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HEWPOHATNbHbLIA LEPOUOHBLIA NTMNO®YCLMUHO3 | TUMA Y PEBEHKA TPEX NET
Epwesckas A. b., MNMorpebHrsik J1. H., OkoHeHko T. U.

Hoezopodckuli eocydapcmeeHHbil yHUgepcumem umeHu sipocnasa Mydpozo (Benukuti Hoszopod, Poccusi)

AHHOTauma HelipoHanbHbl LepouaHbin nunodycumHo3 | Tuna (bonesHb CaHTaByopu-Xantua) — 3TO
opchaHHoe 3aboneBaHve U3 Tpynnbl HeWpoHanbHbIX nNMnodycunHo3oB. B cTatbe npoBegeH aHanua
nuTepaTypHbIX AaHHbIX 00 anuaemuonorMv AaHHom rpynnbl  3abonesBaHun. OcBelleHbl  BOMNPOCHI
natonorunyeckon cdusnonornv nunodycumHosa | Tuna. MNMpuBeaeHsl NuTepaTypHble AaHHbIE O FTEHETUYECKOW
npupode 3aboneBaHus, NokasdaHbl reHbl-KaHaugaTbl NUNOgYCUNHO3a, KNUHMYECKME BapuaHTbl TeYeHus
b6onesHu. lpuBegeH npumep cobcTBeHHOro HabnwgeHuss pebeHka 3 net, onvcaHa MaHudecTauusa u
TeyeHne 3aboneBaHudA. [lokaszaHO, YTO AMArHoCTMKa He BbI3blBaeT 3aTpyAHEHWs B BuAy OOCTYMHOCTU
reHeTM4ecKoro TUMMPOBAaHWS, HO COBPEMEHHas Tepanus He npeaynpexgaeT nporpeccMpoBaHue
3aboneBaHns, npenapatbl NaTOreHeTMYECKOW Tepanuu HaxoasTca B ctaguu paspaboTku. Ob6palleHo
BHUMaHME Ha HeoOXOOMMOCTb HACTOPOXEHHOCTM Bpayel MepBUYHOrO 3BEHA B OTHOLUEHWMM OpdaHHbIX
3aboneBaHuii. NMokasaHbl KIMHUYECKME MPOSIBIEHNS, NMPU KOTOPbIX HEOBXOAMMO NMPOBECTU KOHCYIbTaLMo
reHeTuka u reHeTU4Yeckoe TECTMPOBAHNE.

KnioueBble cnoBa: HelipoHarnbHbIl UepoudHbIli nunogycyuHo3, namoaeHes, Oua2HOCMUKa, redyeHue,
opghaHHble 3aboniesaHusi, demckuii go3pacm
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NEURONAL CEROID LIPOFUSCINOSIS TYPE | IN A THREE-YEAR-OLD CHILD

Ershevskaya A. B., Pogrebnyak L. N, Okonenko T. I.

Yaroslav-the-Wise Novgorod State University (Veliky Novgorod, Russia)

Abstract Neuronal ceroid lipofuscinosis type | (Santavuori-Haltia disease) is an orphan disease from the
group of neuronal lipofuscinoses. The article analyzes the literature data on the frequency of this group of
diseases. The issues of the pathogenesis of lipofuscinosis are highlighted. The literature data on the genetic
nature of the disease were studied, candidate genes of lipofuscinosis, clinical variants of the course of the
disease were shown. An example of a 3-year-old child's own observation is given, the manifestation and
course of the disease are described. It is shown that diagnosis does not cause difficulties due to the
availability of genetic typing, but modern therapy does not prevent the progression of the disease,
pathogenetic therapy drugs are under development. Attention is drawn to the need for primary care
physicians to be wary of orphan diseases. Clinical manifestations are shown in which it is necessary to
consult a geneticist and genetic testing.
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BBepeHue

TeopeTnyeckme 3HaHMSA O pedkmx 3aboneBaHUAX NO3BONSAIOT Bpady chopMmnpoBaThb
npeactaBneHne O [AaHHoW rpynne Hosonormn. OpHako, 4TOObl  CBOEBPEMEHHO
AnarHocTupoBatb  NOAOOGHYK  MaTOMOrM,  CHU3UTb  OObEM  AMArHOCTUYECKMX
nccnegoBaHui y naumneHTta n boictpee obnerdynTb XnsHb camomMmy 60NbHOMY M ero cemMbe —
BpayaM MEepBUYHOrO  3BEHA MNOMUMO  TEOPETUYECKMX  3HaHMM  Heobxoauma
HaCTOPOXXEHHOCTb B OTHOLLEHUM opdaHHbIX 3aboneBaHun.

