byabTe Ha war Bnepeau — Bbiasnante HLJ12 Ha paHHUX cTagusx

HeipoHanbHein uepounaHsiii nunogycumnnos 2-ro tuna (HLLJ12) — 6eictponporpeccupyioee,
HenpopaereHepaTMeHoe 3a6oneBaHmne y AeTein, Npu KOTOPOM PAHHUMM
OT/INYUTEJIbHBIMU CUMINITOMAMMU SABNFIOTCS SNUNIENTUYECKUE NPUCTYNbl U 3a[EepPXKa pel-m.‘

OcobeHHOCTH KNMHMYECKMX NposBreHni y aetei ¢ HLJ12

Mauwment c HUWI12, 3 ropa Naument c HUJ2, 5 ner Mauwuent c HLJ12, 8 ner Maument c HLJ12, 11 ner
_

Cpep,HmZ BO3pPACT NOCTAHOBKM AMArHO3A

1-2 ropa 2-4ropa 3-4ropa 4-5 ner 5-6 ner 7-8 net 8-12 ner
3apepxka pantero Bnepsbie passuslumecs Atakcus, NekapcTaeHHo- Mepepsuxerne Cnenota MpexaespemeHHas
peyYeBoro pasBUTMs HECMPOBOLMPOBAHHLIE  MPOrpeccupyowas ycToMumBbIE B MHBANMAHOM cMepTb

CYLOPOXHbIE MPUCTYMbI aeMeHuMs, konsicke/naumeHT

CYAOPOTrU MAOKIOHYC,

TAKKE BO3MOXHbI CHUXeHMe NPUKOBAH K NOCTENM
. cnacTMuHoCTh, aucToHus, P
bebpunbHbie cynoporu ABMraTeNbHOM
YXyALIEHWE 3peHus
dyHKUMM

Ba roga — cnvwikom gonro: PaHHAA ANarHOCTUKa MMeeT pelualollee 3Ha4eHune

BﬂePBble passuBlInecs HECNPOBOLMPOBAHHbIE

anunenTUYECKMe NPUCTY bl
3apepKKa pAHHEro PEYEBOro pasBUTUs'
*  [losienenne cumntomos B Bospacte ot 2 4o 4 ner.
© OpHMM M3 CaMBIX POHHWUX CUMATOMOB
© YacTo passuBaioTCS reHepanU30BaHHbIE ABAETCA 3AAEPKKA Peun
TOHMKO-KJIOHWYECKME, MMOKIIOHUYECKHE MK
© Y 83% petet c 3TuM 3abonesannem

ATOHMYECKME CYLOPOTH.
HabniogaeTcs 3a4epXKa paHHero

° \/neTeﬁ HACTO AMATHOCTMPYIOT 3NMUNENCHIO, peuesoro pOSBMTMﬂ3

He NPoBOAS AANbHENLWNX UCCNENOBAHUM ANS
ucknoyeHus auarnosa HLJ122.

HapyweHue npouseonbHbIX ABUXEHM '

° HapyweHne npon3BonbHEIX ABUKEHMA.
< < 2
© DNUNenTUHECKMHA U HEDMUNENTUHECKMIA 3apepxxka B passmTumn

MMOKJIOHYC. ©  3apepxXKa 3TAMNOB PA3BUTHS.
© Ouctonus.

°  MblweyHas cnacTUYHOCTb.

HE xpauTe notepm 3peHuns, utobbl nocrasuts guarsos HLJI12

Hapywenus no panusim 3304

© ®otonapokcusmansHblit oteet (PMO) Ha Hapywenus no agaHHsim MPT'

HuskouactotHyto (1-2 u) putmmyeckyio
botoctumynsumio (POC).

©  ATpodusi MO3XEUKA 1 TMMEPUHTEHCUBHOCTD
T2 curvana 6enoro sewectsa B
NepUBEHTPUKYTISPHBIX 30HAX
rOfOBHOTO MO3ra.

* HuskouactotHoas (1-2 My) POC & Gonbwom
YuCne clyyaes MHAYLUMPYeT NosiBneH1e

BbICOKOAMMANTYAHbBIX 3ATbINTOYHBIX CNAamnKoB.

NPOBEQMUTE OBCJIELOBAHME na HLL2, kak Tonbko 3ametute JIIOBOM u3 3TMX Hecneunduueckux paHHNX NpusHaKos.
He xaure: HyxHo MCKJTKOYUTL MITN MOATBEPANTL ANATHO3 HLJI12 ¢ nomowsio
SH3MMOANATHOCTHUKHU NJTU MOJIEKYIIIPHO-TreHeTU4YeCKOro aHasin3a.

33T - snektposHuedanorpamma; POC — putmuyeckas potoctumynsums; MPT — mariutHo-pesonancHas Tomorpadus; PO — boTonapokcusmansHeii oTBeT.



JlabopaTtopHaa anarHoctuka HLLJ/12 npocra?

30n0TbIM CTAHAAPTOM AUATHOCTUKM CYMTAIOT BbiSIBIEHWE HEJLOCTATOYHOM AKTMBHOCTH pepmeHTa TPPT u
MAEHTUPUKALMIO NATOrEHHBIX BAPUAHTOR B KaXA0M M3 anneneit rena CLN2/TPP1 (B TpaHc-nonoxenun)?.

