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Pesiome. HeiipoHaabHBIE LIEPOUIHBIC TUTTOMYCIIMHO3BI — 3TO IrpyIia 3ab0eBaHMiA, 00YCIOBICHHBIX HAKOTIJIECHUEM ayTO(hJII00pec-
LUAPYIOIIMX JUITHAI0COAEePXKAIINX TUTMEHTOB: Iieponaa 1 turodyciunHa. [IurMeHTs 00pa3yoT BHYTPUKICTOYHBIC BKIIOUCHUS,
MMEIOIIME BUJ KPUBOJIMHENHBIX CIOUCTHIX TeJ (MHOTIAa HATTOMUHAIOIIMX OTTIEYaTKH TajbleB) B HEMPOHAX, CKEJIETHBIX MBIIIIIIAX,
BHYTPEHHUX OpraHax, Jielikouurax. [eH, OTBETCTBEHHBII 32 pa3BUTHE 3a00eBaHU S, JOKAIU30BaH Ha ITEPBOI XPOMOCOME B CETMEHTE
1p32. Tumn HacienoBaHUsSI — ayTOCOMHO-PELeCCUBHBIN. B 3aBUCMMOCTH OT Bo3pacTa MaHU(peCTallMU HEWPOHAJILHOTO LIEPOUJTHOTO
sunodyciuHO3a 2-r0 TUIIA TOAPA3AEISIOT Ha TPU (POPMBL: BPOXKIEHHY10, MO3HIO0 MJIaJieHUECKYI0 U IoHolllecKyto. Knaccuyeckas
dopma mo3gHel MiTaeHYeCKOil HelipOHAIbHOM LIepOuIHOU (OPMBI ITUPOKO pacCIIPOCTPaHEHA BO BCEM MUPE, HO C HAMOOJIbIIe
yacToToit BcTpevaeTcs B 3anagHoit @PuHIsTHAUN. OOBIYHO TTepBble CUMIITOMBI TTOSIBJISIIOTCSI B BO3pacTe OT ABYX 0 YeThIpeX JIeT.
ManubecTHBIMY CUMIITOMAMU SIBJISIOTCS TeHepaJIM30BaHHbBIE TOHUKO-KJIOHUYECKUE TPUCTYTIBI, 3aePKKa peYeBOro pa3BUTH S, aTaK-
cus. [To mepe pa3BuTHs 3a00J1€BaHUST MPUCOCTUHSIOTCS IPYTHE TUIIBI SMUJICITUYECKUX MTPUCTYTIOB (MUOKJIOHMYECKUE, TapliMalbHbIe,
nurajentTudeckue). Beiem 3a pasBuTreM SITUISITUYSCKUX MPUCTYIIOB BOSHUKAIOT MHTEJIEKTyaIbHbIe HApYIIIEHH ST U TIPOUCXOIUT
yTpara paHee IpUoOPETEHHBIX IBUTATEIbHBIX HABBIKOB. B cTaThe omuchIBaeTCs KIMHUYECKWH ClTydail HepOHAIBLHOTO IIEPOUTHOTO
JUITOPYCUMHO3a 2-T0 THTIA, TMarHOCTUPOBAHHOTO y Maibunka 2017 roma poxkaeHusI, 1eO0TUPOBABIIETO B BUIE SITUICITTU(NOPMHOTO
cunapoma. [Togpo6GHO ocBellleHa TMHAMUKA U3MEHEHW I KIMHUUECKMX ITPOSIBICHU I TMTTODYCIIMHO3a C MOMEHTA HayaJia IIposiBICHU I
B 2019 romy, oTpakeHbl UCCIEAOBAHMS, TPOBEACHHbBIC MALIMEHTY B CTAllMOHAPE, C MHTEPIIPETAIlUSIMU 3aKJIIOUEHU I, TIPUBEICHBI CXEMbI
CUMIITOMATUYECKOTIO JICUEHU I C YKa3aHUSIMU J030BOTO pexXrMa sl Kaxk10ro rpemnapara. PaccMoTpeHbl OCHOBHbIE 0COOEHHOCTH
MaHudecTanu U MporpeccupoBaHus 3a0601eBaHMsI B paMKaxX KOHKPETHOTO MHAMBUIYaIbHOTO ciryvast. VicXomst u3 mpeacTaBIeHHbBIX
B MICCJIEIOBAHWY TAaHHBIX, TIPOTHO3 ITPU 3TOM 3a00JIEBAaHNH, B OTCYTCTBHUE 3aMEeCTUTEJIbHOU Tepanu, HeOIaronpusiTHbI. UMeHHO
IMO3TOMY TaK BaXKHO CBOEBPEMEHHO YMETh YCTAHOBUTD TaHHBII JUATHO3.