OpcaHHble 3aboneBaHuMst — 3TO rpynna pegkux 3aboneBaHunm (MX YacToTa
coctaBnset meHee 10 Ha 100 000 yenosek). [JOCNOBHO MEpPEBO aHIMMNCKOro CrioBa
«orphan» o3HavaeT «cupoTay». [MogobHoe HasBaHue o06ycCrnoBneHo psaom npobnem,
TUMWYHBLIX ONS OaHHOW rpynnbl 3aboneBaHui: TPYAHOCTAMU CO3[aHUS NeKapCTBEHHbIX
npenapaToB, UX BbICOKOW CTOMMOCTbIO U HEeOOCTYNHOCTbI AN naumeHTa, OTCYyTCTBUMEM
KNMHMYECKOro onbiTa Bpayen NepBUYHOro 3BeHa, MPOsiBIIEHMEM UX B paHHEeM BoO3pacTe,
TPYOHOCTAMM ANArHOCTUKM U OTCYTCTBMEM paspaboTaHHbIX anropuTMOB BeAEHUS TaKux
naumeHToB BHE NPOdUITbHbBIX LEHTPOB.

XOoTs Ha cerogHsawHuMM geHb B Poccuu 3aperucTpupoBaHO Bcero 276 Takux
3aboneBaHun, npegnonaraeTcs, YTO AaHHas HO30sI0rM4yeckas rpynna MoXeT HacuUTbIBaTb
6onee 7 000 eanHuy, a oTaenbHble rpynnbl 60Ne3Hen, Taknme Kak MbllieyHast aucTpodus
UM HempoHaribHble OOMeHHble 3aboneBaHWA MOryT UMeTb COTHU BapuaHToB. [loaTomy
MOXXHO NPeanonoXuTb, YTO C TEYEHMEM BPEMEHN B CBOEM NPaKTUKe Bpay Bce valle byaet
cTankmpaTbCa C Mario3HakoMoWn emy natonornen. Ha cerogHAWHWA OeHb U3BECTHO, YTO
HekoTopble opdaHHble 3aboneBaHnss M3 rpynnbl OOMEHHbIX HapyLIEeHUN NPOTEKalT nog
MackamMu  U3YYEeHHOW BCEMW  KIMHMUMCTAMW  chnacTudeckon  popmbl  OETCKOro
uepebpanbHOro napanuya, anunencum U gp., HO Npu 3ToM TpebylT MHOro nogxoda K
TakTUKe Be4eHMs nauneHTa n paboTte C ero cemMben.

Llenb ctaTbu: npoaHanuampoBaTb 4YacToTy BCTpeyaemocTn 6onesHn CaHTaByopu-
Xantna B EBpone n Poccumn, 0600WLnTb AaHHbIE O €ro natoreHese, nNpoaHanM3npoBaTb
cobCTBEHHOE KNUHUYecKoe HabniwaeHne u CpaBHUTL pesynbTaTbl C nNUTepaTypHbIMK
AaHHbIMW.

