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HelipoHanbHblii LEepouaHbli IMNodyCLUMHO3 — 3TO rpynna HaceACTBEHHbIX HEMpoLereHepaTUBHbIX 3aboneBaHuit, Hacneny-
€MbIX MO ayTOCOMHO-peLeccMBHOMY Tuny. [laHHoe 3aboneBaHue aBnseTcs Haubonee 4acTol HelponereHepaTUBHOW NaTo-
norvei y feteit ¢ pacnpoctpaHeHHocTbio oT 1:14000 go 1:1000000 B mMupe. B HacToswee BpemMs MAEHTUOULMPOBAHO
14 reHeTMuYeCKM pas3nuyHbiXx GOPM LAHHOW MATONOrMM, KOTOPbIE XapaKTEPWU3YIOTCS HAKOMIEHUMEM aHOMAsbHOMO Nunodyc-
UMHONoAo6HOro MaTepuana B IM30COMax HEPBHbIX KNETOK, MPOrpeccuMpyonuM U CeNeKTUBHbIM Pa3pyLeHUEM HEeNpOHOB.
Mpu HelpoHanbHOM LiepouaHOM AunodycuMHo3e HabnaaeTcs AedekT reHa, KOAUPYHOLLEro pasnyHble GepMeHTbI IM30COM.
M3-3a HepocTaTouyHOCTM depMeHTa TpunenTuamnn nentuaasbli-l B LEHTPaNbHOM HEPBHOM CMCTeMe nauueHTa Habnwopaetcs
HaKOMJEHWE MATONOrMYECKOro ayTodyopecLeHTHOrO NUMONUIMEHTA, MPUBOASLLETO K HAPYLUEHUSM HOPMasbHOM (YHKLUK
HerMpoHoB. KnuHunyeckn 3aboneBaHme MaHudecTupyeT B BO3pacTe 3-4 neT B BMAE MPOrpeccupyrollein MUMOKIOHUYECKON
3MWUNENCUU, YMCTBEHHbIX WM [OBUTATE/IbHbIX HAPYLEHWI, 3aAEPXKKM U OCTAHOBKM B MCMXOMOTOPHOM pasBUTUKU. B cTaTbe
OMUCaHbl faHHble 0 PacnpOCTPAHEHHOCTU, OCOOEHHOCTAX Tepanuu AaHHOW NaToNOrMK, a Takxe NpeacTaBieH KAMHUYECKUI
cnyyait ¢ pebrotom 3aboneBaHus y pebeHka B Bo3pacTte 2 . 11 mMec. KnuHuueckuit cnyyait 4EMOHCTpUPYeT TPYAHOCTU Ana-
FHOCTUKM [l@aHHOM NaToNOrMu BCNeACTBUE ee PeAKOCTH, LUMPOKOro Kpyra anddepeHLmanbHo AUMAarHOCTUKKY, AUTENbHOCTU U
BbICOKOW CTOMMOCTU MONEKYNSIPHO-FEHETUYECKUX UCCefoBaHUI. PaHHee o6cnefoBaHMe No3BONUNO Obl 06bSICHUTL MPUPOAY
3Nuaencum, CBoeBpeMeHHo NofobpaTh paLMOHANbHYK TEPANUI0 AAHHOMO 3aboneBaHus.
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Neuronal ceroid lipofuscinosis is a group of hereditary neurodegenerative diseases inherited by an autosomal re-
cessive trait. This disease is the most common neurodegenerative pathology in children with a prevalence of
1:1,000,000 to 1:14,000 in the world. Currently, 14 genetically different forms of this pathology have been identified,
which are characterized by the accumulation of abnormal lipofuscin-like material in the lysosomes of nerve cells,
progressive and selective destruction of neurons. In neuronal ceroid lipofuscinosis, there is a defect in the gene that
translates various lysosomal enzymes. Due to the insufficiency of the enzyme tripeptidyl peptidase 1, an accumulation
of pathological autofluorescent lipopigment is observed in the central nervous system (CNS) of the patient, leading
to violations of the normal function of neurons. Clinically, the disease manifests at the age of 3-4 years, in the form
of progressive myoclonic epilepsy, mental and motor disorders, delays and stops in development. The article describes
data on the prevalence, clinical features and therapy of this pathology, and also presents a clinical case with the
onset of the disease in a child aged 2 years 11 months. The clinical case demonstrates the difficulties of diagnosing
this pathology due to the rarity of this pathology, a wide range of differential diagnostics, the duration and high cost
of molecular genetic studies. An early diagnosing would make it possible to explain the nature of epilepsy, to choose
a rational therapy for this disease in a timely manner.
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BBELOEHUE

Hetfiponansusiii nepouanstii mumodycrmaos3 (HLJD),
i Oone3ns barTena, — 3To Tpymnna MOHOTEHHBIX Ha-
CJICIICTBCHHBIX HEHpPOJEeTeHEePAaTUBHBIX 3a00JICBaHUIA.
3a0oneBaHus MMEIOT CXOXKHME KIMHHYECKHE IPOsiB-
JIEHUsI: CYNOPOKHBIM CHHJIPOM, HapyllIEHUE 3peHus,
CHIDKCHHE KOTHHTHBHBIX CITOCOOHOCTEH [2].