Karoueeswvie carosa: numodyclimHo3, HelipOHAIbHBIN 1IEpOUIHBIN TUMOMYCIIMHO3, HEipoaereHepaTUBHbBIC 3a00JIeBaHU ST, SITUJICTICU S,
KJIMHUYECKUA Cydai.
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Abstract. Neuronal ceroid lipofuscinosis is a group of diseases caused by the accumulation of autofluorescent lipid-containing pigments:
ceroid and lipofuscin. Pigments form intracellular inclusions that look like curvilinear layered bodies (sometimes resembling finger-
prints) in neurons, skeletal muscles, internal organs, and leukocytes. The gene responsible for the development of the disease is localized
on chromosome 1 in the 1p32 segment. The type of inheritance is autosomal recessive. Depending on the age of manifestation, type 2
NCL is divided into three forms: congenital, late infantile, and juvenile forms. The classic form of the late infantile form of the neuronal
ceroid form is widespread throughout the world, but with the greatest frequency in western Finland. The first symptoms usually appear
between the ages of two and four. Manifest symptoms are generalized tonic-clonic seizures, delayed speech development, ataxia. As the
disease develops, other types of epileptic seizures join (myoclonic, partial, dialeptic). Following the development of epileptic seizures,
intellectual disturbances develop, and there is a loss of previously acquired motor skills. The article describes a clinical case of neuronal
ceroid lipofuscinosis type 2, diagnosed in a boy born in 2017, who debuted as an epileptiform syndrome. The dynamics of changes in
the clinical manifestations of lipofuscinosis since the onset of manifestations in 2019 is highlighted in detail, studies conducted on the
patient in the hospital are reflected, with interpretations of the conclusions, symptomatic treatment regimens are given with indications
of the dose regimen for each drug. The main features of the manifestation and progression of type 2 neuronal ceroid lipofuscinosis were
considered in the framework of a specific individual case. Based on the data presented in the study, the prognosis for this disease, in the
absence of replacement therapy, is unfavorable. That is why it is so important to be able to establish this diagnosis in a timely manner.
Keywords: lipofuscinosis, neurodegenerative diseases, epilepsy, clinical case.
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CTPYKTYp€ HACJIEACTBEHHBIX MaTOJOT Ui, KIMHUYECKU

MaHUGECTUPYIOLIUX B pAHHEM IETCKOM BO3pacTe, Heil-

ponereHepatuBHbIe 3a00eBaHus (HJI3) 3aHMMaOT OmHO

u3 nuaupytomux mect. Cpenu Bcex HI3 Bo Bcem Mupe
HauboJiee YacTo AUarHOCTUPYETCs HelpOHATBHBIN 1LIepOUTHBIT
numnodycimHo3 (HLJT). Ha ceromHsImrAMiz 1eHb CYIIECTBYET MHOXE-
cTBO (hOpM IaHHOI1 MATOIOTUY — U3BECTHO CBBIIIE 14 TeHETUYECKUX
Bapuanuii. OmHaKO 4allie BCero oGHapyXKuBaloTces 2-i, 5-it, 6-i
u 7-ii Tunbl tunodycurHo3a [1]. Bce oHU SIBASIIOTCS OTHOCUTENIBHO
TE€HETUYECKHU FeTEPOTreHHBIMU.

HelipoHanbHBIN 1IepOUTHBII TUTTODYCIINHO3 2-TO TUTIA TAKXKe
Ha3bIBAETCS KJIacCUYeCKOl (hOpMOii M HACIIETYEeTCST Ay TOCOMHO-
peliecCCUBHBIM MyTeM. MaxkopHast MyTalusi MOXeT BO3HUKATh
B HECKOJIBKMX T€HaX, HO B IMOABJISIIOIIEM OOJBLIMHCTBE CTy4YaeB
oHa npoucxonut B reHe TPPI (CLN2), KOTOpblil KONUPYET TU30-
comasibHyto Tpunentuauanentuaasy (TIIIT). MyTauus pe3ko
CHUXXAeT aKTUBHOCTB JaHHOTO (pepMeHTa [2, 3]. OcCO6GEHHOCTHIO
3a00JIeBaHU S SIBISIETCS IOCTATOYHO BhIpakeHHast crienudude-
ckas anuienTudopMHasi KIMHUKA, HApyLIEHUe TICUXOPEeUYeBbIX
M ABUTATEJbHBIX QYHKLMI, paHHsAS MaHUbecTauus (MpUuMEpPHO
Ha 2-4 roay XXM3HU), CKIIOHHOCTb K TEPMaHEHTHOMY MpOrpec-
cupoBaHuio [4, 5]. BeaeacTBue 3Toro KJIMHUYECKast KapTUHaA
TIOCTOSTHHO ITOTIONTHSIETCST Bce 60Jiee TSXKEeTBIMU TTPOSIBICH U SI-
MU, BKJTIOUast yTpaTy KOTHUTUBHBIX QYHKIIUH, CIIETIOTY Yepe3
2-3 rona mocie aedoTa. JleTaabHBI MCXOM OOBIYHO HACTyMaeT
yepe3 HECKOJIbKO JIET MocJjie Havyaia 3aboneBaHusi. CTOUT OTMe-
TUTb, YTO CYLIECTBYIOT Bapualuu ¢ 6oJiee mo3nHeit MaHubecTa-
ueit. Orrosorus Takux Gopm ele 10 KOHIIa He BhIsICHeHa [6].