HenpoHanbHble Lepong-nunodycumMHO3bl NPeacTaBnalT cobon rpynny peakmx
HenpoaereHepaTMBHbIX 3aboneBaHui, XapaKTepU3YILWMXCA BHYTPUKIETOYHbIM (M B
He3Ha4YnTesIbHON cTerneHu BHEKITETOYHbIM) HakonfeHvem doriyopecueHTHOro
nMnonurMeHTa, HasblBaeMoro «uepoug nunogycuuH». Ona 3Tor rpynnbl ayTOCOMHO-
peLecCcuBHbIX HACNeACTBEHHbIX 3ab0fieBaHnI XxapaKkTepHbl crnegyowme YepThbl:

1. nporpeccupytoLLias notepst HeMPOHOB;
2. HaKonmneHne B UMTOMNNasMe HEUPOHOB U APYrUX KNETOK NUMNodyCLMH-
nono6Horo ayToryopeCLIeHTHOro maTepuana, MMetoLLero XapaKTepHbIi

yNbTPacTPYKTYPHbIV BUA,;
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3. KNMUHUYECKME NPU3HAKM U CUMMTOMbI, BKIOYas MPOrpeccupyroLyo noTepto
3peHUsl, MUOKIMOHMYECKNE NPUNAaKN, NOTEPK KOTHUTMBHBIX (DYHKUUIW, NMpaMmnganbHyo 1
3KCTpanMpaMmnaHyto ABuraTernbHy0 OUCHOYHKLMIO, U PaHHIOK CMePTb.

PaHHUA MHAHTUNBHBIA (OETCKMIA) BOCKOBUAHbLIN HENPOHANbHbLIN NIMNOdYCLNHO3
| Tuna (Ncl) u3sBecteH kak 6onesHb CaHTaByopu-Xantma. 3TO nporpeccupytoee
HenpoaereHepaTMBHoe 3aboneBaHuMe TOMOBHOrO Mo3ra W, B OONbLUMHCTBE Cry4yaes,
ceTyaTK/, CBSI3@aHHOE C BHYTPUKIETOYHbIM HakKoMfeHneMm Martepuana, KoTOpbIn
Mopcdponornyeckn xapaktepuayetca Kak uepougHbin nunodycumH [1]. Mo gaHHbIM
OonbWMHCTBA 3NNOEMUONOrMYecknX MccrefoBaHUn, nNpoBedeHHbIX B EBpone, yactoTta
BCTpeyaeMocTun 3aboneBaHna coctasngaeTt ot 0,6 Ha 100 000, B Utanum 13,6 Ha 100 000
[2, 3]. B Poccun BcTpevaeTcsa onncaHne otaenbHbIX cnyyaes 3abonesaHus [4-6].

Matoduanonorna 6onesHn CaHTaByopu-XanTva OCTaeTCsl MNIIOXO M3YYEHHOW, HO,
BEPOSITHO, BKNOYaeT B cebA  HEeCKONMbKO  KMETOYHbIX MNyTeW, MOCKOMbKy reH
nanbMutTonnnpoTenHTnoactepasbl (PPT1) akcnpeccupyeTcss B HEMpOHax u Apyrux Tunax
KNeToK BHYTPM JNM30COM, a TakKKe B 3KCTpanu3ocoMarsbHbIX ydactkax. [Mpu gaHHOM
3aboneBaHun npoucxoant myTtauus B reHe PPT1, koTtopbii koaupyeT OAHOUMEHHbIV
dhepMeHT, paclennarwun  aucynbuaHble CBA3W B NanNbMUTUPOBaHHbLIX 6enkax wu
OTAENALWMNI NMMNNGHBLIN OCTaToK [7-9]. MyTaummn B 3TOM reHe cBsidaHbl C Pa3BUTUEM TaKUX
naTonornM4yecknx NPoLECcCoB Kak BoCnaneH1e, NMM3ocomarbHble OTNIOXEHUS NMnodycumHa 1
nMnuaHble aHomanuu. HakonneHne TOKCU4Yeckoro ayTodryopecLueHTHOro nMnonurMeHTa
NPOMCXOOAMT He TOMbKO B JIM30COMax, HO W B UUTOMMasMe HEWPOHOB, a Takke B
aHOOoTenmManbHbIX KneTkax u anuTenuanbHbIX KneTkax npugaTkoB KOxu [7]. JlunodycuuH,
OTKNagpIBalOWUNCA B KNeTKax B BMAE TPaHyNMPOBaHHbIX OCMUOMUIBbHBLIX OTMOXEHWN
(GROD) [8], nMeeT xapakTepUCTUKN, CXOAHbIE C N3HALLNBAKOLLMMWUCS NTIMNOPYCLMHOBBLIMU U
LepongHbIMN MUTMEHTaMK, YTO HaKanmMBalTCA B HOPManbHbIX KMeTkax npu CTapeHuu
yenoseka (pucyHok 1 [10]).

