HUJ12 — 6bictponporpeccupyiolee, HeMpogereHepaTMBHOE
3abonesaHune aeten U NOAPOCTKOB |
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HLL/12 — peakoe mn 6bicTponporpeccupyroLlee,
HenpoaereHepaTtuBHoe 3aboneBaHue ¢ MmaHudecraymen
B AETCKOM Bo3pacre'’?

HL2 (HeMpoHanbHbIM ueponaHbii nMnodycumMHos 2-ro Tna) — 3To nM3ocomHas GonesHb Hakonnenus (JI6H)
QyTOCOMHO-PELLECCMBHOTO TMNA HACAEAO0BAHMS’

© B GonbWwKHCTBE Cly4aeB XAPAKTEPHA KAccUyeckas GopMa ¢ NO3AHUM MHPAHTUNbHBIM PpeHoTUNOM?

° Y peten ¢ HUJ12 (apyroe Hassanue — GonesHb batTena) B pesynsTate HeyknOHHOrO NPOrpeccMpoBaHMs
3aboneBaHMs HABNIOAAETCS NOMHAS NOTEPS KOTHATUBHbBIX CTOCOBHOCTEM, ABUTATENLHOM BYHKLMM M 3PEHMS,
HACTYNAeT NPeXAEeBPEMEHHAs CMEPTb®

° Hempoperenepatusrbie nopaxenus npu HUJ12 suizsansl peduuntom dpepmenta TPPT! koTopeiit obycnasnmeaet
NpPOrpeccupytoLLee HaKOMIEHUE B TIM30COMAX MUIMEHTA NMNOPYCUMHA, NPUBOASLLEE K HEOBPATUMOMY
NOPAXEHUIO HEUPOHOB, MEYEHU, MbILLL, CETUATKM.

AASA HUA2 XAPAKTEPHO BbICTPO NMPOIMPECCUPYIOLLEE TEYEHUE C MPEACKA3YEMbIM
CHUXXEHUEM ABUIFATEAbHOW U PEYEBOW ®YHKLUIN'E

Wkana knunnyeckoi oueHkn HUJ12 npeactasnsier cob6oi npocTyio Wwkany, NpeaHa3HAYEHHYIO ANs KONMYECTBEHHOTO
M3MepPEeHHs NPOrpeccMpoBaHMs 3060NEBAHMS HO OCHOBE OLEHKM ABUIATENBHOM U peyeBoi pyHKLMA.”

EcTtecTBeHHOe TeyeHne HUA2 - cCHMXKeHne ABUraTteAbHom n peyeBon GyHKUUN’
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Bo3pacT (AeT)

C MOMEeHTa nepBbIX KIUHUYECKUX NPOsiBNeHUi 6onesHn Ao NOCTAHOBKM AUArHO3A B CPEAHEM
npoxoaut 2 ropa’.

OuddepeHumnanbHbii AUArHo3: NPOBOANTCS C SMUNENCHEN C MUOKIOHUYECKM-ACTATUYECKUMU MPUCTYNAMM (CMHAPOM
Hyse), cunppomom Opase n cuHapomom JlenHokca — Tacto. Takxe paccmatpueaioT u apyrue 3abonesanus, ans
KOTOPbIX XAPAKTEPHbI CYLlOPOrM U MMOKJIOHYC B POHHEM BO3paAcTe.



PaHHAA gnarHocTtuka BosmoxxHa! Ob6pawiante BHUMaHMe
Ha nepsBble U oTNnvnuTenbHble npusHaku HLJ1 2 tuna:

BnepBbie pasBuBLIMECS HECNTPOBOLUPOBAHHbIE CYAOPOXKHbIE MPUCTYTbI

© B Bospacte ot 2 go 4 net BO3HMKAIOT BEPBbIE HECMPOBOLMPOBAHHBIE SMUAENTUYECKME MPUCTYMbI, ABASIOLMUECS
OAHWM 13 Hanbonee pacnpPOCTPAHEHHBIX CUMMTOMOB.