HIIJI 2-ro TuIIa Ipu IpOBEeIeHU Y MAarHUTHO-PE30HAHCHOMU
(MPT) nnu xomnerotepHoii Tomorpaduu (KT) xapaktepusyercs
aTpodrUyecKuMH U3MEHEHUSIMHU B reMuchepax Kopbl T0OJIOBHOTO
Mo3ra, MpruyeM NaToJOTMUYECKHU i Mpoliecc B JaJbHEHIIeM MOXeT
ObITh OOHAPYKEH 1 B MO3XeuKe, yallle B oosactu yepBsi. Kpome
TOTO, OTMEUAIOTCS MaTOJOTUYECKNE UBMEHEHU S TIEPUBEHTPU-
KYJISIPHOTO BelllecTBa 1 6a3aibHBIX TaHTIUEB. [1o pe3ynbraTam
anekTpoaHIedamorpadpuu (DBI') BO3ZMOKHBI SIMUICTITUDOPM-
Hble U3MeHeHus [7-9].

B maHHOIi cTaThe paccMaTpuBaeTCsl KIMHUYECKUM ClTydyai
NUarHOCTUPOBAHHOIO HEMPOHATbHOrO AUNO(YyCIIMHO3a 2-TO
Tunay Majgpuuka 2017 roga poxaeHu s, TPOXOIUBILETO JeYeHue
B Kypckoii 061acTHOI eTckoit KIMHUYecKoi 6oabHulLe. Takxe
TIPeACTaBIEHBI PE3YIbTAThl KOHCYIBTAIIMOHHBIX KJIMHUKO-Ta00-
PATOPHBIX U MHCTPYMEHTAJbHBIX UCCIETOBAHUIA.
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Ilpu mocTyniaeHuMn pedbeHKa B cTallMOHAP MPEAbSIBISIINCH
Kajao0bl Ha eXXeHEeBHbIC SMUJICTITUYECKE MPUCTYIIbI B BUIE
3aBeleHU ST IJ1a3HbIX 010K BBEPX C COYETAHUEM MUOKJIOHH-
YeCcKUX (Jalle B pyKax) U TeHepaJn30BaHHBIX TOHUKO-KJIOHU -
YeCKMX MPUCTYIOB, BO3HUKAIOIIMNX PpU NpooyxkaeHuH (10 30
pa3 B CYyTKM), Ha yTpaTy paHee MPpUOOPETEHHBIX IBUTATEIbHBIX
U TICUXOPEYEBBIX HABBIKOB, TPEMOP KOHEYHOCTEH, MOoNepxuBa-
HUe, CJIIOHOTEYEHHUE.

W3 aHamHe3a XX1U3HU U3BECTHO, YTO peOCHOK OT TpeTheil Oepe-
MEHHOCTH, TIPOTEeKaBIlell Ha (hoHe YTpO3bl MpepbIBaHMsI. Pombr —
Ha 42-ii Heflele, BOIbI — 3eJIEHbIE, BEC IIPU poxXaeHun — 3660 ,
OlICHKa 1o IKaJie Anirap — 7/8 6a110B, poXIeH B aC(PUKCHUH.
BrinucaHn yepes 10 gHeii mocje poaoB, Ha BTOPbIE CYyTKH JUAarHO-
CTHMPOBAH aTejIeKTa3 BEpXHei 101 JerKOro crpaBa, mojayyaa aHTU-
OMOTHKOTEPAIUIO C MOJIOXKUTEIbHBIM 3h(pekToM. PaHHee pa3BuTtue
— 0e3 ocobeHHocTei. B 3 Mecsilia HeBpoJ10oroM ObLJI MOCTaBJICH
JIMATHO3: TIOCJIEACTBUS TIEPUHATAIBHOTO MTOPaKEHUS LIEHTPaTbHOM
HepBHoIi cucteMbl (LIHC), cuHapom aBUTAaTEIBHBIX HAPYIICHUIA.
IMonyyan AktoBeruH u [TaHToram ¢ moJIoXXUTeJIbHON TUHAMUKOM.