| "’ 5 Mlﬁzl'» S :‘ ,
PucyHok 1. 'paHynsipHble ocmMuounbHble oTnoxeHus (GROD) B

aHOoTennanbHOW  KrneTtke.  TpPaHCMWUCCUOHHAA  3NEeKTPOHHas
Mukpockonus, x20000
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MaTonorua depmenta PPT1 HapywaeT cuHantoreHes, nognepXaHue COCTOAHUSA
CMHancoB, HanpasfieHHbIN TPaHCMOPT 3HAOCOM WM MeTabonuam nunuaos. KnuHuyeckue
nposieneHus 3abonesaHma obycnosneHbl AUCHOYHKUMEN LEeHTpanbHOM HEPBHOW CUCTEMBI,
paHHE pernoHanbHOW akTuBauven rnuu, rmbenbo HEMpPOHOB Tanamyca, MO3Xeyka U
apyrux cTpyktyp [11]. 3sbupatenbHo yas3BuMMbl K NMNOGYCUNHY 1 geduumnTy 6enka KneTku
ceTyaTku, 4To nposiBnAetrca nMbo paHHMM, NGO O4vYeHb MO3OHUM BOBIIEYEHWEM €€ B
naTtosiormyeckum npouecc [7, 12].

Mpn knaccuyeckom petckom 3abonesaHmm CIn1 nocne mMHuMoro ©Gnarononyyus
NMCUXOMOTOPHOrO pasBuTua pebeHka [0 6-24 mecAueB XU3HW, fanee HabniogaeTcs
ObICTPLIN perpecc B codeTaHUnM C Cygoporamu, MUOKIOHYcoM, atakcuen [13]. MNpusHakm n
KNMHUYECKME CUMMNTOMbI Yy  MNAUMEHTOB MNPOrpeccupytoT OO0 COCTOSHUS  CUSTbHOM
CNACTUYHOCTU, CHUXKEHNA YPOBHSA CO3HAHWUA, COKpaLLEHUs MPOAOIIKUTESNTIbHOCTM XU3HKU [13].
HapylweHune 3peHns oObl4HO BO3HMKAET K 2 rogam C aTpodumen 3puTenbHOro Hepsa,
rpyobIMU UBMEHEHUSIMU CETYATKN.

Tepanusa 3aboneBaHna NpUMEHSIETCA ANs YNyYLWeHUs KadecTBa XU3HU NauneHToB
N nx ceMbu. HemegukameHTO3HOE neyeHue SABNAETCS BaXXHEWLWM acrnekToM BedeHust
3aboneBaHns n nNpodUNakTUKM OCHOXHEeHUW. OHO BKMOYaeT: (PU3MYECKYD Tepanuio,
Tepanuilo 3peHus, noroneandeckue MeTOAWMKW, MUCMNOSIb30BaHWe afanTUBHbLIX YCTPOWUCTB,
NULLEBYID MOAAEPXKKY, MoauduKkauuio aueTbl, cobniogeHne rurneHbl CHa, MNOAAEpPXKKY
CEMbW, NanNIMaTMBHYIO MNOMOLLb Ha CaMbIX paHHUMX CcTagusax 3abonesanus [14].
MeankamMeHTO3HO npuMeHsaeTcH cMMnToMaTU4ecKkoe neyeHune B BMae
NPOTUBOANUNENTUYECKON  Tepanuu,  aHTUMAENpPEecCaHToB,  CedaTMBHbIX  CPEeAcCTs,
OeH3oanasenuHoB.  EOMHCTBEHHbIM  NpenapaToM, ANA  CHWKEHUSI  aKTUBHOCTU
nporpeccupoBaHus 3aboneBaHusi B HacTosilee BpeMsi 4HBNSeTCs 4enosedveckas
pekoMOMHaHTHaa uUepnunoHasa anbta AN WHTPaABEHTPUKYMSIPHOIO BBEOEHUS C
MOMOLLBID MOMMbl. JTO pPeKOMOUHAHTHast pepMeHTHass 3amMecTuTenbHas Tepanus
Tpunentuaunnentmgason denoseka (TPP1). Ee npuvmeHeHMe [OO0CTOBEPHO CHWXKaeT
CTerneHb perpecca MOTOPHbLIX U peyeBbiX PYHKUNA, HO Ha CErofHSAWHWUA AeHb BO3MOXHO
Tonbko npu Ncl Il Tuna ny geten ot 3 net [15].