© Kak npaeuno, Bnepeble BO3HWKLIME HECMPOBOLMPOBAHHbIE SMMUIENTUYECKUE NMPUCTY bl MPEACTABNEHSI
reHepaM30BAHHbIMU TOHUKO-KNOHUYECKUMM, MUOKITOHUHYECKUMM UITU ATOHUYECKMMM MPUCTYNAMM; Y HEKOTOPbIX
AeTel NepBblit NPUCTYN MOXET UMETb peBPUIbHYIO NPOBOKALMIO’.

3apepXXKa paHHEro pe4yeBoro pasBuTuUS

© Y 83% meteit c HUJ12 HabniopaeTcs 3a8epXXKa PAHHETO PEYEBOrO PA3BUTHS 7

Kputepumn onpeapeAeHUs 3aAepXXKU paHHero pe4yeBoro paspurtua’s

18 mecsues 24 mecsauya 36 mecsaues

Mepeuie Mepsbie nonHbie
ABYXC/IOBHbIE npeanoxeuums (nubo

MepBble oTAENbHBIE

cnoga (nmb6o nosxe/
Hukorga)

npeasoxXeHus nosxe/Hukorpa)
(nm6o nosxe/

Hukoraa)

MpoueHT peteit ¢ sabonesannem HLJ12 8 koropre DEM-CHILD, kotopble He fOCTUMIM oXMaaeMbIX 3Tanos”

17% 19% 53%

° Mo aaHHLIM oTAENBHOTO MccneaoBanus, nuwb y 27% petei (B Bospacte ot 3 go 5 ner), MMeBLIMX
HECMPOBOLMPOBAHHBIE MPUCTYMbI BblNK TPYAHOCTHU C peublo 1nu obyueHnem'

MoTopHbie HapyLwieHus

° Y 41% nauneHToB coobLiaeTcs 0 NoTepe ABUIATENBHOM CMOCOBHOCTH B KOYECTBE NMEepPBOro cMMnToma’

3peHue

°© B otnuume oT apyrux HeMpoHanbHbIx LeponaHbix nunodycumnosos (HLUJ1) Hapywenus speHuns BosHukaioT
Ha bonee nospHux cragmax HLJ12, npu nporpeccuposanmu HerpogereHepatmeHbix cumntomos?! 10,



AnekTpocnsnonornyeckmue n paguonornyeckme aaHHble
MOTryT CTaTb paHHUMU npusHakamu HLJ12

Ha anexktposanuedpanorpamme (33T) ¢ HuskouacrotHom (1-2ly)
npepbisucroin poroctumynsumeit (MPC) BozHukaer xapakrepHbii
doronapokcuzmansHoiit oteet (PMO) y 6onbumnnHcrea perein ¢ HLLJ12 15

Mo paHHbIM UccrenoBaHui, y petei ¢ 6oneanbio HLJT2, PO
° Habnogaetcs 8 60% cnyyaes;
© onpegensercs B xoae nepsoHayansHoi D3I B8 78% cnyvaes

© BbISIBNISIETCS C NPMBSA3KOM KO BpemeHu B 63% cryyaes.

B Hauane 3a6onesaHus nokaszarenu MPT ronoBHoro mosra moryT 6biTh B
npeaenax HOPMbl MU UMEIOT HE3HAYUTENbHBIE OTKIOHEHUa*1°

Hapywenus skntouaiot:
© aTpoduIo MO3XEUKA, KOTOPAS MOXET BbISIBAATLCS M Npwu apyrux HLLJT;
© rMNEePUHTEHCUBHOCTb 6€M0ro BELWECTBA B MEPUBEHTPUKYNSIPHBIX 30HAX FONIOBHOTO MO3ra.

Ha 6onee no3gHMX 3TANAX 3abonesaHms ClTpOCI)MSl rOJIOBHOrO MO3ra CTAHOBMTCH O4YEBMOHOM.

