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BbonesHb HumaHHa—Inka tmun C (HIMC) — HacneacTBEHHOE nporpeccupytoljee 3abosieBaHne HepBHON CUCTEMbI U3 TPYMMbI
JIN30COMHbIX 6O/IE3HEN HAKOM/IEHNs, BO3HUKaloLee B pesysbTate HapylleHns BHYTPUKIETOYHOIO pacrnpeaeneHus aunu-
0B, Y4TO NPUBOANUT K HAKOMAEHMIO XOJeCTEPUHA M MIMKOCUHIONMMMAOB B FOJIOBHOM MO3re M APYrux TKaHsX opraHu3ma.
KnuHnyeckasi kapTuHa 60/1€3HM MHOroobpasHa U MposIBASIETCS B BUAE MPOrPECCUPYIOLMX MO3XKEYKOBbIX KOMHUTUBHbIX
HapyLleHuH, BepTUKaIbHOro oprasbMonapesa, HEPeAKO COYETAETCS C MMOPaXrKEHMEM NMEYeHn, Cee3EeHKMU M Ierkux. B JaHHOM
cTaTbe U3/10XKeHbl OCHOBHbIE MeXaHU3Mbl natoreHe3a 601e3Hn HumaHHa—IMuKka Tun C, Beaylymne KIMHU4eCcKue rnposiBiaeHus
B 3aBMCHMMOCTU OT CPOKOB MaHu@ecTaLmmn 3ab6os1eBaHNs U OCHOBHbIE MOAX0AbI Tepannn. ABTopamu OnncCbiBaeTcs [Ba cay4yas
aT0ro 3abo/s1eBaHus, BbIsIBAEHHbIX B Poccun. [TpMBOANTCA cpaBHUTEIbHAsS KIMHUYECKas XapaKTepuCcTMKa Te4eHUs 60/1e3H1
Y 9TUX NayMeHTOoB C MposiBAEHMAMU 60/1€3HU, OMy6IMKOBaHHLIMU paHee B inTepaTtype. B HacToslee Bpems pa3paboTaHo
rnaToreHeTM4eCKoe sie4eHne, No3TOMy CBOEBPEMEHHOE BbiSIBIEHUE JaHHON NaTo/I0MM1 UMEET BaxKHOe 3HaYeHme 151 CEMbMH,
B KOTOPO# ecTb pebeHOoK ¢ 601e3Hbio HIC.

Knro4yeBble cnoBa: HelipofereHepaTnBHble 3ab6os1eBaHus, 601e3Hb HumaHHa—lnka Tun C, cyAoporu, atakcus, BepTUKalb-
HbIV opTanbMonapes, yTpata npruobpeTeHHbIX HaBbIKOB, AnpdepeHLnanbHas anarHocTnKa, 4eTy.

Cpean nM30COMHbIX 60ne3Hen HaKonaeHus 605e3Hb
HumaHHa-TMunka Tvn C (HIMC) aBngeTcs yHUKanbHOW HO30-
nornyeckon dopmoin. B oTanume ot apyrux 3aboneBaHun
M3 3TOM Tpynnbl, KOTOPbIE B OCHOBHOM CB$i3aHbl C Hapy-
leHneM aKTmBHocTu depmeHTa, npu HIMC npoucxoaut
HapyLlweHne COpPTUPOBKHM («sorting») MONEKyn BHYTPU KNETKK
[1]. HIIC oTHOCKTCSH K MYNbTUCUCTEMHOM MNaTONOrUKU, Npu
KOTOpPOW B MaTofIOrMY4EeCKMn MPOLIECC BOBIEKAKOTCA HEPB-
Has cucTema, neyeHb, ceneseHka v nerkue. KnuHmyeckas

KapTuHa HINC AOBOJ/IbHO CUIbHO pasniMyaeTcs Y OTAENbHbIX
60/1bHbIX MO Habopy OCHOBHbIX CMMMNTOMOB W AWHAMWKE
GopMHUpoBaHUSA KMHUYECcKoro deHoTtuna [2—4]. HINC yacTo
npoTeKaeT Noj MacKaMu MOAOCTPOro CKaeposupylolle-
ro naHaHuedanurta, BHYTPUYTPOOHOW WMHOEKLIMKU, OHKO-
JIOTUYECKUX W [OereHepatMBHbIX 3ab0/ieBaHWM HEpPBHOWM
cucteMbl. [TOHMMaHWE OCHOBHbLIX MEXaHW3MOB NaToreHesa
60/1€3HU, KIIMHWYECKOM KapTUHbI U HEMPOPaANONOTrMYECKMX
[aHHbIX No3BONSeT M3bexaTb AMArHOCTUYECKUX OLLIMGOK.
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Nimann-Pick type C disease. Clinical case studies

Nimann-Pick Type C Disease is a hereditary progressive disease of the nervous system from the group of lysosomal accumulation
diseases resulting from abnormal subcellular lipid distribution, which leads to the accumulation of cholesterol and glycosphingolipid
in the brain and other body tissues. Clinical presentation of the disease is varied and manifested as progressive cerebellar, cognitive
disorders, vertical ophthalmoparesis, frequently combined with disorders of the liver, spleen and lungs. This article outlines the key
mechanisms of Nimann-Pick type C disease pathogenesis, leading clinical presentations depending on the time the disease manifested
itself and key therapy approaches. We described two cases of this disease registered in Russia. It provides a comparative clinical
analysis with already published data. To date, a pathogenetic treatment course has been developed for this disease, a timely detection
of this pathology is, therefore, important to the burdened family. This representative article on modern data on diagnostics and treat-
ment of NPC is intended for neurologists, pediatricians, psychiatrists and geneticists.
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XoTenocb 6bl NOAYEPKHYTb, 4TO HIC OTHOCKUTCS K TOM rpynne
HacneacTBEHHbIX 3a60neBaHUI, Ana KOTOPbIX pa3paboTaHbl
cneumdunyeckme MetToabl Tepanuun, ogHako, apdOEKTUBHOCTb
Nle4eHNss BO MHOrOM 3aBUCUT OT CPOKOB YCTaHOBJ/IEHMS Npa-
BWJIbHOMO AMarHo3a v BPEMEHU Ha3HayYeHUs naTtoreHeTnye-
CKOW Tepanuu.