MaTepMan bl U MeTOAbl

Mownck ctaten nposoguricsa B 6aszax PubMed, Web of Science, elLibrary. M3yyeHa
nctopmna OonesHn pebeHka B Bo3pacte 3-x net ¢ gumarHosom: Ncl | Ttuna, rpybon
3a[ePXXKON NCUXOMOTOPHOIO U PeYeBOro pasBuUTUS, NIOKANIM30BaHHOW CUMNTOMATUYECKOM
anunencunen, 4BYXCTOPOHHEN aTpodnen 3puTeNnbHOro Hepea.

PesynbTaTtbl n 06CcyxaeHue

AKyliepckun aHamHes oTdrowieH: | — 6epemeHHoOCTb, poabl, || — GepeMeHHOCTb,
3amepLuasa Ha cpoke 6 Hegenb. bepemeHHOCTb AaHHbIM pebeHkoMm — I, Ha hoHe MroMBbI
MaTKun, aptepuanbHon runepteH3num un otekoB B | n |l nonosmHe. Poabl 2, CpoyHblE Ha
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cpoke 40 Hepenb, camocTosATenbHble. Poguncsa manbvmk ¢ maccon tena 3996 rp., 4nvHomn
54 cm, oueHka no Anrap 7/8 6annoB. B nepuoge HOBOPOXOEHHOCTM OTMeYanachb
3aTskHaA rMnepounMpybuHemus, OnNuTENbHO HaxoAMSCs Ha CTauWMOHAPHOM NEeYeHUU.
Beco-pocToBble npubaBkM B TEYEHUE KU3HW YOOBNETBOPUTESbHbIE, MCUXOMOTOPHOE
pasBuMTME C 3afepXKOM craTtmyeckux yHkumi. [onoBky pebeHoK yaepxuBan
c 3 mecsaueB, uKcMpoBan B3rns4 Ha Wrpylukax, nepeBopaqmBanca C umBoTa Ha 6040k
B 4 mecsaua, ¢ 8 mecaueB cagwuncs, nonsasn, NPOM3HOCUN OTAESbHblE 3BYKW, OOHaKO
HaBblkamMun xoabbbl C Noaaep>KKkon U Tem Bonee camocTosaTenbHOM Xxo4b00M He oBnagen.

M3 nepeHeceHHbIXx 3aboneBaHM MOXHO OTMETUTb OCTPble pecnupaTopHble
BUpycHble nHgekummn (OPBU) no 3-4 pas B rog. IMeeT OTAroWEHHYH HacneacTBEHHOCTb
Nno reHeTnyeckomy 3aboneBaHu0 HeWpPOHarnbHbIA NIMNOMYCUNHO3, poaUTENN SABMSKOTCS
reTepo3nroTHbIMM HocuTenammn mytaumm c.234+1G> A (CM981629), ¢.451C> T (CS169037).
MepBbIi pebeHOK ymep OT OaHHoro 3aboneBaHna B Bo3pacte 5 neT. [eHeTuyeckoe
KOHCYNbTUPOBAHWE CEMbW MpPU  MNNAHMPOBAHMM  MOBTOPHOM GepeMeHHOCTU  He
npoBOAUNIOCH.