HIIJI mopdonorudeckn xapakTepu3yeTcsl KIETOU-
HBIMH JIUTIONIUTMEHTHBIMH BKJIIOUCHUSIMH, TIOPAKEHUEM
HEUPOHOB U IPOTPECCUPYIOLIEH HelpoaereHepanuei.
[Tpu manudecranyu B 1eTCKOM BO3pacTe B KITMHHUKE 3a-
0oieBaHUS OTMEYAIOTCS IMPOTPECCHPYIONINE YMCTBEH-
HBIE ¥ JBUTATEIbHBIE HAPYIIEHUS W TIOTeps 3pEHUs.
[lpu crapre 3aboseBaHusi y B3pOCIBIX MPeoOIagaroT
KOTHUTHBHBIC HapymieHus: (aemeniws) [11].

Ha ceromusmanii neHp uaeHtudumpoBano 14 re-
Hetwdeckn paznmuaabeix Gopm HILJI. Bce dopmer xa-
PaKTEepH3yIOTCS HAKOIUICHHEM aHOMaJbHOTO JTUIOQyC-
HUHOTMIONOOHOTO Marepuaia B JIHM30COMax HEPBHBIX
KJIETOK, IIPOTPECCUPYIOIINUM U CEJIEKTUBHBIM pa3pylie-
HUEM HEHPOHOB, OCOOEHHO B KOpE TOJIOBHOTO MO3Ta,
Mo3Kedke u cerdarke [11].

IlepBoe onucaHnue HEUPOHAIBLHOIO LEPOUIHOTO
TUNoQycurHO3a B MEIWIHMHCKOH JIMTeparype ObLIo
nano Otro Kpuctuanom Crenrenem B Hauvane XIX B.
OH omnmcan I0BEHWJIHLHOE PACCTPOMCTBO CO CIICTIOTOM
U IPOrPECCUPYIOIIEH JeMEHIUEN.

B 1903 . ®penepuk barren ommcan momoOHYyIO
KJIMHUYECKYI0 KapTHHY B BHJIE «lepeOpaibHON jere-
Hepaluu ¢ MakyJsipHbIMH H3MeHeHusiMu». B 1905 r.
Hemenkue HeBposoru W. Spielmeye m H. Vogt Taroke
COOOIIIIIA O TMOAOOHOM paccTpoiicTBe. B mocnenyro-
LIEM IOBEHWIbHBIM HEWPOHAIbHBIA LEPOUAHBIN JIH-
nodycirHO3 Ha3Banu Ooje3Hblo barrena — [lnwms-
Mmeiiepa — @orra. EBpomneiickue neBpomoru J. Jansky
B 1908 . mw M. Bielschowsky B 1913 1. ommcamm
MOJIOOHOE PACCTPOICTBO, HO € «IO3THMM WH(AHTHIIb-
HBIM» Ha4yaJIoM. JTa (popma cTaja U3BECTHA KaK MO3/He-
WH()aHTUIILHBIA HEHPOHATBHBIN [IEPOUIAHBIN JTHITO(YCIHU-
HO3, Wik 00je3Hb SHcKoro — bubmosckoro. B 1925 1
H. Kufs ornmcan 3a0oneBanue y B3pOCIBIX C aHAIOTHY-
HBIMU TIaTOJIOTHYECKUMH XapaKTepPUCTHUKAMHU, HO Oe3 I1o-
TEpU 3pEHUs, KOTOPOE MMENO0 MECTO MPH FOBEHUIBHOM
HEPOUTHOM JTMTIO(YCIIMHO3e HEHPOHOB M TIO3THENH(paH-
THJIGHOM TIEPOHMTHOM JUTIO(YCIINHO3Ee HEHPOHOB. ITO
COCTOSTHUE TOTYYHIIO Ha3BaHUE [IEPOHIHBIN THIO(YCIH-
HO3 HEHpPOHOB Y B3pOCIBIX, WK O0omne3nb Kydea. Crycrs
50 ner, B 1973 ., M. Haltia u P. Santavuori omucanu
nHpaHTIWIEHYI0 GopMy. Ha ceromusmmawii TeHb JTaHHas
naronorus (KaccuaecKnii MHGaHTWILHBIA HEeHpOHAab-
HBIM LEpOUIHBINA JUMO(YCIMHO3) TAaK)Ke M3BECTHA Kak
oone3np Xantuu — CanraByopu [8].

B 1969 r. Ha ocHOBE yABTPACTPYKTYpPHOM KapTu-
HBl HaKOIUICHUs JunodycrmHa wim 1epouaa (oco-

OEHHOCTh, KOTOpasi TOMOIJa OTIUYHUTH ATy TPYIILY
3a00JIeBaHMiA OT aHAJIOTHYHBIX HEBPOJOTHIECKHX pac-
CTPOUCTB) OBUT MPENJIOKEH TEPMHUH «HEHPOHATHHBIMA
LEPOUJHBIN JIMTIO(PYCIMHO3». JI0 OTKPBITHS TEHHBIX
mytauii HIUJI kiaccupuuupoBasd MO COYETAHUIO
Bo3pacta MaHH(pecTanuu 3a00NeBaHUsl W YIbTpa-
CTPYKTYPHBIX NATTEPHOB OTIOKECHUA B HEHPOHaXx.