UcTtopuyecKkas cnpaBKa

B 1961 r. BnepBble Crocker pasgenvn 6one3Hb HumaHHa—
Nuka Ha 4 KAMHW4eckux ¢eHotuna (Tunel A, B, C, D).
[0 OTKPbITUS MONEKYNAPHO-TEHETUYECKOro AedeKTa cyuTa-
N10Cb, YTO BCE OHW 0BYCNOBMEHbI MyTaUWUAMU B reHe cHuH-
romvenuHasbl. B KoHue 1990-x rogoB OblIM KapTMPOBaHbI
reHbl NPC1 n NPC2, myTaumn, KOTopble NPUBOAAT K 6071€3HHM
HumanHa-Iuka T1n C (HIC) [5].

tHonorusa u naTtoreHes

bonesHb HumaHHa-Tlnka T™MN C — reHeTUYEeCKn rertepo-
reHHoe ayTOCOMHO-peLeccMBHOe 3aboneBaHuWe M3 rpyn-
Mbl JIM30COMHbIX 60NE3HEeN HaKonneHus, o6ycnoBaeHHoe
MyTauuamun reHos NPC1 un NPC2. lNoka3aHo, 4to B 95%
cnyvyaeB 6one3Hb HIIC cBasaHa ¢ myTtaumsamu reHa NPC1
(nokyc 18q11-ql12), okono 4% cny4aeB — C MyTauus-
MU reHa NPC2 (nokyc 14924), B 1% — MONEKyNspHo-
reHeTu4ecKnin gedekt naeHtTndunumMpoBatb He yaaetca [5].
feH NPC1 koaupyeT meMbpaHHbIi, CTEPON-4YBCTBUTENbHbIN
6€enoK, cogepxalmn 13 TpaHcMeMbpaHHbIX AOMEHOB. JTOT
6€eN0oK JIoKanmM3oBaH B aHaocomax [6]. Mpo GyHKUMK 3TOro
6e/Ka M3BECTHO Mafio, HO COBEPLIEHHO OYEBWAHO, 4TO
OH UrpaeT Ba)XHyl0 poSib B COPTUPOBKE (pacrnpeneneHumn)
X0NecTepPUHa U HEKOTOPbIX MUKOCHOUHIONUMUAOB BHYTPH
Knetku [5, 7]. Ana BbINOAHEHUSA CBOUX QYHKLMK OH TECHO
B3ammogenctesyer ¢ NPC2 — HebonblnM OGENKOM, KOTO-
pbli UMEET O4YEHb BbLICOKOE CPOACTBO K XonecTepuHy [8].
3T10T «TaHAem» GENKOB, BEPOSITHEE BCeEro, pacnpeaenset
X0NecTepuH MOCPEeACTBOM YEHOYHOro MexaHusma. [pwu
MyTaumsax B reHax NPC1 n NPC2 npoucxoguT HakonaeHue
HeacTepudmumMpoBaHHOro xonectepnHa, GM2 n GM3 raH-
rMMO3NA0B, MMIOKO3UALEPaMmUaa U APYrux FMUKOCHUHIONm-
nuaos [9]. MNpu 3TOM XoNecTepuH HaKanjauMBaeTcs B NM30-
COMax B OYeHb 60MblUMX KOHLIEHTPaALMAX, Y4TO, BEPOSITHO,
NPUBOAMT K HapylleHWo ero BCTpauBaHWs B MeM6paHbl
KNETKKU, CNeACTBMEM Yero SBASETCS HapyweHue ux OyHK-
LMK, YTO M 3anycKaeT Npouecchbl anonToTUYEeCKon rubenu
Knetku [10]. Kpome TOro, BHYTPUIM30COMHOE HaKoMaeHne
X0necTepmHa MHrMGUPYET aKTMBHOCTb CHUHTOMUENUHA3bI
(1o 20% OT HOPMbI) U MNPUBOAMUT K HAKOMIEHUID COUHIO-
MUennHa B KIETKax NapeHXxMMaTO3HbIX OpPraHoB (Me4veHu,
CeNe3eHKn, NoyKax) u HepBHOM cucteme. Npu MUKpPOCKOMKU-
YECKOM MCCNefoBaHMM BO BCEX OpraHax BbIIBASIOT «MeHU-
CTble» KNeTKW — TaK Ha3blBaeMble KNeTKn HumaHHa—[uKa.
Mpn ncnonb3oBaHKK cneundUYecKMx OKpacoK uuTonnasma
rMCTUOUMTOB MNpuoBpeTaeT LBET MOPCKOW BOJHbI («Sea-
blue histiocytes») n3-3a OTNOKEHMS NMMOONUIMEHTA WK
uepounaa. OgHaKo, 3TU KNETKK He TaK TUMUYHbI 415 60/1€3HHM
HumanHa—TlnKa tvn C, Kak ansa tunos A n B [5].

Knaccudukauus

K HacToswemMy MOMEHTY Ha OCHOBaHWM MONEKYNSPHO-
reHeTn4yeckoro gedekra BblAensoT ABa Tuna 3aboneBa-
Hus: 6one3Hb HumaHHa—-IrMka TMn C 1-ro Tuna n 601e3Hb
HumaHHa-luka TMn C 2-ro Tvna. lNepBoHa4YanbHO Bblige-
nanuM B oTAenbHyto ¢opmy 60ne3Hb HumaHHa-TlMKa
Tmn D — 3aboneBaHue, BbiABASEMOe B M3onaTax Hosow
LLoTnaHanu, HO B AasbHeNWeM 6bIN0 NOKa3aHo, YTO MPUYK-
HOM 3TOM GopMbl 3a60oieBaHUA TaKkKe SBAFI0TCA MyTaLuuu
reHa NPC1 [1, 11].