Ha nepBomM rogy XW3HM MO MNpPUYMHE 3a0EPXKM MOTOPHbIX OYHKUMIA pebeHokK
Habnoganca ambynaTopHO HEeBpPOSiorom, negmaTtpoM C AuarHo3om 3sHuedanonaTtus
HEeYyTOYHEHHasl, HEeOOHOKpPaTHO Moflydyan Kypcbl Maccaxa, ¢uanoTepaneBTM4ECKoe
nevyeHve, MeOUKaMEHTO3HYK Tepanui HooTponamu, ©6e3 CyLecTBEHHOW ANHAMUKMU.
C Bospacta 10 mecdueB mMaTb OTMe4yaeT OTCYTCTBME MNpPUOBpeTeHUs1 HOBbIX HaBbIKOB.
B Bospacte 1,5 neTt, No nNpuyMHe OTCYTCTBUA CaMOCTOATENbHOM XOoAbbbl U peun,
yunTbiBasi CEMEWHbLIN aHaMHe3, npoBeAeHO OMOXMMMYECKOE U FEeHeTUYeckoe
TeCTupoBaHue. BbIIBMEHO CHWXEHME aKTUBHOCTW psiga  JIM30COMHbLIX  (PEePMEHTOB,
obOHapy>XeHbl MyTaunn KaTeropum NaToreHHbIX, yCTaHOBNEHO MX HacrnegoBaHME B CEMbE.
PebGeHOK KOHCynbTMpOBaH T[EHETUKOM, HEBPOSIOrOM, 3HAOKPWMHOMOrOM, OMarHo3
HenpoHanbHbIM LeponaHbin nunodycumHo3 | Tmna nogTeepxaeH. K Bospacty 2-x net
OoTMeYanacb 4YacTuyHas yTpaTa HaBblka >XeBaHWsl, NMPUOBPETEHHbIX paHee MOTOPHbIX
HaBbIKOB MOJSIHOCTbLI, B 2 roga 10 mMecsaueB BnepBble OTMEYeHbl 3NU304bl KIOHWUKO-
TOHUYECKNX Cyopor C 0TBe4EHMEM rOSIOBbI BIIEBO.

OB6bEeKTMBHO: COCTOSAHME MO COBOKYMHOCTWM natoniormm Tsxenoe. lNcuxomoTopHoe
pas3BuTue ¢ rpybor 3agepKkon: CaMOCTOATENBHO HE NepeBopayYnBaeTCs, He caguTcs, He
XOOMT, OMOpbl HA HOMW HET, B3rNsag oUKCUpyeT, pedn HeT, XaoTUYHbIE OBWXEHUS pyKamu,
HaBbIKW >KEBaHWA OTCYTCTBYIOT, CMNOCOBHOCTb K CaMOOBCnyXMBaHUIO OTCYTCTBYET.
CyxoxunbHble pedriekCbl CUMMETPUYHbIE, XMBble. OTMEYaeTCcs rmMnepToHyC BEPXHUX U
HUXKHUX KOHEYHOCTEMN. dusmnyeckoe passuTtue cpeaHee, rapMOHUYHOE,
ancnponopunoHanbHoe, Mukpouedannsa (OKpY>KHOCTb ronosbl 45 cM). KoxHble NOKpOBHI,
cnuaucTtble 6negHo-po3oBble, YUCTbIE. 3eB CNOKOEH. TOHbI cepaua 3BYyYHbIE, PUTMUYHbIE,
UCC 90 B MuHyTY. B nerkmx xpunbl He BbICIYLUMBAKOTCSA, AblXaHWE NPOBOAUTCH, YacToTa
abixatenbHbix aswkeHmi (M40) 20 B MuHyTy. XKMBOT B34yT, NMpY Nanbnauumn MSArkum,
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0e360ne3HeHHbIN; NeYyeHb Yy Kpasi npaBon pebepHon Ayru, CTyn CO CKMAOHHOCTbIO K
3anopam, Mo4yeuncnyckaHne 6e300ne3HeHHo.

[laHHbIEe OOMNONHUTESNBbHBLIX METOLOB UCCHe0BaHNA cregyoLne.

B obwem aHanuse kposu: emornobun: 121 r/n, Oputpountbl: 4,56x10712/n,
remaTtokpuT: 36,7, TpoMbGouuTbl: 279x1079/n, nenkoumnTbl: 10,4x1019/n, nano4ykosaepHble
HenTpodpunbl 1%, cermeHTosiaepHble HenTpodunbl 49% 6aszodunel: 0,9%, 303MHOGDUIbI
— 2,6%, numcountbl — 39,5%, moHOUMTBLI: 9% COI: 1 MM/M.