AJneprojioruyecKuii 1 HacJaeACTBEHHbI aHaMHe3bl HE OTSI-
TOILEHBI.

AHaMHe3 0oJie3Hu: B iekaope 2019 roma MaabumK cTas 0eCroKoii-
HBIM, TeMIiepatypa nmoseicuiiack 1o 38 °C. [ocie mpuema maparie-
TaMoJIa MMOSIBUJIOCH HATIPSIKEHME PYK 1 HOT, Ha CIIeAYIOIIN N IeHb —
IIaTKOCTb MOXOAKH, YacTble MOpPraHusl. bol rocnuTanu3upoBaH
B MH(EKIIMOHHOE OTAEJICHUE, I1Ie B XO/I€ JIEYEHU ST COXPAHSIJIUCh
JIMXOpaJiKa, 4yacThle MOPraHusl C IMMaJAeHUsIMU, TpeMop. B cBs3mn
C 9TUM peOEHOK OBLI TIepeBeicH B HEBPOJIOTMUECKOE OTIEICHME.
[Mo maHHBIM KoTMYecTBEHHO AmeKTposHIedatorpaduu (KD3IN)
BBISIBJICHA SITUJICTITUYECKASI aKTUBHOCTD, OblJ1a Ha3HAYCHA BaJlb-
npoesasi kuciora — 1o 1500 Mr B cytku. [1pu ynorpe6ieHnM BhICO-
KOI1 103bI BaJIbIIPOEBOI1 KUCJIOTHI Y MaJbuMKa pa3Buach pBoTa,
BCJIEICTBME YETo 103U POBKY YMeHbIIUIU 10 1000 Mr 1 toGaBuIn
neBetupareraM. Ha ¢poHe ykazaHHOI Teparmuu COCTOSTHUE yTyd-
IIHUJIOCH: OOJIBIIINE TIPUCTYITBI CTAJIM BO3HUKATH PeXe, HO MaJIble
COXPaHSJINCh, a 103a BaJIBITPOEBOI KUCIOTHI OblJIa CHUXKEHA EI1Ie 10
750 Mr. OmHAaKO OKOHYATEIbHOI CTAOMIN3aIlUU TOCTUYb HE Yaa-
siock. ITocse KoHCYAbTHpOBaHUS B NOJUMKIMHUKE B peBpajie 2020 .
ObLJT Ha3HAYESH 9TOCYKCUMMU I, Ha POHE KOTOPOTO MPUCTYIIBI CTATU
MPOUCXOAUTH 3HaAUUTEbHO pexe. [1pu nposenennunn MPT rosos-
HOTO MO3Ta OTMeUYeHa TIIToIuIa3ust Mo3xkeuka. [locie BBITUCKHT
pebGEeHOK IMPOI0JIKAJ ITIPUEM BaJIbIIPOEBOI KMCIOTHI U JICBETHPa-
1leTamMa, COXpaHsLJIMCh TPEMOP U MaACHM .
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Brniocnenctuu, B aBrycre 2019 roga, BHOBb FOCIUTAIU3UPOBAH
10 MECTY XUTEIbCTBA C TIOXOXXMMM Xajnobamu. belia yBenrmyeHa
Io3a JieBeTUpalieTaMa, Ha (DoHe Yero pa3BUJINCh MOAEPTrUBaHUS
Hor. [Tociie oTMeHBI TIpernapara COCTOSTHUE YXYAIIUIOCH, OTHA-
KO MaJIbYMK MOT CAaMOCTOSITEJIbHO TePEABUTaThCSI U TOBOPUTb.
Brina Ha3HaueHa ropMoHaibHasl Tepanus KOPTUKOCTEPOUTAMU.
TIpu nHDY3MOHHOM ITPUMEHEHW N CTEPOMIOB IMTPUCTYIIBI TTPEKpa-
THUJIMCh, OTHAKO TTOCJIe TIepeBo/Ia MalueHTa Ha TabJeTUPOBaHHY IO
bopmy nmpenHM3010Ha BO3OOHOBUIIUCH CHOBA.

[Tocie oTHOCUTENBHOM CTAOMIM3ALIMY COCTOSIHUS OBLIT OTME-
HEH 3TOCYKCUMU, no6aBieH Tonupamar (70 MTI B CyTKU) —
C HEraTUBHOI TMHAMUKOM, MallMEHT MepecTal CaMOCTOSITEIbHO
XOIUTh, TOBOPUTH, YTPATHUJI KOHTPOJIb Hal TA30BBIMU (DYHKIIU-
amu. [1o3y TonupamaTa noBbICUJIM 10 150 MT B CyTKU, 10OaABUIN
JTaMOTPUIXKUH (75 MT/CYyTKM).