Anupemuonorus

HIMC oTHOCKTCS K Yncny pedkux HacneacTBeHHbIX 60n1e3Hewn
obmeHa BelwecTB. 3aboneBaHne pacnpocTpaHeHo MnoBce-
MecTHo.YacTtoTta3aboneBanna 1:120 000-1:150 000 KuBbIx
HOBOPOXAEHHbIX. BbicoKkas yacTtota 6one3Hu HINC 1-ro tnna
OTMEeY€eHa cpeamn HEKOTOPbIX T’EHETUYECKUX U30NATOB: PpaH-
LLy3CKoM KonoHuu Akaaus (Hosas LWoTtnanauns), rpynn 6emym-
HOB B M3pawune, ncnaHckmux nocenenunn B Konopaao v Heto-
Mekcuko (CLUA), 4yTo cBsizaHo ¢ adpdeKToM ocHoBaTtens [5].

KnuHuyeckue npossneHusa 6oneauu HuvanHa-Muka tun C
3aboneBaHne MOXET MPosSBUTbLCA B JlO6OM BO3pacte —
OT BHYTPUYTPOOHOro A0 LWECTOro [AEeCATUNETUSA MKU3HM,
C NMKOM MaHudecTaumm B getctese. B 3aBUCHMMOCTH OT BO3-
pacTta ae6tota HIC pa3nuyatoT HECKONbKO GopM GONESHMH,
pasnmyatowmxcs no TUMy TEeYEeHUS W MPOAOCIKMUTENbHOCTH
M3HU NauMeHTa: HeoHaTalbHas, mMaaJeHYecKas, Nno3aHas
MnageH4YecKas, toHolwecKas n B3pocnas Gopmbl [5].
HeoHatanbHas ¢opma. B HeoHaTanbHOM nepuoae HIIC
HepeaKo Ae6loTUpYeT BHYTPUYTPOOHOW BOASHKOW MnoAa.
Y 60nbluMHCTBA 60MbHbIX OCHOBHbLIMW M BeAyLWMMWU CUM-
nToOMaMun SABNSAIOTCSH MblleYHass TMNOTOHUSA W 3ajepiKKa
NCUXOMOTOPHOrO pPa3BuTUS. B MonoBMHE crydyaeB y Takux
NauMeHTOB OTMeYaeTCsl MopaKeHMe MNevyeHn C pas3BUTU-
€M BHYTPMMNEYEHOYHOro Xxofiecta3a W renartocrnjieHomera-
nun. Pegko 3aboneBaHWe MMEET MOJSIHUEHOCHOE TeyeHue
C pa3BUTUEM TKENOM (GOPMbl XONECTATUHECKON KENTYXM
N He6NaronpUATHbIM UCXOA0M Ha MEPBOM MONYrOAWUU KU3HU
OT MEeYEHOYHOW HeOOoCTaTOYHOCTU. BbipaXeHHOCTb KIWMHU-
YeCKOW KapTUHbI U OTAENbHbIX CUMATOMOB MEHSETCS C BO3-
pacTom. TaK, y 601blUIMHCTBA NAaLMEHTOB XKeTyxa M renarto-
cn/ieHoMeranmsa ¢ BO3PacTOM MCYe3aloT MOYTU MOSHOCTbIO,
HO MPOrpeccupyloT 3afepiKa MCUXOMOTOPHOrO Pa3BUTUSA
W MHTENNEKTyaNbHble HapyweHus. PeaKo y TakuMx NaumMeHToB
pas3BuBaeTCs AblxaTeNbHas HeLOCTAaTOYHOCTb [2, 5.
MnageH4yecKass ¢popma. OCHOBHblE KIIMHUYECKME CUMMMTO-
Mbl HIMC nosiBnstoTcs Ha NepPBOM oAy XU3HWU. B Takux cny-
Yyasgx 0OblYHO BbISBASIOT renatocrnieHOMeranunio, 3aaep-
Ky MCUXOMOTOPHOIO pPa3BUTUSA, MbIWEYHYIO TUNOTOHMIO.
BONbWKWHCTBO NaLMEHTOB HUKOr4a He NPUOBpPETaET HaBbIKK
camMoCTOATENbHON X0AbObl. WMHTENNeKTyanbHOe pa3BuUTUE
06bI4HO He cTpaaaeT. [1o mepe nporpeccupoBaHusa 3abone-
BaHWS NPOUCXOAMT BOBJIEYEHME B MATONOIMYECKUIM NpoLece
NMPaMMAHON CUCTEMbI U MPOUCXOAUT MOCTENEHHOE CHUMKE-
HWE KOTHUTUBHBIX GYHKLMA [5].

Mo3aHsasa maageH4YecKasa ¢popma. HINC B 60-70% cnyvaes
06blYHO MaHUDECTUPYET B NO3AHEM MIAJEHYECKOM M OHO-
lweckom BospacTe. [lepBbiIMU KIMHUYECKUMU CUMMATOMaMM
3TON GOpPMbl ABAFIOTCA MO3XKEYKOBbIE pacCTPOMCTBa (LuaT-
KOCTb Npu xoab6e, AN3apTpus, AMCMETPUS), KOTOPble 06bIYHO
nposiBAatoTCH B Bo3pacTe 3-5 net. [paKTU4ecku y Bcex
nauMeHToB HabsoaaeTcs renaTocnieHomMeranns pasnnyHon
CTeNeHn BblpaxKeHHOCTH, HO B 10% cny4yaeB AaHHbIA CUM-
NTOM MOXeT OTCyTCcTBOBaTb. Kak npu nosgHen MnageHde-
CKOW, TaK 1 Npu toHoLecKkon dopmMax 3abosieBaHus, Mo Mepe
pas3BUTMSA BGONTIE3HU MPaKTUYECKM Y BCEX MalMeHTOB pa3Bu-
BaeTCsl BepTMKalbHbIV CynpaHyKieapHblii odTanbmonapes
[12]. Ha HavyanbHbIX aTanax 601e3HN NPOUCXOANUT 3amenne-
HUE ABMXEHUS ra3Hbix 96/10K N0 BEPTUKaNU, NOCTEMNEHHO
nporpeccupytowee Ao NOSHOrO OrpaHUYEeHnss BEPTUKaNbHO-
ro, a MHOr4a ropM3oHTanbHOro B3opa. Hepeako otmevaetcs
3aeprKKa peyeBoro pa3sutus. 1o mepe nporpeccMpoBaHus
60ne3HW MNPOMUCXOAMT MOCTENeHHasa yTpaTta paHee npuob-
pPETEeHHbIX ABUraTeNlbHbIX HaBblKOB, CTAHOBATCH 3aMETHb-
MW WMHTENNEKTyaNbHble HapylweHus, nossnastoTca avcdarus
W amzaptpusa. MHorga pasBuBaETCd AeMWENMHU3UPYLLas
nepudepuyeckas nonmHesponatus [13]. HeGnaronpuaTHbIn