He y Bcex peten ¢ HLYJ12 6yayT HabnoaaTtbCcs Takme
nokasartenn. OKkoH4YaTesIbHbIA ANAarHo3 AO/HKeH ObITb
noaTBep>XAeH nabopatopHbIMU UCCNefoBaHUSIMM.

Coxpamrb Bpemsi 4O NOCTAHOBKN ANArHo3d MO>XHO C MOMOLYbIO

MOJIEKY/ISASPHOro aHA/in3d nw/mnn
SH3MMOAZNArHOCTUKM Ha 60/1ee PAHHUX 3TArax.




Metoabl nabopatopHon auarHoctukm HLJ12 HageXHbI
M NpocTbl™

MpuunHoit sabonesanus sensiotcs mytaumm B rene CLN2/TPP1, koanpyeT IM30CoMHbIi dbepMeHT -
Tpunentuaunnentugasa | (TPP1)"

NMpumeHaemasa ana oueHku aktuBHoctu TPP1 sH3suMmoauarHocTuka,
Hanpumep metopn cyxoi kannu kpoeu (DBS), moxeTr umetn
AVNATHOCTUYECKYIO LLEHHOCTb, €C/IN e€e pe3y/ibTAThl cornacylorcs

¢ knuHn4Yyeckumu npusHakamm HUJ12 unu noareepxpatorcs
MONEeKynsapHbIM aHanusom'

MonekynspHoe tectuposavue rena CLN2/TPP1 BknioueHo BO MHOTue
AOCTYNHbIE NAHENMN FEHOB HAO OCHOBE CUMNTOMOB (Hanpumep, anunencus,
arakcus) u navenu sabonesanuii (Hanpumep, HUJ, JIBH)."

CBoeBpeMeHHas1 AUArHOCTUKA obecrne4YynBaeT JOCTYNMHOCTb CreynasibHbIX CTPpATerni
neqyeHnss HLJ12, kotopbie MOryT MoJIOXNUTE/IbHO B/INSITb HO KAYEeCTBO XU3HU geTen
U nx ceMen, a TaK>Xe BO3MOXKHOCTb reHETUYECKOIro KOHCY/IbTUPOBAHUSI, UMEIOLLEro

peLwarowee 3Ha4YeHne 4715 NJIGHUPOBAHUS ceMbu™'?




PaHHASA AonarHOCTUKa MMeeT pelualollee 3Ha4YeHne ana geten
c HL12M

CHOEJTAUTE TECT Ha 30aepXKy paHHEro peyeBoro
PA3BUTHS, LOAXE ECIIM HO MOMEHT OBCNENOBAHMS PA3BUTHE
peyn NPEeACTABSETCS HOPMAITbHBIM.

Ecnu y neteit
2-4

[o nosiBneHnst HeCNPOBOLMPOBAHHBIX CYAOPOXHbBIX
neT BnepBble

npuctynoe obparture BHUMAHME Ha cootsetcTaue cTenenu
OCBOEHMSI S3bIKA KITIOYEBbIM MOKA3ATENSIM MO BO3PACTY.

PA3BMBAIOTCS
anMnenTMYeckKune
MPUCTYNbI

MPOBEONTE OBCITIEAOBAHME Ha 3a6oneeaHnue

HLJ12 peteit ¢ aTMKM ABYMS KNIOYEBBIMM CUMMNTOMAMM.

UCKNIOYATE UNU NOATBEPAUTE OAMATHOSI HLLI2

C NOMOLLbIO SH3UMOAUATHOCTUKU U/UNTU MOJEKYJIIPHO-TEHETUYECKOIO
AHAJIU3A, ECJTU HABJTIOAAIOTCA CYAOPOIN U APYTUE NPU3HAKU HLN2.

HOononHutenbHaa nHdopmauma o HLLJ12
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