B HOs16pe 2020 romga pebeHOK MoTepsiJl CO3HaHUE, OBLIT TOCTIN-
TaJU3UPOBAH MO MECTY XMTEJbCTBA B OTACJICHUE peaHUMAIIMU
¢ (peOpuabHOM TUXOpaaKOoii. JJaMOTPUIKUH IMTOCTEIIEHHO OTME-
HUWJIU, SITU30/IbI TIOTePU CO3HAHU S OBLIM TMKBUINPOBAHBI, HO
TIOSIBUJIMCH CYIOPOTH B BUIIE BBITITMBAHU S U HATIPSIKEHU ST HOT
U PYK, TOHMYECKOE HaTIPSIKEeHHME MBITIIII JINIA. Yepe3 HeCKOJIbKO
JTHeli ObliTa OTMEHEHA TOPMOHAJIbHAS TepaTns, YTO IIPUBEIIO K yJa-
1eHu o MpucTynoB. [TonbITKa BBeACHM S KJIOHa3eMama, o cJioBaM
maTtepu, Takke Oblj1a HeyaauHoii. TonmupamMar OblJI OTMEHEH, 100aB-
JieH nesetupaneram 500 mr, aTtocykcumua 500 Mr, BaJiblipoeBast
kucyora 500 mr B cyTku. 1o pesynbratam MPT rojgosHoro Mmo3ra
(I'M) — HapacTtaHue aTpodudeckux naMeHeHuit 'M 1 Mo3Xeuka.
[MpucTymsl coxpaHsIMCh B BUAe Mopranuii. [1pu TaHaeMHoit Macc-
criektpoMeTpuu (TMC) matonoruu He oOHapyKeHO.

B sauBape 2021 roga npu nposeaeHuu TMC npyroii 1a60o-
paTtopueii BhISIBJIEHO pe3koe cHUuXXeHue aktuBHocTu TIIIT 1.
Heitponcrieniuduaeckas enonasa (NSE) — 80 mxr/n (pu HopMe —
0-6,6). Taksxe OBLIO MTPOBEIEHO TAOOPATOPHO-TeHETHYECKOE 00 CIIe-
IIOBaHWE ¢ TIOJTHOM CEKBeCTpalleil TeHoMa, KOTOPOe TTO3BOJIUIIO
00HAPYXUTh FreTEPO3UTOTHBIE MyTallMu B TeHe TPPI, Ha OCHOBa-
HUU Yyero ObIJI BbICTaBJIeH NpeaBapuTeabHblii nuarno3 HLLJI 2-ro
THTIA C TIPEIITOJIOKMTEIBHO PELIeCCHUBHBIM TUIIOM HACJIeI0BaHUsI.

Ha MoMeHT HacTostIeit rocmuTaan3auy peoeHOK IpUHUMAaeT
neBetupaietaM (250 mr), aTocykeumus (250 MT), BaIbIIPOEBYIO
KucaoTy (250 MT) 1o 2 pa3a B CyTKM COOTBETCTBEHHO.