NEAUATPUHECKASA ®APMAKOJIOIUSA /2010/ TOM 7/ N2 5



PepKkue 6onesuHu

ncxod Npy No3aHen MnageH4yeckon popme 06bl4HO HacTyna-
€T B NePBYI0 AeKaay KU3HMU.

OHoweckass ¢opma. Tlpu toHoweckon d¢opme HIIC
HayanbHble CMMMNTOMbI O6bIYHO MOSIBASAOTCH B BO3pacTe
oT 6 o 15 nert. MepBbIMX CUMNTOMaMK ABASIOTCS HapPYyLWEHUS
YCBOEHUS LWKONbHOrO Matepuana, Nucbma, CHUXKEHWE BHU-
MaHWs, NamsTU, TMNEPaKTUBHOE NOBELEHWNE, YTO MPUBOAUT
K YCTaHOBJ/IEHUIO HEMNPaBWIbHOIO AMarHo3a. B HeKkoTopbix
cnyyaax 3aboneBaHMe MaHUPECTUMPYET C MCUXMATPUYECKUX
HapyLWeHWN, TaKUX KaK HapylleHue nosedeHus, wusodpe-
HOMOAOOGHbIN cuHapoM, aenpeccua [11]. B 20% cnyy4aeB
HabnofaeTca refacTMyeckasn KatanneKkcus, Kotopas xapak-
TepmayeTcs KpaTKOBPEMEHHOW MPUCTYNoo6pa3HoM yTpaTomn
MbILEYHOro TOHYCa, NPMBOASLEN K NafeHnto 60bHOro 6e3
noTepU CO3HaHUS M HEepPeaKo BO3HUKAET Ha GOHEe CUIIbHbIX
3MOLMOHaNbHbIX peaKkuuh (4acto BO Bpems cmexa) [14].
Co BpemMeHeM NPOrpeccupytoT MO3KEYKOBbIE PAacCTPONCTBA,
nossnsetcs gucodarvs, aM3apTpus U yxXyalaeTcs UHTENNeK-
TyanbHoe pa3BuThe. HacTbimu cumntomamu HIC asasoTca
3KCTpanupaMmnaHble paccTponcTBa B BUAE Pa3/IMYHbIX AUCTO-
HWYECKMX TMMNEePKMHE30B. B NonoBuHe cnyyaeB pa3BMBaloT-
cs GoKabHble U/WUNKN FreHepannM30BaHHbIe ANUIENTUYECKUE
NPUCTYNbI, TPYAHO NoAAaloWMeECs aieKBaTHOM aHTUANMAEeNTy-
yecKon Tepanuu. Ha nosgHux ctagusax HINC HapacTatoT nupa-
MUAHbIE HapYLWEHUS B BUAE NOBbILEHMS MbILWEYHOr0 TOHYCa,
OXMBIEHUS CYXOXMIbHbIX pedneKcoB, NOSBAEHUS NaToso-
rMYecKmx pedneKkcos, 6yb6apHO-NceBa06y1bOAPHOr0 CUH-
Apoma, pa3BMBalOTCA AeMeHuus, gelepebpalnoHHas mau
[LEeKOPTUKaLUMOHHAsA pUrngHoctb. O6bI4HO renaTocnieHome-
ranva He Habnogaetcs. HebnaronpusaTHbIM MCXod 06bIYHO
pa3BMBaETCS B KOHLLE BTOPOr0 — Ha TPETbEM AECATUNETUM
YU3BHU, 0BbIYHO OT MHTEPKYPPEHTHLIX MHDEKLUI [5].
B3pocnass popma. MaHudectHble cumntombl HIC noss-
naTes B Bo3pacTe crtapue 50 net [5]. Y TaKnx naumeHToB
OTMeYaeTcs MeasieHHOo-nporpeccupylollee TevyeHne 6ones-
HW. NocTeneHHO pa3BMBaIOTCH MO3XKEYKOBbIE pacCcTponcTBa
(aTakcus, AM3apTpus, AUCMETPUS), MbllievyHass AUCTOHUS,
pa3nnYHOM CTEMEHM BbIPAXKEHHOCTN UHTENIEKTYallbHbIE pac-
cTponcTBa. Hepeako y B3pochnbix 60ne3Hb HIMC maHudecTn-
pyeT ¢ pa3BUTUS BUNONAPHbIX paccTponcTs [15]. Mpu aton
dopme peaKo pa3BMBaAlOTCS INUAENTUYECKUE MNPUCTYMbI,
06bl4HO He HabnlaalTCa yBEIMYEHUE CENE3EHKN U BEPTH-
KaNbHblM HagbsAepHbIM odTanbMonapes.

[lononHuTeNbHbIE METOAbI UCCNIER0BAHUA

Kak npaswuno, npy MPT ronoBHOro mMo3ra Ha HavalbHbIX
cTaguax NaTtofiorMyeckoro npouecca naTtonorus He o6Ha-
pyxuBaeTcsa. o mepe nporpeccupoBaHnsa 3abosieBaHKUA
06bIYHO HabMAaT KOPTUKAbHYO U CYOKOPTUKAbHYIO
aTtpoduio, aTpoPuio MO3KEYKa U MNEePUBEHTPUKYISAPHYIO
nenkonatuio [12, 16].