B 6GuoxmmmyeckoM aHanuse  KpoOBM, aHanu3e KpOBM Ha  WHEeKuuu
(uMTOMeranoBMpycHas UHMEKUMs, repnecBupycHas NHpekums), B obLiem aHanmse mMouu
— MaTonorMm He BbISIBIIEHO.

MHCcTpyMeHTanbHble MeToabl uccnepoBaHusi: Y3W opraHoB OprOLWHOM MOMOCTH,
3abpOLWNHHOIO NPOCTPaHCTBA (MOYKKN), MOYEBOTO My3bIpsi.

MeyeHb: pasmepbl: NpaBad gona — 8,8 cM, CTpyKTypa napeHXMmbl OOHOPOAHAaS,
9XOreHHOCTb HopMarnbHas, nesasa oons — 3,7 CM, 9XOreHHOCTb MOHMXeHa.

XKenyHbin Ny3blpb: 6€3 NaTonornm, C aHAXOreHHbIM COAEPXKUMbIM.

CeneseHka: pasmepbl ceneseHkn 5,7 cm x 3,4 cM, KOHTYpbl POBHblE, CTPYKTypa
napeHXnMbl 0OQHOPOAHAsA, AXOreHHOCTb HoOpMaribHas.

Moykn: npaesas 5.7 x 3,0 cm, neBas — 5,7 cM X 2,7 CM, pacrnofnoXeHbl B TUMUYHOM
MecCTe, CTPYKTYpbl NoYek anddepeHUnpoBaHbl, YalleyYHO-NT0OXaHOYHast CUCTeMa COMKHYTA.

MoueBoW ny3blpb: MOMHbLIA, CTEHKU POBHbIE, YETKME.

3aKkntoveHne: yMepeHHble  Ouddy3Hble  U3MEHEHUS MNeYeHW, yMepeHHas
renatomeranus.

O3l — anddysHble M3MeHeHuss GMonoTeHuManoB TrOfIOBHOMO Mo3ra 3a cueT
OTCYTCTBUSI BO3PaCTHOW aKTMBHOCTM, O4ar naTonorMyeckon akTMBHOCTU B FO6GHO-
LeHTpanbHbIX obnacTax npeacraBneH MeaneHHbIMY BOMHaMM.

MCKT ronoBHOro mosra — o4aroB nNaTtoslorM4yeckomn NioTHOCTM BeLLecTBa rofiloBHOro
MO3ra He BblgBNeHO. KOCTHO-TpaBMaTUY4EeCKUX W3MEHEHUN T[OfIOBHOIO MoO3ra He
onpegensieTcs. KaptuHa uepebparnbHon atpodum.

HCI (HenmpocoHorpagusa) — ynbTpa3ByKOBblEe MPU3HAKM pacluMpeHusi DOKOBLIX U
TPETbEro Xeny4o4KOB NErkon CTeneHu.

B kayectBe Tepanuu nonyvyaet MeAMKaMEHTO3HOE CUMMMTOMaTUYecKoe reveHue:
NpoTMBO3NUMENTUYECKME NpenapaTbl, cnabutenbHble npenapatbl, MeponpUATUS
MHOUBMAYanNbHOW NporpamMmmbl peabunurtaumm pebeHka nHeanmaa.

TemM He MeHee, NPy OCMOTPE, KOTOPbIM NPOBOAUICSA B AUHAMUKE Yepes 6 mecaues,
OTMeYanocb MNPOrpeccMBHOE yXyAleHne CocTosiHuA. PebeHoK NonHOCTbI  yTpaTun
CMOCOBHOCTb K XXeBaHuIo, rnoTtaHne coxpaHeHo. O6palleHHyo K HEMY peydb He NOoHMMaeT.
Mpn ocmoTpe: 3paykm CUMMETPUYHbIE, OTMe4daeTcs HuctarMm. [lpu atom y pebeHka
OTCYTCTBYeT bMKcaumsa B3rnsaa, oH He cneauTt 3a urpywkamm. OTmevaeTcsl BblpaXeHHoe
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obLee BO3OYyXOEHWEe, COXPaHATCA CyOOpOXHble NpucTynbl Ao 1-2 pa3 B Hedento Ha
hbOHEe MeaMKaMEHTO3HOrO NeYeHUst U TMNepTOHYC KOHEYHOCTEMN.