BriepBble MyTanusi B reHe, CBsi3aHHAs ¢ OONE3HBIO
barrena, Obiia oOHapyxkeHa B 1995 r. ¢ momomisio
METOZa MOJICKYJISIPHO-TEHETHYECKOTO HCCIIEeIOBaHUS,
aB 2012 r. OpuIa MpemToskeHa OOHOBIICHHAS KIacCU(H-
Kalus C y4eTOM JAaHHBIX MOJIEKYJISPHO-TEHETHYECKUX
WCCIIEIOBAaHUH MAEHTOB, ONOXUMHUYECKUX M KITUHH-
yeckux (EeHOTHHoOB. B mpemmaraemoii Bepcum Kiac-
cuduKaIys paccTpONCTB OblIa ympolleHa U KOaudu-
[MPOBaHAa YUCIIEHHO B COOTBETCTBHUHU C ITOPAKEHHBIM
reHoMm (Harpumep, Oonesnr barrema — HIJIL) [4].
Knaccudukanus Oblia CTPyKTypHUpOBaHa 10 CEMH AH-
arHOCTUYECKUM OCsIM: 1) mopakeHHBIH TeH; 2) MyTa-
nust; 3) OMOXUMHUYECKUN (eHOTHIT, 4) KIIMHUYECKHMA
(eHotun; 5) yABTPACTPYKTYPHBIE XapaKTEPHCTHKH;
6) ypoBeHb (YHKIIMOHATBHBIX HapyIIeHUH; U 7) Apy-
rue 3aMevyaHusi (JONOJHUTEIbHbIE TeHETHIECKHE, KO-
JIOTHYECKUE WM KIWHWUYECKHe NpHU3Haku). B Bumy
TPOMO3IKOCTH €€ HWCIONB30BAaHUA B KIMHUYECKOU
MIPAKTUKE HEKOTOPBIE aBTOPBI MPEUIOKUIN IS Py THH-
HOT'O WCIIOJIb30BaHUsI KOMOMHHpOBaTh ocu 1 u 4 [5].
B nacrosimee Bpemst HIJI knaccudumupyror B cooT-
BETCTBUU C jedexTom reHa (cM. tadmuiry) [12].

Ha cerogasmmmii nenp nedumut mMozaenei 3adoie-
BaHUS OTPaHUYMBAET BCECTOPOHHEE MOHWMAaHHUE IaTo-
JIOTHYECKUX (PaKTOPOB, KOTOPBIE MPHUBOIAT K €ro Mmpo-
rpeccupoBanuio. bone3ns barrena knaccudunmpyercs
Ha IIAThb OCHOBHBIX THIIOB:

1. Bpoxnennsiii HIUJI, korma petu poxaaroTcs
¢ Mukponedanueld, BCICACTBUE BHYTPHYTPOOHOTO
crapra 3aboneBaHusl.

2. Nadantunpreiii HIUJI, xorma takue cHMITOMEI,
KaK CylIOpOTH W yTpara JBUTATeNbHOW (DYyHKIWH, TIO-
SIBIISIIOTCSL B Bo3pacTe oT 6 10 18 Mec. u comnpoBoxkaa-
I0TCSl MOTEpel MCUXOMOTOPHBIX M PEYEBBIX HABBIKOB.
VY pebenka MOSBISIOTCSA MPU3HAKK PETPECCHH, COIPO-
BOXKIAFOIIIUECS JMUTPUCTYIIAMH ¥ TIOCTETIEHHON ToTe-
pelt 3peHus, TUIEPBO3OYIMMOCTHIO, OCCIIOKOHCTBOM,
HapymeHueMm cHa. B Bozpacre ot 15 no 20 mec. mpo-
HCXOIUT YTSDKEJICHHE CUMIITOMATHKH ¢ ()OPMHUPOBAHH-
eM MUKporedalnu, TPyHKaIbHONH aTakcu, AMCTOHH-
YeCKUX OCOOEHHOCTEH, XOpeoaTeTo3a M MHOKJIOHUH.
K aBym romam netv momHOCTBIO TEPSIIOT 3peHHe, yTpa-
YHBAIOT BCE KOTHUTHBHBIE U JIBUTATENIbHBIE HABBIKH.
CmMmepTb 00BIYHO HacTymaeT B Bo3pacTe oT 9 1o 13 sert.

3. Ho3mganii mabanTHnRHE HIJI — oTmeuaer-
cs MaHH(ECTalus CHUMITOMOB (3aJepXkKKa IICHXOMO-
TOPHOTO Pa3BUTHS, aTaKCUS U CYIOpOTH) B BO3pacTe
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Knaccndukaums HeMpoHanbHbIX LepouaHbIX nMnodycumMHo30B [12]
Classification of neuronal ceroid lipofuscinosis [12]

