3sra, npoBeAeHHOR
yepe3 3 Mec OT NEepBOM, BBISBICHO TOJbKO paciiu-
peHHE KOHBEKCUTAIBHBIX CyOapaxHOUIAIBHBIX MPO-
CTPaHCTB.

Takum 00pa3om, B JaHHOM HaOJIOJICHUHM HAILIH
OTpaxeHHe MpoOJIeMbl, BOSHUKAIONINE TIPU pPaHHEH
nuarnoctuke BHM. Knunuueckue u 3IeKTpOIHIIE-
danorpadmyeckue MPOSBICHUS CHMIITOMATHYECKOM
AMUIICTICUYA METAa0OJIMYECKOro reHe3a He crenuduy-
HBI, @ Pe3yJIbTaThl NapAKJIMHUYECKUX UCCIEIOBAaHUI
WHOTJAa MOTYT 3aTpyAHATh MOCTAaHOBKY JUArHosa.
B mannom cinydae nuddepeHumanpHas InariocTUKa
MPOBOAUIACH ¢ MHOEKIIMOHHBIM U TPaBMaTUYECKUM
reHe3oM »Jnuierncuu. Pemaroomeil B KIMHUYECKOU
nuarHoctuke JIb siBuiach ObICTpas ¥ BBIpaKCHHAs
3 PeKTUBHOCTh OMOTHHA B OTHOLICHUH DIUJICITH-
YECKUX MPHUIAJIKOB TPU HEADPEKTUBHOCTH aHTUKOH-
BYJILCAHTOB.
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