Mpn KOMMbIOTEPHOM 3NEKTPO3HLEDanorpadun perncTpupy-
0T AndPy3Hoe 3amenneHne OGUO3TEKTPUYECKON aKTUBHO-
CTH, 3NUNENTUYECKYIO aKTUBHOCTb [2, 5].

JlaGopaTtopHasi JuarHocTuKa

NabopaTtopHas gnarHoctuka HINC Bbi3biBAET 60/1bLLME CNOXK-
HOCTU. CneunPUYHbIN TMCTOXMMUYECKUI NPU3HAK 601e3HU
HumaHHa-TlMKa — HaKonjeHne HeacTepUPULMPOBAHHOIO
X0fleCTEPUHA B NIM30COMAx (Harpy3o4Hbi TecT ¢ GUANNK-
HOM). [pun OKpawuBaHWUKW KynbTypbl KIETOK GUIAWNUHOM
HabngaTCcs UHTEHCUMBHbIE dtoopecuupylowne obnacty,
CKOHLEHTPUPOBAHHbIE BOKPYr f4pa KIETKM, KOTOpble COOT-
BETCTBYIOT HAKOM/JEHUIO HeaCcTepUPULMPOBAHHOIO Xone-
cTepuHa. VIMEHHO Ha ero o6HapyKEHWW B KIETKax KpoBu
nnoAa, BOPCUMHAX XOPUOHA WMAM aMHMOTMYECKMX KIeTKax
OCHOBaHa O6MOXMMMYecKaa [AuarHoCTMKa 3abosieBaHus.

[JononHuUTeNbHBIMU BUOXMMUYECKUMKU MapKepaMn MoryT
ObITb: CHUXEHWEe aKTUBHOCTU COUHTOMMENUHA3bl B JIENKO-
umTtax Kposu (20—30% OT HOPMbI), NOBbILIEHNE aKTUBHOCTH
MapKepHOro GpepmeHTa TM30COM — XMTOTPMO3KNAa3bl B N1as-
Me KpoBu. IHK-gnarHoctuka sBnsercs Hanbonee npeano-
YTUTENbHBIM METoAOM BepuduKauun auvarHosa. OnucaHo
HECKO/IbKO OTHOCWUTENbHO pPacNpPOCTPAHEHHbIX MyTaLu#n
B reHe NPC1, KoTopble floKanndoBaHbl B 20—22 3K30Hax
reHa NPC1, HO B 6O/blUMHCTBE Cny4aeB TpebyeTcs NosiHoe
ceKkBeHupoBaHue reHoB NPC1 n NPC2 ansl BbiaBNeHWUs MyTa-
umMn. MHPOPMaTUBHOCTb TaKOro TECTMPOBAHUS COCTaBnseT
oKono 94% [2].

leHHO-peHoTUNHUUYECKUE Koppenauum

B rene NPC1 onucaHo 6onee 200 myTauumn, npy 3TOM aHa-
I3 TeHHO-QEHOTUNMMUYECKNX KOoppensauun 3aTpyaHUTENEH,
MOCKONbKY nofasnstowee 601bWKMHCTBO 60/bHbIX ABASIOTCS
KOMMayHA-reTepo3nrotamu, HO y penpe3eHTaTUBHbIX Bbl6O-
POK MauUMEHTOB HEKOTOPblE 3aKOHOMEPHOCTH BbISIBUTb yAa-
nocb. Hanpumep, nokasaHo, Y4To Npu UHGaHTUAbHON dopme
3ab0/1eBaHUA xapaKTepHbl HOHCEHC-MYyTaLUMK (NpuBoAsLLME
K MOSIBEHUIO CTOM-KOAOHA), MyTauuuM B 06nactu CTepon-
4YyBCTBMTENbHOIO JOMeEHa 1 3aMeHa p.Alal054Thr, a myTaums
p.lle1061Thr HMKOrAa He BCTpevaeTcs y NauMeHTOB C 3TOM
dopmon 6onesnHn [17]. MMpn MONEKyNAPHO-reHETUYECKOM
TeTcTMpoBaHnn 40 NaLMEHTOB UCMAHCKOIO NMPOMUCXOXKAEHNUSA
BbISIB/IEHO, 4TO annenb p.Cys177Tyr B rOMO3UIOTHOM COCTOS-
HWUM NPUBOAMUT K No3aHen popme 60NE3HU C KNacCU4YeCKUMHU
HEeBPOJIOrMYecKUMU nposisieHnamu. ns reHa NPC2 npose-
CTV TaKOM aHanNn3 He NPeACTaBASETCS BO3MOMKHbIM, MOCKO/b-
Ky OnucaHbl eguHUYHble 60/bHble C MyTaUMSIMU B AAHHOM
reHe. HeoHaTanbHasa n MnageHyeckasa ¢opmbl 3a6osieBaHUA
ObiM ONMCaHbl y MALMUEHTOB, MMEIOLWNX HOHCEHC-MyTalLMK
p.GIn45X, p.Cys47X B rOMO3UIOTHOM COCTOSIHMM, B3pocnas
dopma 6one3Hn — npu mytauusax p.Val39Met n p.Ser67Pro
B FOMO3UIOTHOM COCTOsiHUK [18—-20].