Tabnuua / Table

Bonesus / | enotun /| Ten/ Jlokyc / HacnenoBanue / Bbenox / Bospacr nauaa
. . . . 3aboneBaHus /
Disease | Phenotype | Gene | Location Inheritance Protein product
Age at onset
i Ayroco-posee | PE1L Oomiont e et | v
256730 | PPTI | 1Ip34.2 | cusmo / Autosomic DACTBOPHMD Mah Variable
NCLL1 . 6enok / PPT1 (palmitoyl protein thioes- .
recessive . (Infantile)
terase 1) — soluble lysosomal protein
AyTOoCOMHO-penec- TPP1 (Tpunentuaunnentupasza-1) — Izggggg;glcll:;lfl
HII2 / 204500 TPPI 1ipl5.4 CUBHO /_ PACTBOPHUMBIii JIU30COMaIbHbIi 6ernok / (banTHIBHBIH) /
NCL2 Autosomic TPP1 (tripeptidase-1) — soluble lyso- .
. . Variable (Late
recessive somal protein .
Infantile)
AyTOCOMHO- N IOBennIBHBIHI
HIUI3 / 204200 CLN3 16pll.2 | peueccuBHO / Autoso- bezox mmsocomaipHoi MeMGpaHH / KJIACCHYECKHA /
NCL3 . . Lysosomal membrane protein .
mic recessive Juvenile
AyTOocoMHO-pernec- | DHI0IIa3MaTHYECKUN PETHKYIIYM-MEM- .
HILI4A / 204300 CLN6 15¢23 cuBHO / Autosomic | Opannsrii 6eok / Endoplasmic reticu- Bspocatii /
NCL4A . . Adult
recessive lum membrane protein
AyTocoMHO-0MU- | LIUTO30/bHBIN, CBSA3aHHBIN C BE3UKYIISP- N
HIUBEB 7\ y65350 | pnasCs | 2091333 HAHTHO / HEIME MemGparamu / Cytosolic, associ- | DoPOSaBI /
NCL4B . . . . Adult
Autosomic dominant ated with vesicular membranes
AyTOCOMHO-perec- Knaccuueckuit
HIUJIS / 256731 CLNS 13¢22.3 | cusmo / Autosomic PactBopumbIit JTH30COMATbHbIH Oeox / (HO3I[HI/II:I I/IH(I)aI:I-
NCLS5 recessive Soluble lysosomal protein THIBHBIN) / Vari-
able (Late Infantile)
Knaccuueckuii
AyTOCOMHO- TpancmeMOpaHHBIH Oelok / o
HILI6 / 601780 CLN6 15923 peneccuBHO / Endoplasmic reticulum membrane (HO3)1HI/II:I ”Hd)a}.l_
NCL6 Autosomic recessive rotein THILHBIH) / Vari-
P able (Late Infantile)
Knaccnuecknit
AyTOCOMHO-perec- A
HIJI7 / 610951 MFSDS | 428.2 | cuno / Autosomic JInzocomanpHBI MeMOpaHHBII §en01</ TI/IJIBI-ELII/I/IOBG.:HI/IJIB-
NCL7 recessive Lysosomal membrane protein HbIH) / Variable
(Late Infantile/
Juvenile)
Knaccuuecknit
AyToCcOoMHO-perec- | DHAOMIA3MaTHIECKHI PETUKYITYM-MEM- (o3 uuii unan-
HIUI 7\ 600143 | cIns | 8p23.3 CHBHO / GpammELt 6enok / Endoplasmic reticy- | EHEI/I0BCHITE-
NCL8 . . . HBIH) / Variable
Autosomic recessive lum membrane protein .
(Late Infantile/
Juvenile)
610003*
AyrtocomHo-peuec- | CTSD (xarencun D) — pacTBopuMbIi o
HIUTIO / 610127 CTSD 1Ip15.5 | cuBHO / Autosomic | snm3ocomanbHbIi Oenok / CtsD (cathep- BpO)K}:[eHI'-ILII/I/
NCL10 . . . Congenital
recessive sin D) — soluble lysosomal protein
AyTtocomHo-penec- | GRN (mporpanyinH) — pacTBOPUMBIH .
AL/ 614706 GRN | 17¢21.31 | cuBHO / Autosomic | nm3ocomaibHBIH Oenok / Soluble lyso- Bapocastii /
NCLI11 . . Adult
recessive somal protein
Aytocomuo-peniec- | CTSF (katencun F) — pactBopumsiit o
HIUIS / 615362 CTSF 11q13.2 CHUBHO / nuzocomanbHblil 0enok / CtsF (soluble Bapocastii /
NCLI13 . . ; Adult
Autosomic recessive lysosomal protein)
KCTD7 (6enok KaaueBbIX KaHAJIOB) — IIUTO-
HIJ114 / 611726 KCTD7 | 7a11.21 AIZ;;CO/M: Ot-pelflf- 30JIbHBIH, YaCTHYHO CBs3aH ¢ MeMOpaHamu / | MHbaHTHIBHBIH /
NCL14 o ¢ (r)eces]:i\(:o ¢ | KCTD7 (Potassium Channel Protein) Cyto- Infantile
solic, partially associated with membranes

*Cesepubiit BapuanT snunerncun. HIJJT 9 (609055) — monekynsapHo He oxapakTepuzoBaH. [Ipumeuanue. HIIJI — HelipoHanbHBII
nepouanslit munodycunno3. *Northern epilepsy variant. Note. NCL9 (609055) — not molecularly characterized. NCL — Neuronal
ceroid lipofuscinosis.
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or 2 no 4 ner. KimHuka ObICTpO mporpeccupyer
JI0 TIOTEpU JIBUTATENBHBIX, KOTHUTHUBHBIX M PEUEBBIX
(hyHKITHT.

4. 1OBenunpubit T HIJI — nanbomnee pacmpo-
cTpaHeHHas Gpopma Ooneznu barrena. CHMITOMBI BO3-
HHUKAaIOT B Bo3pacte oT 5 10 10 et u 00bIMHO MpOsIBILS-
FOTCSl IOTepell 3peHust u cyaoporamu. B nanpHeimem
MIPOSIBIAIOTCS TPYAHOCTH B OOYYEHHH, JIBUTATEIbHbIE
HapyIIEeHUs, BKIIOYAIONIUE IKCTPATUpaMUIHbIE U TH-
pamMHIHBIE CUMITOMBI (PUTUAHOCTH, OpaIuKUHE3MS,
ME/JICHHBIE IIard cO CrubaHueM B Ta300eIpEHHBIX
CycTaBax W KOJICHSX, IAPKArOIasi MOX0AKa). DTH CHM-
NITOMBI TIOSIBIISIIOTCSA B TIEPHOJ TIOJIOBOTO CO3PEBAHUSA
U TOCTETIEHHO MPHUBOJAT K yTpaTe caMOCTOATEIHHOIO
nepenBrkeHus. bonbHple 0OBIYHO yMHpPalOT Ha Tpe-
ThEM JIECATHIICTUU JKU3HHU.