Takum obpasom, y pebeHka nmeetcs opdpaHHoe 3aborneBaHue, NpoTekaBllee Ha
nepBOM rofy XU3HuW nog «Mackom» aHuedanonatun. Bmecte ¢ Tem, Ncl y pebeHka nveet
TUNUYHOE TEYEHME: aHamNOrMYHYH KIMHUYECKYID KapTuUHY M nabopaTopHble M3MEHEHUS
cpean onucaHHbIX NUTepaTypHbIX AaHHbIX. MaHudecTauna 3abonesaHns nposiBnsnach
3a0€epPXKKON MOTOPHbIX U MNCUXMYECKMX (YHKUMK. [lporpeccupoBaHne oOTMe4anocb Ha
BTOPOM rofy XW3HW W XapakTepusoBarnocb yTpaTon paHee MNpuoBpeTeHHbIX HaBbIKOB,
NosiBlIEHMEM  3ANUNENTUYECKMX MPUCTYMNOB, pasBUTUEM MUKpouedanun wun aTpodum
3pUTENbHbIX HEPBOB.

YuuTbiBasa pesynbtatbl FeHETUYECKOro TeCTUPOBaHUS pebeHka n Hanmyme anarHosa
Ncl | Tmna — nporHo3 TeyeHus 3aboneBaHusi HebnaronpuaTHbli. PebeHky Tpebyetcsa
nannmaTmeHasa NoOMoLLb, HeobxoaMma akTuBHas paboTa ¢ ceMbern No 0by4YeHUo HaBblkam
yxoga 3a pebeHKOM W y4acTuio naumeHTa B CYLIECTBYIOLWMX NporpammMmax Mnoanepku
rocyaapctea. Poautensm B obs3aTenbHOM nopsgke  HeobxoouMMO  NPOXOAUTb
reHeTuyeckoe KOHCYynbTUpOBaHME Npu NiiaHUPOBaHWUM nocnenyowmnx 6epemMeHHoCTeN.

3aknroyeHune

eHeTnyeckoe TecTupoBaHWe C npuMeHeHnem naHenen reHoB Ncl aBnsetca
OCHOBHbIM crnocobom gmarHocTukn Ncl. C uenbto anddepeHumansHOM AMarHOCTUKN Ans
TECTUPOBAHUS BO3MOXHO MNPUMEHATb MNaHenn reHOB 3JNurencum, MnaHenM reHoB
NN30COMHbIX  3aboneBaHM UM CEKBEHMpOBaHMEe Bcero 9k3oma. B cnyvae
HEBO3MOXXHOCTM TEHETUYECKOr0 TECTMPOBaHMS METOAOM  AMArHOCTUMKM  SIBMSIETCA
depMeHTaTUBHOE TECcTMpOBaHME WM OMONCUA KOXM ANS OUEHKU JNM30COMarbHbIX
BKMNtoYeHnn. NMoBoOOM HACTOPOXEHHOCTM ANA neguaTtpa WM HeBposiora npu BeaeHUn
pebeHka SABNAITCA: perpecc B pasButum pebeHka, COMNyTCTBYIOLWMNN CYyOOPOXHbIN
CUHOPOM, MuUKpouedanusa unu rmgpouedanusa, rnobanbHas 3agepXka NCUXOMOTOPHOIO
pa3suTtus. Npn BbISBEHUM OAHHBIX CUMNTOMOB HEOoOXo4Mma KOHCYMbTauum reHeTuka u
nocrniegylulee reHeTudeckoe TeCTUpOBaHWE [Ofs  CBOEBPEMEHHOW  OWUArHOCTUKU
3aboneBaHus.
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