AnddepeHuymnanbHaa guarHocTuka

B cBSi3M C BblpaKEHHbIM KIMHUYECKUM MNOAMMOPOU3MOM
M HecneumMPpuyHOCTbIO pPaHHUX NposBneHun anddepeHuu-
anbHYl0 AWMArHOCTMKY Heo6x0AMMO MPOBOAMUTL C BGOMbLUMM
yucnom 3aboneBaHUM Kak HacneacTBeHHON, Tak U HeHacnea-
CTBEHHOM npupoabl. Mpu MaHudecTaummn 601€3HU B paHHEM
Bo3pacTe anddepeHLmanbHbliM AnarHo3 npoBoanTcs ¢ aTpe-
3UEN KENYEBbIBOAALWMX MNyTEN, BHYTPUYTPOOHLIMU MHPEK-
LUMSAMM, HacneacTBEHHbIMM 60Ne3HAMM O6MeEHa BeLecTB
(TMpO3MHEMMUEN, HEAOCTATOYHOCTbIO anbda 1 aHTUTPUNCKUHA,
6one3Hbio fowe, 60ne3Hbl0 HumaHHa—InKka TMn A/B, Muto-
XOHAPWanbHbIMKW renatonaTusmMmn), OHKONOrMYeCKMMK 3a60-
neBaHuaMu (MMMpomon, ructnoumtosom) [21]. Mpu nosgHewn
MaHudecTaumm HINC auddepeHumaymio cnegyet npoBOaUTb
C 06beMHbIM 06pa30BaHMEM FOJIOBHOMO MO3ra, IM30COMHbI-
MW 60/1€3HAMU HaKonneHusa (Gm2 raHrmo3nao3om, 6ones-
Hbto lowe), namonatmyeckon Gopmor TOPCUOHHON ANCTOHMH,
6one3Hblo BunbcoHa—KoHoBanoBa, MWTOXOHAPWANbHLIMU
U NCUXMaTpUYeCcKnMn 3aboneBaHmuaImm.

JleyeHue

Mpn 60ne3Hn HMC MHOroYyMcneHHble MOMbITKU CUMMTOMa-
TUYECKON MEAMKAMEHTO3HOM W AMETUYECKOM KOppeKuuu
AMNUAHOro obmeHa, a TaKe TpaHChnaHTauus reMonoaTu-
YECKMX CTBOJIOBbIX K/IETOK WM MEYEeHU He NPMBENN K 3Ha-
yuTenbHoMy ycnexy. B mocnegHee Bpemsi NosSIBUAUCH AaH-
Hble O MOJIOXKUTENbHOM 3ddeKTe cybCcTpaT-peayLmpyoLLen
Tepanuu npenapaTtoM wMurayctat (3aBecka, AKTEMOH,
LBenuyapus). JaHHbiM npenapat MHIMOUpPYET MUKO3uUsLe-
paMUACcUHTa3ly — GEPMEHT, KOTOPbIM KaTanuaupyeT nepByto



CcTaauto cUHTEe3a MUKOCPUHTONUNUAOB U TEM CaMbIiM MOXKET
NpensaTcTBOBaTb WX HAKOMNEHUI0. BarKHbIM AOCTOMHCTBOM
MUraycTata SBASieTCs CNOoCO6HOCTb NMPOHUKATL Yepes rema-
To3HUedanmnyecknn Gapbep. lpenapat Ha3Ha4valoT nepo-
panbHO, ¥ OH pa3pelleH K NpPUMeHeHUIo ¢ 4-NeTHero BO3-
pacTta. PeKomeHayemasi no3a 415 B3POCbIX U AeTEN cTaplue
12 net coctaBnaet 200 mr 3 pasa B AeHb. [leTam B Bo3pacTe
oT 4 go 11 net Ao3a paccynTbiBAeTcs B COOTBETCTBMM C MNJ10-
Laablo NoBepXHOCTH Tena [22—-23].

Bcem nauueHTaMm nokasaHo NpoBeAeHUe CUMNTOMaTUYECKOM
Tepanuu. MNpu KaTanieKcurM HasHavyaloT TPULMKIMYECKHUE
aHTUaenpeccaHTbl, NPU AUCTOHUM — AHTUXONMHIPrU4ecKue
npenapartbl, NPX ANUNENTUYECKUX MPUCTYNAx — aHTUINWUen-
TUYECKWE cpeacTaa.

Pe3synbTaTtbl COGCTBEHHbIX HAGMIOAEHUN

3a nepuopg 2009-2010 rr. Hamu 6biI1O0 o06cnegoBa-
HO 11 nauueHToB c nogo3peHneM Ha HIC B Bo3pacTe
oT 2 po 15 net. KputepusamMn BKIOYEHUS B UCCedoBaHMe
OblNM  MpOrpeccupyloliye HEBPOSIOTMYECKME HapyLlleHus
B COYETAHMMU C MOpParKEHWEM BHYTPEHHWX OPraHoB MU 6e3
TAKOBbIX, @ TaKe MNOBbILIEHNE AKTUBHOCTM MapPKEPHOro
depmeHTa TIM30COM — XUTOTPMO3WUAa3bl B Nia3me KPpoBU.
Bcem nauuneHTam, BKIOYEHHbIM B UccnenoBaHue, 6bia npo-
BeAEeH NoHbIN aHanna reHa NPC1 meToaoM NpsMoro CexkBe-
HUpOBaHKS. Y ABYX NaLUMEHTOB OblM OGHAPYKEHbBI MyTaLMK
B reHe NPC1, 4To nNo3BONWIO MOATBEPAUTb Mpeanonarae-
MbI AMarHos.

OAMH NauMeHT HaxoauMcs Ha CTauMOHaPHOM NeYeHnn U Npo-
Wwen TwaTenbHOE KIWMHMYEecKoe W nabopaTopHoe obcene-
[oBaHWe; BTOpon 60nbHOW o6cnegoBancs ambynaTopHo,
a npe/cTaB/ieHHblIe C MECTA HUTENbCTBA BbINMUCKU O pa3Bu-
TN 601€e3HN BbIN HEAOCTATOYHO MHOPMATMUBHLI. B cBA3HK
C peOKon BCTPEYaeMOCTbl AaHHOM MaToNOruu, KaxKabln
cfyyan aToro 3aboneBaHus BaxKeH As1s 6onee noaHoro npea-
CTaBfIEHUSA O K/IMHMYECKOM pas3Hoobpas3un 3TOW Hacnen-
CTBEHHOM NaToNormu.