5. B3pocneiit Tun HIJI mporpeccupyer mejieH-
Hee. KimMHn4eckas kapTWHA 3TOTO THIA XapaKTepH3y-
€TCsl TeHEePATM30BAHHBIMY TOHUYECKUMH MPUIAIKaMHU,
MHUOKJIOHYCOM, BBIpaXJICHHBIM ciaboymuem. CBsizaH-
HBIE C ATHM TPU3HAKH BKIIOYAIOT MTPOOJIEMBI C PEUBIO,
MO3KEUKOBYIO NUC(HYHKIMIO W TTapKUHCOHU3M [9].

HIJT — oagna w3 nHambonee YacThIX HeHpome-
TreHepaTUBHBIX MATOJOTMH y JeTed ¢ pacmnpocTpa-
HeHHOCThI0 OT 1:14000 mo 1:1000000 B Mupe.
Bonpmmucreo HIJI HacneayroTcs mo ayTOCOMHO-pe-
neccuBHoMy THITy. Co00IIaiock 06 ayToOCOMHO-TOMU-
HAHTHOM THII€ HACJIEeIOBaHUS, BBI3BAHHOM MYTalHsIMU
B rene DNAJCS [5].

Cpemn Bcex KIMHHYECKHX (hopM Hambosee pacrpo-
ctpanenHoi B mupe ocraetrcs HIJI 2-ro tuma (HLJI2),
win Oone3nb SIHckoro — bunbioBckoro. JlaHHas maro-
JIOTUSL SIBISIETCS. TIPOTPECCHPYIOIIMM  3a00JIeBaHUEM,
HaCIIelyeMbIM [0 ayTOCOMHO-PEIIECCUBHOMY  THITY.
MMeer MecTo CHMKEHME aKTUBHOCTU JIM30COMANIbHOM
TPUIIENTHAMITIENTHIA3bI- 1, Kogupyemoit reaom 1TPPI.
Wz-3a HemocTtaroyHOCTH (epMeHTa B I[EHTPaJIbHOU
HEPBHOW CHCTEME HaKallJMBaeTCsl IaToJOrMYeCKUH
ayTO(IyOPECIIEHTHBIA  JIUIOTIMTMEHT,  COCTOSIIHIA
13 OeNmkoB camo3wHa-A, camo3wHa-B W cyObeauHUIIEI
AT®-cunTeTa3sl. BenencTBue «meperoHeHusy J1aH-
HBIM JIMIIOIIMIMEHTOM JIM30COM KJIETKHU TIPOUCXOJUT
HapylIEHWE MPOLECCOB THUAPOIM3a W MeTadonmm3Ma
BHYTpPU caMmoro Heipona [13].

IIpu xmaccuveckol MO3AHEHH(PAHTIIIBHON (opMme
3a0oneBanuss HIJI2 HakomsieHHe NPHBOIUT K OBbI-
CTPOIPOTPECCUPYIOIIEMY HeHposereHepaTuBHOMY
paccTpoiCTBY C OMHOTUITHBIM TEYCHHEM 3a00JICBaHUSI.
Kax mpaBuio, me0l0T KIMHWYECKHX CHMIITOMOB OT-
MedaeTcsi B Bo3pacTte OT 2 a0 4 JeT ¢ HEeCIpOBOLH-
POBAaHHBIX CYIOpPOXHBIX MpHUIAIKoB. HacTo 3anepikka
peun IpeAlecTBYeT MOSBIECHUIO cylopor. B nmocneny-
IOII[eM y TIAIIMEeHTOB Halmromaercs ObICTPOe CHIDKEHHE
KOTHUTHBHBIX, PEUEBBIX, IBUTATEIHHBIX M 3PUTEIHHBIX

(YHKIMH C TIOMHON yTpaTroil ABUTaTeNbHBIX W pede-
BBIX (DYHKIHMH K 6—7 TOAaM | IMOCIEIYIONIEH CIICTTOTOM.
Cwmepth HacTymaeT B Bo3pacte oT 8 mo 13 mer [13].

B Coenunennsix lITarax AMepukH pacipocTpaHeH-
HOCTb BapbupyeT B npenenax 1,6-2,4: 100000 HOBO-
POXIIEHHBIX; B CKAHTUHABCKHUX CTpaHax JaHHAs MaTojo-
rust peructpupyercs vame: ot 2,5 : 100000 B [anun
u 2,2:100000 B IlIBeruu go 3,9 : 100000 B Hop-
Beruu u 4,8 : 100000 B ®unnsauaumu u 7 : 100000
B Mcmanauu [10].

[To marnaemM A.A. KosnHo# 1 coaBT. [5], 3a0omeBae-
mocTh HIJI2 B Poccun coctasmsier 0,24 ma 100000 ge-
JIOBEK.

Panee ms manmenToB ¢ 6one3npro HIJI2 Gbina mo-
CTYIIHA TOJIbKO MmopjepkuBatonias tepanusi. B 2017 .
BIIEPBBIE ONOOpEHA WHTPALECPEOPOBESHTPHUKYIISIPHAS
3aMeCTHTeNbHas Tepanusi (GepMEHTOM LEPIHITOHA30M-
anbda, PEKOMOMHAHTHBIM YEIIOBEUYSCKUM (PepMEHTOM
TPP1 (rpunentumunnentunasa-1) [4].