I1pu 06BEKTUBHOM OCMOTPE — COCTOSTHUE TSIXKEJI0€, CO3HAHUE
He U3MEHEHO, 0E€CMOKOEH, UMEETCs IBUTaTeIbHOE BO30Y K IEHE
C YCUJIEHUEM THTIEPKUHE30B B KOHEYHOCTSIX. OKPYKHOCTD r0JIOo-
BbI — 42,5 cM, CTUTMBI 133MOproreHes3a (0oJjiee maTH): IupoKast
MePEeHOCUIIA, OTHOCUTEIBHO KOPOTKAS IIest, ITMPOKOE ITYyTIOYHOE
KOJIBIIO, ITMPOKO TTOCTaBJIeHHBIe COCKU. CO CTOPOHBI Yeperl-
HBIX HEPBOB — B30p (DUKCUPYET KPAaTKOBPEMEHHO, 32 00BEKTaMU
He CJeIUT, ABUKEHUS IJIa3HbIX SI0JJOK — B ITOJIHOM 00beMe, 3pauKu
0e3 ocobeHHoCTe, (hoTopeakiinu )kuBble. CIyX U 3peHUe OpUECH-
TUPOBOYHO HAPYIIIEHBI IO TUTTY KOPKOBOI arHO3WU. POT OTKPHIT,
oTMmevaeTcs runepcanuBanus. [Ipu aHann3e IBUTATETbHBIX HABBI-
KOB — yIepKMBaET TOJIOBY, TOBOPAYMBAETCS ¢ OOKY Ha OOK, CainT-
sl ¢ TIOMOIIIBIO TTOCTOPOHHUX, HA XKUBOTE PYKU MHOTA BEIBOIUT
B OIOPY Ha MpPEeAIJieubsi, CTAHOBUTCS Ha YeTBepeHbKU. [1pu BepTU-
KaJIbHOM IOJIOKEHUH — OIOpa Ha MOJTHYIO CTOIy, 6e3 IepekpecTa,
Ha [T POKYI0 6a3y, MPeMYIIIeCTBEHHO Ha BHYTPEHHU I CBOJI CTOTTBI
Y HOCKU, HECKOJIbKO TIpoBucaeT. [1pu poBeneHU Y MpoObl TpaKIINN
3a pyKy — peOCHOK IpyTIITUPYETCs, TOATATUBACT TOJIOBY, TTBITACTCS
npurcecTb. MHOXECTBO METKUX TUTIEPKNHE30B B KOHEYHOCTSIX IPHU
Bo30yxkaeHun. OTMevaeTcst Auddy3Hast MbllLIeuHast THITIOTOHUS 0e3
YeTKOU pa3HUIIbI CTOPOH. MBIIIIIEI HA OLITYITh TECTOBATHIE, MBIIIECY-
Hasl CUJIa YIOBJIETBOPHUTETbHAST. PeieKCehl ¢ CyXOXKMINit OXKUBIICHBI,
S > D. OTMeuatoTcst KJIIOHYCHI, TIOJIOXKUTEIBHBIN aTOIOTUUeCKU I
pedaekc babrmHCKOro — CIOHTaHHBI 1 CITPOBOIIMPOBAHHBI C IBYX
CTOPOH, peiieKc aBTOMAaTUYeCKOM MOXOAKHU, pedaekc Mopo.
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Pe3ynbraThl AMarHOCTUKMU C MCIIOJIb30BaHUeM 1ikayibl HILJT
2-TO THIIa TIPEICTaBJICHBI B TAOJIHIIE.

Pesyavmamut aabopamopnoix uccaedosanuii. B o61emM aHanuze
KPOBH OTMEYEHO yBEJIMUYEHUE CPEAHETO 0ObEMA SPUTPOLIUTOB
(88,5 ) u TpomGouTOB (12,9 bJ1) ¢ MpeobaamaHeM B KPOBU
GoJbIINX TPOMOOLIUTOB (48,2%), TpoMGouTOneHUs (125 X
10%/m), oTHOCUTeTBHAS HeliTporeHust (33,1%), moxormTo3 (14,5%,
1,66 x 10%/1), HesHauMTENBHBII 303nHODMIE3 (0,64 X 109/7).
B o6mem ananu3ze kposu uepes 3 nus, 07.05.2021 rona, — HOp-
MOXpPOMHast aHeMu I (TeMorJIo0uH — 113 1/, SpUTPOUTH —
3,72 x 10'2/n), cHmxeHHblit reMatokput (31,7%), TpOMGOLIUTO-
nenust (131 % 10%/11), oTHOCUTETbHBIIT HelTpoduies (51,5%),
aumdorurornenus (34,1%), monounTos (11,4%, 1,35 % 109/n).

[Mpu aHaM3e KUCIOTHO-IIIEJIOYHOTO COCTaBa KPOBU BHISIB-
JIEHO CHMXXEHME NapuuanbHoro aasnenus CO, u kuciopoaa
(33,41 63,7 MM PT. CT. COOTBETCTBEHHO), KOHLIEHTPALIMK OOLIETO
remoryioouHa (134 r/m), noHos xyiopa (112 MMOJIb/JT), MOBBIIIIEHA
dpakuusa kapbokcuremoraoduHa (1,2%), KoHIIeHTpaLus TayTa-
mara (6,4 MMOJIB/T), TaKkTaTa (2,4 MMOJIb/JT).

B 6uoxmmMumueckom aHasin3e KPOBU TOBHITIIEHB! KOHIIEHTPAIluy
xene3a (33,7 MKMOJIb/TT), ypOBEHbB acriapTaTaMUHOTpaHcdhepasbl
(50 En/m), chuxkeHa KoHeHTpauus numassl (13,3 En/m).

ITo pesynbrataMm MPT — yMepeHHO BbIpaxkeHHasi TUTIOIJIa3K s
obenx remucdep 1 YepBst MO3KeuKa ¢ KOMIIEHCATOPHBIM pac-
MpeHreM cybapaxHOMIaIbHOTO POCTPAHCTBA 3aIHEYePETHOI
ssMku. [To cpaBHEHUIO ¢ TIPEABIAYIIIUMA JAHHBIMA MarHUTHO-
PE30HAHCHOU TUAaTHOCTUKY — 6e3 TMHAMUKMU.