Mpumensiemas ans oueHkn aktusHoctu TPP1
SH3MMOAMATHOCTMKA, HANPUMEP METOM CYXOM
kannu kpoeu (DBS), moxeT UMeTb AMarHocTUYeckyto
LEHHOCTb, ECNIM €€ Pe3yNbTAThl COMNACYIOTCS

C KnnMHU4eckumm npusnakamm HLUJI2 mnm

MonekynspHo-reHeTMyeckoe TeCTUPOBAHME
rena CLN2/TPP] sknioueHo BO MHOTMe
KOMMEPYEeCKM AOCTYMHbIE NAHENMU reHoB Ha
OCHOBE CMMNTOMOB (HanpuMmep, anunencus)
u rpynnbl 3a6onesanuii (Hanpumep,

NOATBEPXAAIOTCS MONEKYSISPHBIM AHANM3OM?. HLLJ, JTBH)2.
Anroputm guarHoctmku HLLJ122
KIMHNYECKUE MPOABIIEHNA
Bnep P P p 3nunenTUYECKME NPUCTY LI, KOTOPbIM
npeawecrsyer P p op 0 paseutus
Pexe: atakcus H/MHH GGﬂerKO/QCTGHOBKG passuTUa.
MaTtonornyeckne nameHerns Ha 330
33T c npoBeaeHnem HuskouacroTHoii (1-2 F'y) POC
OrcyrcTeue naronoru x W Ha pyT 93l He ucknOYAET BEPOIATHOCTU PA3BUTUS

6

HUJ2 nnn gpyrux

xc

P

NOJO3PEHME HA NOAO3PEHME NOOO3PEHME HA

TEHETUYECKME HA HLJ12* 3ABOJIEBAHUE
MPUYNHDI Toor axrusnoc M3 TPYMbI
SMNUNENCUN* depmentaTPPI! HLJT*

Ha6op reHetnyecknx Bl e = Fpynnarenos,
reHeruyeckoe

TecToB, HOAGHPGEMHX CBA3AHHBbIX C
HQ OCHOBE CMMNTOMOB EecrHpPORaHiGIoNG HeﬁPOHﬂJIIsHhIM

wnu 6onesun CLN2/TPP1 UepPOUAHBIM
(anpumep, nanens nunodycuunosom (HLJI)
HACNEACTBEHHBIX CKPMHNHIOBbIE TECTBI HA
anunencui) GKTMBHOCTb pepMEHTa

TPP1/PPT1!

ONATHOCTHUYECKME TECTbI AJ14 SABOJIEBAHMA HLIJT2

Hea ak TPP1 B neit rax?
MarorexHsle BAPUAHTELI B KAOXAOM U3 annenei
reHa CLN2/TPP1¢

AUATHO3 HUN2 NOATBEPXAEH

Mo matepuanam Fietz et al. 2016.

*MoryT notpeboBatbcs aononHuTenbHbIe KNuHMueckue uccneposanms (MPT ronosHoro moara, OKT, 3BM, P, DA, DM-6uoncus). AktusrocTs pepmenta TPP1 MoxHO M3MepHTb B 06pa3Lax OnpeaeneHHbIx
TMNOB, HANPUMEP METOROM Cyxoit kannu kposu. Mpu onpenenexmn aktueHoctn TPP1 nonesHo ouenneath Takxe aktusHocTs depmerta PPT1 (HLUT 1 tuna). *Ouerka aktusHocTn dpepmerta TPP1 ¢ nomowsio
06pa3LOB APYIUX TMIIOB MOXET TAKXE CMOCOBCTBOBATL MOCTAHOBKE AMATHO3A.

SBkniouas p " cek p c bio " reHos, o unun o cekK

Ansa nckniovenmns HUJ12 cnepyet ncnonbsosarte meToabl
pepMeHTHOM M/Mnu MoneKynspHO-reHeTMYeckoi AMArHOCTUKM?,

HononHutensHas nnpopmauus o HUJ12 Ha cairte CLN2connection.ru

93T - anekTposHuedanorpamma; IM — sanektporHas mukpockonus; Pl — anektpopetnHorpamma; PA — anrnorpadus ¢ pnyopecuentom; POC - putmmieckas potoctumynsiums; JIBH — nusocommas 6onesks
Hakonnenus; MPT — marHuTHo-pesonancHas Tomorpadus; HUJT — HelporansHeiit uepounanbiin nunodycunnos; OCT — ontuyeckas korepeHTHas Tomorpadus; PPT1 — tnosctepassl 1 nansmmutoun-npotenna; 3BM-
3PUTENLHO BbI3BAHHbIE NOTEHLMANbI.

Uctounmku: 1 Williams RE, et al. Pediatr Neurol. 2017;69:102-112. 2. Fietz M et al. Mol Genet Metab. 2016;119:160-167. 3. Nickel M et al. Lancet Child Adolesc Health. 2018;2(8):582-590.
4. Specchio N, et al. Epilepsia. 2017;58(8):1380-1388.
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