KNUHUYECKUIA CNYYAN HU2

[TanmenTtka, 23.06.2015 . p. Pebenok ot 4-i1 Oe-
pemeHHOCTH (1-5 GepeMEeHHOCTh — MAaJIBYHK, 3/10POB;
2- — MEIUIMHCKHI abopT; 3-1 — JeBOYKa, 370pO-
Ba), MPOTEKABIIEH C YIPO30i MpepbIBaHKs OepeMeHHO-
ctu co Il TpuMectpa. PebeHok OT 3 caMOCTOSTEIEHBIX
pomoB Ha cpoke 39 Hemensb recraruu. Macca Tena mpu
poxnenuu 3150 r, nnuHa Tena — 49 cm. Ouenka no
mkane Anrap 8/9 Gamnos.

B mepBbie MecsIpl KU3HU pa3BUTHE peOEHKa Co-
OTBETCTBOBAJIO BO3pACTy: J€BOYKA yAEpIKHBajla TOJO-
By ¢ 3 Mec., IepeBOpauynBaIach CO CHHHBI HA >KHBOT
u o0patHO ¢ 4 Mec., cuiena ¢ 6 Mec., XOIuiIa camo-
croarenbHo ¢ 10 mec., rymuna ¢ 6 mec. B 1 rog npo-
W3HOCHWIIA CIIOTH, C 2 JIET — TIPOCTHIE TPEIIOKEHUSI.

B Bozpacte 2 . 11 mec. Ha QoHE TOITHOTO 37T0PO-
Bbsl y peOcHKa Oblla OTMEUYEHA OJHOKpaTHas pBOTA,
aZiBepCUsl B30pa BBEpX, KIOHUYECKHE IOJEPTHUBaHMS
KOHEYHOCTEH, yTpara CO3HaHUSI.

B 3 . 4 mec. y pebeHKa pa3BWIICS TMapOKCH3M —
MMOCHHEHNE HOCOTYOHOTO TpEeyrojbHUKa, yTpara co-
3HaHUA, TOJEprUBaHUE KOHEUHOCcTeW. BpicTaBieH
quarHos: «Onuiencus». [lpoBenena snexTposHueda-
norpacdus: B Tedenne 20 MUH. — 0€3 MaTOJIOTHIA, B Te-
YeHHe 2 9 — BBISBICHA TETa-aKTUBHOCTH B JIOOHBIX
oTJenax NOoJyIapuil.

[lo nmaHHBIM MarHUTHO-PE30HAHCHOW TOMOTpaduu
TOJIOBHOTO MO3ra, MMPOBEAEHHOro B 3 . 5 Mec., — Kap-
THHA YY9aCTKOB CTPYKTYPHBIX H3MEHEHHH TITyOoKoTO Oe-
JIOTO BeIIeCTBa TEeMEHHBIX JoJeH (IuddepeHnpoBarsb
MEXIYy 3aJEpKKOM MHUENIMHM3AUUEN W TUIIOMUEITUHU-
3aiuel). YMEpPEeHHO BBIpaKEHHas KOMIIEHCHpPOBaHHas
OMBEeHTpUKYIApHast Tuaporiedanus. Pacumpenne cyo-
apaxXHOUTATFHOTO KOHBEKCHUTAIBHOTO TPOCTPAHCTBA.
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PacwmpeHHas nuHua /
Extension line

v
BHyTpixenynoukosas
nHcy3mua / Wnpyw /
Intraventricular infusion ~ Syringe

[LInpuueoit Hacoc /
Syringe pump

Puc. 1. UHTpaBeHTpUKYNspHOe BBeAEHUE LepaunoHasbl anbga
Fig. 1. Intraventricular administration of cerliponase alpha

Ha ¢one mpuema BaibmpoeBOW KHUCIOTHI B J103€
100 mr/cyt y peOeHKa OTMEYAIUCh TPUCTYIIBI B BUJIC
«TIOJKAIIMBAHUS) HOT, 3aBEICHHUsI BBEPX a3, 3aMH-
paHuil, coxpaHsiauck A0 5—6 pa3 B cyTku. B cBa3u
C OTCYTCTBHEM OTBETA Ha TEpaluio OblLla MOBBIILIEHA
no3a mperapara 10 150 mr/cyr.

B Bozpacte 3 . 6 Mec. ol1iee coCTosSHUE MalMeHTa
0e3 yaydlLIeHHH, COXPaHSUIMCh IMPUCTYIIBI SIHJICIICHU.
Ha snekrposnnedanorpaMmme — BbIpaskeHHbIE U3MEHE-
HUSI OMO3NEKTPUIECKON aKTUBHOCTH MO3Ta, OTMEJAeTCs
pazapaxkenre JudHIE(QaANBHBIX CTPYKTYp MO3ra, CHU-
KEH IOpOr CyAOpOXKHOM akTHBHOCTH. bplna yBemuue-
Ha J103a BaJbIpoeBoi kuciotel g0 400 mr/cyt. B 3 1.
7 Mec. — nmobasinieH Tormmpamar B mo3e 200 mr/cyT.

B nanpueiimem B 3 1. 9 Mmec. u3-3a yBeNWYEHHS
YacTOTHI SMUIPHUCTYNOB OblIa MPOBEJCHA 3aMEHa Te-
parnuu (ieBetupaueram B 1o3e 500 mr/cyr).