[Mpu ipoBeneHnu DI BHISIBACHBI 3HAYUTEIbHBIC MU DY3HBIC
M3MEHEHU ST OMOJIEKTPUYECKOM aKTUBHOCTH T'OJIOBHOIO MO3ra
C BbIpaXKeHHBIM aKIIEHTOM Ha BUCOYHO-TEMEHHBIE OTAE/IbI KOPbI.
Ha MHorux satamnax 3anmucu npakTHYeCKU HeNpepbIBHAS SITHIICTITH-
(hopMHasi aKTUBHOCTb, CITalik-BoJIHa yacToToi 3-3,5 'l u ammiu-
Tynoit 1o 250 MmxB. MHIeKe anmienTu(MOpMHBIX U3MEHEHW OYeHb
BBICOKUIA. B cpaBHEHNH C POBEIEHHBIMU PaHee UCCIIETOBAHMSIMU —
3HAYMTEJIBHOE YXYALIEHNE TMHAMUKY K MOMEHTY FOCITUTAIU3aLI .

[1pu BUACOKOMIIBIOTEPHOM BJIEKTPO3H1IepaorpapruyecKkom
MOHUTOPHMHTE — ajiba- 1 CEHCOMOTOPHBIN PUTMBI Ie30pra-
HMU30BAaHHOT'O XapaKTepa, C TUCPUTMHUIECKUMU SIBICHUSIMH.
DyHKIIMOHAJIBHO-OpraHUeCKIEe U3MEHEHHU S ¢ aKIICHTOM Ha LIeH-
TpaJTbHO-TEMEHHO-BUCOYHBIE peTHOHHI (S > D) B Bune MenjieH-
HOBOJIHOBOTO TIpeoOnagaHus. B xone 3anucu 60a1pCcTBOBaHUST —
b dy3HbIe CHHXPOHU3MPOBAHHBIE M MYJIBTUPErMOHAIbHO-aKIIeH-
TYUPOBaHHBIE AITUJIETITU(hOPMHBIEC Pa3psIIbl KOMITJIEKCOB MUK-,
NabJIMUK-, MOJUITUK-BOJIH, aKIIEHTYUPOBaHHbBIE (Yallle clieBa)
B JIOOHO-TIEHTPAJIbHO-BUCOUHBIX, IIEHTPAIbHO-TEMEHHO-BUCOYHBIX,
33 IHEBUCOYHO-TEMEHHO-3aThIJIOUYHBIX OTIEIaX, BBIPAXKEHHO CKJIOH-
HbIe KO BTOPMYHOM OUJIaTepaabHOi CHHXPOHU3AUU 1 11U(hY3HOMY
pacrpocTpaHeHu1o. MHaekce snuaenTudopMHBIX pa3psiioB — BbILIE
cpenHero, 6e3 aklieHTa B OMpeIe/IeHHOM auara3one. OTMevyanuch
MUOKJIOHYCHI BEK, MUOKJIOHUSI BEK ¢ abcaHCaMU, ITTUTEIbHOCTHIO
KJIMHAYECKUX TPYTIT pa3psiioB B hoHe ot 1-8 mo 12 cexyna. [To xomy
CHa KapTHHA B LIEJIOM aHAJIOTUYHAsI, 32 UCKJIIOYEHNEM OTCYTCTBUS

Tabauua

Lkana Taxxectu HUA 2-ro Tuna [rabAuua coctaBAeHa

aBTopamu] / Severity scale for neuronal ceroid lipofuscinosis
in type 2 [table compiled by the authors]

DYyHKUUHU Banabl KommeHTapum
ABuUratenbHble 1 HopmanbHasa ¢yHKuUMsa — 3 6anna
Nerkue HapyleHnus — 2 6anna
Peub 1
TaxeAble HapyweHna — 1 6ann
3peHue 2 Y1pata Bcex dyHKuuit — O 6annoB
Cypoporu 1
Cymma 5
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SIUIPUCTYTIOB M HAJTMYMST HEAMUIENTUYECKUX TOOPOKAUECTBEHHbBIX
MMOKJIOHM . BO3MOXHBI TapacOMHUU.