KnuHuuyeckune npumepbl

BbonbHoOM B., 9 nert, nocTtynun B cTauuoHap € *Kanobamu
Ha LATKOCTb MOXOAKM, YacTble MageHus, npuxpambiBaHue
npu xoab6e («TAHET IEBYIO HOrY»), HapyLleHUe MENKON MOTO-
PUKK, NOSBNEHWE aTETOMAHbIX TMMEPKUHE30B B KOHEYHO-
CTSIX, HapyWeHWEe pPeyun, CHUKEHNE NaMaTU U YTOMASEMOCTb.
M3 aHaMHe3a M3BECTHO, YTO PeBGEeHOK OT HOpPMasbHO Mpo-
TeKaBllen 6epeMeHHOCTU, POAOB B CPOK MyTeEM Kecape-
Ba cevyeHusa. duanyeckoe pas3BuTUE B paHHEM Bo3pacTe
COOTBETCTBOBANO CPeaHUM 3HadyeHusM. HacneacTBeHHOCTb
He oTgrouleHa. MNpodunakTnyeckmne NPUBMBKKU NPOBOANINCH
no KanexHgapto. B Bospacte 5 neT Ha poHe NOAHOro 340p0-
BbSl Y Ma/ib4MKa MOSBWUIUCH XKanobbl Ha MPUCTYMNbl FON0BO-
KpyxXeHun. B 7 net pogutenu ctanu obpallatb BHUMaHWe
Ha NpUcoeauMHEHUE HeyBEpPEHHOW MOXOAKW C TeHAEHUMeWn
K nollaTbiBaHUIO U NaAeHMUIO BNEBO, OOLLYIO BANOCTb, Hapac-
TalolWwee CHUXKEHWe namsaTu, 3aukaHue. CTanu nosiBNSATbLCA
TPYyAHOCTK B y4ebe («noxme aHu»). O6cnegoBanca no Mecrty
»utenbctea. Mo gaHHbiIM MPT ronoBHoro mosra — Aud-
Py3Hble cybaTpodunyecKkme KOpPKO-NOAKOPKOBbIE WM3MEHe-
HUS BellecTBa mo3dra. XKenygoykoBasi cuctema yMEpPEHHO
BTOPMYHO pacwupeHa, S = D. JIuKBOpoANMHAMUKa KOMMEH-
cupoBaHa. B nepuBeHTpuKynsgpHom 6enoM BelecTse,
NPENMYLLECTBEHHO TEMEHHbIX PErMOHOB OTMEYatoTCs 30HbI
noBbiweHns MP curHana Ha T2 BU v pexxume FLAIR, xapak-
TepHble ana nenkonatuu. Mpu npoBeaeHnn MP BeHorpadumu
C BHYTPMBEHHbLIM KOHTPACTHbIM YCUAEHWEM CUHYCbl MPOXO-
AWUMbI, OAHAKO MOXHO OTMETUTb HEKOTOPOE CYXEeHue Mpo-
cBeTa NeBOro nonepeyHoro cuHyca. lJaHHble KOMMNbIOTEPHOM

aneKkTpoaHuedpanorpadun (K33 BbipaKeHHbIX UBMEHEHUIN
He BbiSBUAN. Kypcamu npoBoaMnacb metabonmyeckas, Hoo-
TpOMnHasa Tepanus ¢ HEKOTOPOW MOJIOKUTENbHON AMHAMUKOM
B BMAE YAYYLIEHNS KOOPAMHATOPHbIX GYHKLIMIA, YMEHbLUEHHMS
BECTUOYNSAPHbIX HapyweHun. 1o OKOHYaHWKM Kypca neye-
HUS poauTENM oTMevanu GbICTPbIA Perpecc noaoKUTENbHOM
AWHAMUWKK, HapacTaHWe KOOPAMHATOPHbIX U peyeBbiX Hapy-
LEHWI, NOSIBNIEHME MPUXPaMbIBaHUSA Ha NEBYIO HOTY.

Mpu ocmoTpe Ha MOMEHT NOCTYMJIEHURA: TUMNEPCTEHNYECKOE
TENOC/NOXKEHNe, MOBbIWEHHOE MUTaHue. KOoXHble MOKPOBbI
6neaHble, BUANMbIE CNU3UCTble 060N04YKM YUCTbIE. B nerkmx
BE3UKYNSPHOE AblXxaHWe NPOoBOAMTCS BO BCE OTAENbI, XPUNOB
HeT. ToHbI cepaLa ACHble, PUTM NMpaBUbHbIN. XKUBOT MATKUNA,
6e360/1e3HEHHbIN. [levyeHb, cene3eHka — He yBeNMYEeHbl.
CTyn, ouMypes He HapyLLEeHbI.

HeBponornyeckun crtatyc: pebeHOK B CO3HaHUW, Opwu-
€HTUPOBaH, HECKONIbKO HeraTMBEH K OCMOTPY, MJIaKCUB,
WMHCTPYKLMM BbINOMHSAET, NpaBUIbHO OTBEYAET Ha BOMPOCHI.
06LEeMO3roBbIX, MEHUHI€aNbHbIX CUMNTOMOB He BbISIBNSET-
cs1. OBOHSAHUE COXpaHEHO, 3peHME He nccneqoBaHo. [MasHble
LWEeNM aCUMMETPUYHBI (CNpaBa WKUPE), HapyLEHUS ABUKEHHMS
rnasHblX 670K B BMAE OrpaHUYeHUs No BepTUKaNu, npo-
ABNSAIOWMECS TONbKO NPU CMOHTAHHbIX ABUXEHUSX, @ HE MpKU
CNEXEHUN 3a HEBPOSTIOTMYECKMM MOTIOTOYKOM, TOYKM BbIxoaa
TPOMHMYHOIro HepBa 6e360/1e3HEHHbIE. JINLO CUMMETPUYHOE.
BbisiBnseTcs ropM3oHTanbHbI MENKOAMMAUTYAHbIA HUCTArM
B KpalHeM neBoM oTBeAeHMN. HebHaa 3aHaBecKa NoaBUK-
Ha. Moaxe4ykoBas an3aptpus. AncdoHuun, aucdarmm — HeT.
He6HbIN W NOTOYHbIM pedneKcbl NoBblWeHbl. [0BOPOThI
ro/IoBbl B NOIHOM 06beMe. A3bIK N0 CPEAHEN IMHUMN.