B 4 r. 1 mec. neBouka rocnuranusupoBata B PIIKb
(MockBa), B CBSI3M C COXPAHSIONIUMCS CYIOPOKHBIM
CHHJIDOMOM, yTpaToil HaBbIKOB. Ha (oHe nprema myrbe-
Tepanuy TUAPOKOPTU30HOM [B 103e 14,6 Mr/(kr - cyT)]
OTMEUEHO YIYYIICHHE COCTOSIHUS, COKPAILCHUE KOJIUYe-
CTBa SNUIPHUCTYIOB. JleBouka Hayaga caMOCTOSITEIILHO

Y

YCTaHOB/IEH UHTPABEHTPUKYNSPHDIN pesepByap Y nauu-

Puc. 2.
EHTKM
Fig. 2. An intraventricular reservoir was installed in patient

MHGy31OHHbIA Habop CO BCTPOEHHbIM GunbtpoM 0,2 MUKpOHa /
Infusion set with 0.2 micron in-line filter

Mronbyatbiit KaHan /

Port needle
Pe3epsyap / Reservoir
Karetep / Catheter

bokoBoit xenymouek /
Lateral ventricle

YeTpoicTBo ang BHYTpM-
KeNyAo4KoBOro AocTyna /
Intraventricular access
device

NepeaBUrarbCst ¢ noajep:kkoi. Ilpu mposeneHun re-
HETUYECKOTO aHaln3a KpPOBH ObUla BBISIBJICHA TOMO-
3urotHass mytauusi ¢.622C>T/c.622C>T  (pArg208)
B reHe TPPI.

B 4 r. 4 mec. marueHTKa IoyryJania JICYCHHE B OT-
nenennr MmenuuuHckod renetukn PJIKDB, rme Oblia
CKOPPEKTUPOBaHa IPOTUBOIIMIIENITHYECKAs Tepanus
(BasbripoeBasi kuciora B jgo3ze 540 Mr/cyT, JeBeTH-
pamteraM B mo3ze 900 Mr/cyT), Ha3HaueHa IIEPIIHIIO-

Haza anbha — B mo3e 300 T WHTPABEHTPUKYISPHO,
1 pa3 B 2 Heq., IIUTENHHO, MOCTOSHHO MOXXU3HECHHO
(puc. 1, 2).

B nanpHelimeMm manueHTKa TOCTOSHHO IOTydaia
Tepamnuio, Ha poHe KOTOPOi 3HAYUTEITHHO COKPATHIIOCH
KOJIMYECTBO SMUIPHUCTYNOB. Y pebeHKa COXpaHSIOTCS
JBUraTelbHbIe HApYLICHUS, HE BOCCTAHOBMUIIACH yTpa-
YeHHas MHUChMEHHas W YCTHas pedb, TSKEIbIe Hapy-
[ICeHUS 3pPUTENHHON (YHKIINU.

Hesponoeuueckuii cmamyc: B CO3HaHUH, O0OIIEMO3-
TOBBIX M MEHHUHIeaJbHBIX CUMOTOMOB HeT. [Ipenme-
Thl OEpeT ¢ MHTCHUUOHHBIM TPEMOPOM, YAEPKUBAET
KpaTKoBpeMeHHo. Cxopsiieecs: Kocoriia3ue ClieBa, Io-
TepXuBaHUs BO Bpems mpuema mumu. [lpm ocmotpe
HEeraTuBHasi, BOKAJIN3MbI, ABUraTeJIbHOE BO30YyXACHNUE.
CBOUX-4yXHX OTIHYAET.

OBCY>XOEHUE

MHorre HeWpoereHepaTUBHBIC 3a00ICBaHUSA JCT-
CKOT'0 BO3pacTa MMCIOT CXOXXHE CHUMIITOMBI, IIO3TOMY
OTCpOYCHHAsi TUarHocThka Oonesnu barrena ne pen-
KoCTh. OKOHYATEIBbHBIN UArHO3 MOXKET OBITh CIOKHON
3a/aueil y JeTeid, KOoTopble TpeOyIoT THIaTelNhbHON He-
BpPOJIOTHUECKON M O(PTATBMOJIOTHICCKON OIIEHKH KBa-
TUIIUPOBAHHOTO W 3HAIOMIETO criermanucra [1].

HIJI2 mposiBasiercst mocie Mepuoia, Kazanoch Obl,
HOpPMAJIbHOTO Ppa3BUTHsA, HECMOTPS Ha OTCYTCTBHUE
Oenka, KOTOPbI BaKEH VI AEATEIBHOCTH TOJIOBHOTO
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mosra. Ilpu 3TOoM cymiecTByer HEOOJIBILIOE Tepares-
TUYECKOE OKHO, KOTZa TPOBEACHUE CHenru(UIecKOro
JICYEHUS] CTIOCOOHO OCTAHOBHUTH W/WIIH TPEIOTBPATUTH
nporpeccupoBanue 3adoseBanus. CieaoBaTensHO, paH-
HSSl TMarHOCTHKA MMEET pellarollee 3HaueHue ISl Oll-
TUMAJIBHBIX TEPAleBTUUECKUX pe3yasTaroB [3]. B cBia3u
C O9TUM KIMHHIUCT JOJDKEH OBITh 3HAKOM C KIMHUYe-
CKUMH 0COOCHHOCTSIMH 3a00JIEBaHUS U JIJIs TIPOBEICHUS
TeHETHYECKOro 00CIIC0BAHMS TT0/I03PEBATh JUarHo3 [4].