Ha ocHoBaHuu crieriuduyeckoit KITMHUYECKO KapTUHBIL, JaHHBIX
MOJIEKYJISIPHO-TEHETUYECKOT O UCCIIEIOBAHM S, @ TAKXKE MIPOBEACH-
HBIX APYTUX 1a00OPATOPHBIX U UHCTPYMEHTAJIbHBIX UCCIECAOBAHU I
pebeHKy ObLT YCTAaHOBJIEH IMarHo3: «/lereHepaTnBHOE 3a00IeBaHNe
HEpBHOM cucTeMbl. HelipoHaibHBIN LIEpOUIHBI JIMTODYCIMHO3
2-ro THTIa, 00YCTIOBIEHHBI! TOMO3UTOTHOM MyTattueii B reHe 7PPI».

Ha ¢done neuenns 6ply1a oTMEUEHA MOJOKUTEIbHAS ITMHAMUKA
C PE3KUM YPEXEHUEM Yrcia MPUCTYIIOB, CHUXKEHUEM BbIpaXKeHHO-
CTU TpeMopa. B MOMEHT BBINMCKU PEOEHOK CAaMOCTOSITEJIbHO TEpe-
JIBUTaeTCsl, ICUXOpeueBble (DYHKLIMU OTHOCUTENIbHO BOCCTAHOBJIEHBI.

3aknoueHue

HIIJI B 60abIIMHCTBE Cy4yaeB MPOTEKAaeT MO MACKOM SIUJIETI-
TU(HOPMHBIX PACCTPOMUCTB — MOSBISIOTCS YaCThIe SMUMPUCTYTIbI
C XapaKTepHON CUMIITOMATUKON. DTO CBSI3aHO C ITpoliecca-
MM aTpOodUU Ha pa3TIUYHBIX YPOBHSIX IIEHTPAJIbHOI HEPBHOM
CHCTEMBI U BEIPaXkKeHHOM JJAOMIbHOCTHIO HEMPOHATBHBIX CBSI3EI.
TTosTOoMy B IIpeacTaBIIEHHOM clIydyae y IallMeHTa pu MaHude-
CTallUM JTUTTO(PYCIIMHO3a M3HaYaIbHO OblJIa 3aTI003peHa MU~
JIETICUST, B CBSI3M C YeM M OblJIa Ha3HaueHa MPOTUBOCYI0POXKHAS
Teparnust. OMHAKO PEe3UCTEeHTHOE TeUeHe, COMHUTEJIbHAST THA-
MWKa U3MEHEHU ST KIIMHUYECKOM KapTUHBI, MaJIOCTICIM(PUIHBIE
nanubie MPT u B3I He no3BoJisiiv TouHO AUuddepeHIupoBaTh
nuarHo3. [losiBuBLIMECSs B JaJbHEeIIEM OYEeBUAHBIC 1BUTATEb-
HbIE U TICUXOPEUYEBbIe HAPYLIEHU S TIPU YXYAIIEHUU COCTOSTHU S,
BBIpak€HHbIC TMPAMUIHBIC U MO3KEUYKOBBIE CUHIPOMBI CBUIC-
TEJILCTBOBAJIN O TOM, YTO SMUJICTICUSI MOXKET HE SIBJISITHCSI OCHOB-
HBIM 3a0oneBanueM. [Tocie mpoBeneHUST MOJIEKYISIPHO-TEHETUYE-
CKOTO UCCJIeIOBaHM S OBL MTOATBEPKACH JMArHO3 HEIPOHATLHOTO
LEPOUIHOTO JTUITO(GYCIIMHO3a 2-T0 TUTIA.

[To maHHBIM MCCceMOBaHU M, TIPOIOKUTEIBHOCTD KU3HU
Mpu JIMNOoMYCIUHO3€ 2-TO TUITa OOBIYHO HE TIpeBhIIIAeT 2-5 JeT
¢ MOMeHTa MaHudecTalum 3a00JeBaHU s, KOTOPOE ObICTPO
¥ HeoOpaTuMo nporpeccupyer. [1o 3Toit npuyMHe KpaiiHe akTyaJieH
BOIPOC CBOEBPEMEHHOTI'0 HavyaJia JeuyeHusl. Y BbIIIECONMMCaHHOTO
MalyeHTa Ha MPOTSKEHUU BCETO JICYEHU ST MCTTOIb30BaIach TOJBKO
CUMIITOMaTUYeCcKasl Teparus, SApoM KOTOPOii ObLIA TPOTUBOCY-
TIOPOXHBIE ITpernapaTbl. CUMIITOMATUYECKUI TIOAXO/ K JICYCHU IO
CITOCOOEH YTYYIIUTh KaueCTBO XXM3HU MAllEHTOB M HUBEJIMPOBATh
W CHUBUTD TSKECTh KIMHUYECKUX TTPOSIBJICHU I, OTHAKO OH
He CMOXEeT OCTAaHOBUTH ITPOT'PECCUPOBAHNE MATOJIOTUU.
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