Ha cerogusmHuii neHp mpeasaraercs MHOIO CIIO-
co0OB Tepamuu Ui JaHHON TaTOJOTHH, BKITIOYAS
TeHHYIO, CTBOJIOBBIMH KJIETKaMH, IPOTHBOBOCIIA-
JUTETHHBIMU CPEICTBAMH W MaJlbIMH MOJIEKYJIaMH,
HO OOJBIIMHCTBO M3 HHMX B HacTOsIlee BpeMs Ha-
XOAUTCS Ha PaHHUX CTaausAX KIMHUYECKOH paszpa-
Oootku. TeM He MeHee IepiHIIOHa3a aib(a, PEKOM-
OmHaHTHBIM denoBedeckwit TPP1, smBusercss mepBbIM
U HemaBHO o700peHHBIM cpeznctBoM B CIIA, eBpo-
neiickux cTpaHax, bpaswinu, ABcTpanuu, Mekcuke,
Kanane, KonmymOun u SImoHuu uis Jie4eHUs TMaldeH-
TOB ¢ Kiaccudeckoir dopmoii Oomesnu HILJI2. Llep-
JUTOHa3a anb(ha CHHTE3UPYETCs C TOMOIIBIO IMYHUKA
KHTaNCKOTO XoMsika. KieTku simaHnKa KUTalicKoro Xo-
MsKa — 9TO SIUTEIHANIbHAS KJIETOYHAs JIMHHUS, IO-
JMy4eHHas W3 SUYHMAKA, YacTO HCIONb3yemas B OWoO-
JIOTHYECKUX W MEIWIMHCKHUX HCCIIeOBaHUAX. B xone
WCCIIEZIOBAaHUH TIPOIEMOHCTPHUPOBAHO, YTO PEryJsipHAs
BHYTPHIKEITY/IOYKOBAsi JOCTaBKa 3TOro (hepMeHTa Mo-
JKET 3aMENJINTh CHIKEHHE ABUraTeIbHOW M pedyeBOil
¢yskmmm y narmentos ¢ HIUJI2 [6].

Kpome Toro, B Hacrosiiee BpeMsi €rie HECKOIBKO
MIPOAYKTOB JUIsl 3aMEHbI TIOPAKEHHBIX T€HOB HAXOIUT-
Csl HA CTaaAuU pa3pabOTKH M PaHHETO TECTHPOBAHUS.
OmHUM W3 CPEACTB SBISETCS HCIIOJNB30BAHUE aJe-
HOACCOIMUPOBAaHHEIX BHpPYycoB (AAB9) B kauecTBe
HEUPOHOTPOITHOIO T€HHOTO BeKTopa. KOHKpeTHbIE
BEKTOPHI, TEHHBIC MPOAYKTHI, JO3bI, IyTH BBEICHUS
U IeJieBble MOMYJSUH, BEPOSATHO, OyAyT BapbuUpoO-
BaTh B PAa3HBIX HCCIeNOBaHUAX. KOHEUHOU I1enbro
renHol tepanuu npu HILJI nporHosupyercsa BBeje-
HUe (YHKIMOHAIBLHOTO I'CHa B JIOCTATOYHO OOJBIIOE
KOJINYECTBO HEUPOHOB I IIPENOTBPAILEHUs] HEUPO-
nereHepauuu [7].

3AKNTIOYEHUE

TpynHOCTh JMArHOCTUKM JaHHOM NATOJIOTUU 3a-
KJIIOYaJlach B OTCPOYEHHOM MPOBEJAECHUU MOJIEKYISP-
HO-F€HETHYECKOro 0OCJIENOBaHUs Ha MaHEIH SIUJIEI-
CHUH, YTO CJIEAyeT BKJIFOYATh B IJIaH 0OCIIeIOBAHUS MTPH
paHHEM Hauaje TPUCTYTIOB Yy AeTel 0e3 BRIPpaKCHHBIX
CTPYKTYPHBIX M3MEHEHUH KOpbl TOJOBHOIO MO3ra
M HaJIMYHUs 3MHAKTUBHOCTH. ITO MO3BOJIUT OOBICHUTH
MIPHUPOY SMUIICTICUH, TO100paTh PallMOHAIBHYIO Tepa-
IHUIO JIJI1 JaHHOIO 3a00JIEBaHMS.

OOMNONHUTE/IbHA UHOOPMALUA

Bkaian aBTopoB. Bece aBTOpEI BHECHH CyIIECTBEHHBIN
BKJIaJ B pa3paOOTKy KOHIICTIIINM, IPOBEIECHUE HCCIEO0Ba-
HUSI M TIOATOTOBKY CTaTbH, MPOWIN U 0f00pMIN (PHHAIBHYIO
BEPCHIO Tepe]] MyOnuKaimei.

Kondumkr uHTepecoB. ABTOpHI IEKIapUpPYyIOT OTCYT-
CTBME SIBHBIX U IIOTEHIUAIBHBIX KOH(INKTOB HMHTEPECOB,
CBSI3aHHBIX C ITyONMKAIlel HACTOSIICH CTaThH.

HUcrounuk ¢unancupoBanusa. ABTOpBl 3aABISIOT
00 OTCYTCTBHMHM BHEIIHEro (PMHAHCHPOBAHUS NPU MPOBEJIE-
HHUM MCCIIEIOBAHMS.

HUndopmupoBanHoe coriacue Ha NyOaMKanuio. AB-
TOPBI MOTYYHUIN MUCBMEHHOE COIIACHE 3aKOHHBIX MPEJCTa-
BUTEJIeH MalMeHTa Ha IyONMKAIUI0 MEAUIMHCKUX JaHHBIX
u ¢ororpaduii.
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