Mpn wuccnegoBaHun pedneKkTopHO-ABUraTebHON cdepbl
OTMEYaeTCs M3MEHEHWEe MOXOAKM, INEeMEeHTbl remunapesa.
MbllLeYHasa ANCTOHUS C 2-X CTOPOH, CyXOXKUNbHble pednieKchl
BbICOKME, 6€3 YETKON pa3HuLbl CTOPOH. C1na MblllL, CHUXKE-
Ha g0 4-x 6annoB. [oNoXUTeNbHbIM CUMNTOM BabUHCKOro
C ABYX CTOPOH, 6osblue cnesa.

KoopanHaTopHas cdepa: B no3e Pombepra nowiatbiBaeTcs.
ManbLe-HOCOBYIO, MasiblLie-MOJIOTOYKOBYIO MpPO6bI BbINO-
HAET C MHTEeHUWEN, rnnepMmeTpuen. HYyBCTBUTENbHbIX Hapy-
LEHWN He BblsiBIEHO. Ta30BbIX, BEreTaTMBHbIX PacCTPOMUCTB
He oTMevaeTcs.

Bbicwne KopkoBble GYHKUMKU: 06bEM HaBbIKOB, 3HaHUM
NPeACTaBASETCA CHUKEHHbIM.

JlabopaTopHble uccaegoBaHus

B 06L1MX aHanM3ax KpOBM M MOYM NaTONOMMS HE BbiiBNEHA.
buoxmmuyecknn aHanms Kposu: ACT-55 (Hopma
10-42) Ea/n, Ca (MOHM3UpOBaHHbLIM) — 1,17 (Hopma
0,98-1,13) monb/n. B uepebpocnnHanbHOM MKWOKOCTU:
uuTo3 2,7 X108, 6enok 0,3 (Hopma 0,08-0,42) r/n, FOKO-
3a 2,86 (Hopma 3,33-4,44) mmonb/n, B uutonpenapaTte —
74 coxpaHHble KNeTKU: MoHouuTbl (23) + makpodaru (51).
MMMyHONOrno6ynnHbl KPOBKU B npedenax BO3pacTHOM Hop-
Mbl. AHann3 KpoBu Ha a-peTtonpotenH — 1,4 ME/mn (Hopma
0-9,5). JlTaKTaT CbIBOPOTKM KPOBM HaTOLLaK 1 NOCne Harpys-
Ku: 2,4 mmonb/n n 1,6 MmMonb/n, COOTBETCTBEHHO. AHanNU3
NIMKBOPA Ha nakKTtart nocsne Harpysku: 1,5 mmonb/n.
MarHuTHo-pe3oHaHcHas Tomorpadus (MPT) ronoBHoOro mos-
ra: Ha npeactaBneHHbIX MP M3006pa)KeHUsX B CpaBHEHWH
C paHee NpoBefeHHbIM WCCNeAOBaHMEM MOMXHO OTMETUTb
HeKoTopoe noBbileHne MP curHana Ha T2 BU n pexume
FLAIR oT nepvMBeHTPUKYNSApPHOro 6e50ro BelwectBa € yTpu-
poBaHWeM paHee BbIBNEHHbIX 30H IEMKONaTUM B TEMEHHbIX
obnactax. CteneHb aTpodUYECKUX UBSMEHEHUN U BEHTPUKY-
NApHaa reoMeTpmsa OCTaloTCs NPEXKHUMU.

Mo gaHHbIM K33l, B KOHBEKCUTaNbHbIX OTAENaX noaywapum
peructpupytotcad AMPPy3Hble 06LLEMO3TOBble M3MEHEHUS
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PepKkue 6onesuHu

OMO3NEKTPUYECKON aKTMBHOCTK, MpPOSIBASOWMECS B BUAE
OW3PUTMUKN U Ae30praHn3aln KOPKOBOM PUTMUKK, OTCYT-
CTBUSI PErYISIPHOrO OCHOBHOMO a-puUTMa B 3afHWX OTAenax
nonywapui, LOMUHUPOBAHUK MeNeHHbIX GOPM aKTUBHOCTH
TeTa-AnanasoHa no BCEM OTAeNam KOHBEKCA, YCUAMBaIOLLMX-
csi Npv BbinonHeHUn HV npobbl. PPC: doTonapokcuamManb-
HOM peaKLuuun B Kope 60/blUMX NOyLapui He BbiSBASETCS.
YnbTpa3ByKoBOE UccnefoBaHWe BPIOLWHOM MOMOCTU: NEYEHb
He yBennyeHa, KOHTYpbl POBHblE, NapeHxMmMa OAHOPOAHas,
9XOreHHOCTb 06bl4Has, NMOAYEPKHYT COCYAUCTbIM PUCYHOK,
XBocTaTas [0NsS He M3MeHeHa; NoArKenyaoyHas Kenesa
YMEPEHHO YyBenn4eHa B XBOCTe, 18X7X22 MM, KOHTYpbl
POBHblE, NapeHXxnMmMa yMepPeHHO HEOAHOPOAHAas, BUPCYHIOB
NPOTOK He pacClIMpPEH; MKeNYHbl My3blpb 06bIYHOM Op-
Mbl, B MPOCBETE MPUCTEHOYHbIM OCafOK, CTEHKWU MNOTHbIE,
X0NeA0X He paclUMpeH; cene3eHKa COOTBETCTBYET BO3pPacTy,
CTPYKTYpa 3€epHUCTast; NOYKM PacrnonoeHbl 06bl4HO, KOH-
Typbl POBHblE, pa3mepbl COOTBETCTBYIOT BO3PACTHOM HOp-
Me, napeHxuma — anddepeHUUpoBKa U BacKynapu3auns
COXPaHeHbI, Yalle4yHO-I0XaHOYHas CUCTEMA He pacluMpeHa,
CTEHKM YNAOTHEHbI.

McecnepoBaHMe 3puTENbHbIX Bbl3BaHHbIX MOTEHLMANOB:
Ha PEeBEPCUBHbLIM NaTTEPH PErMCTPUPYIOTCA MPU3HAKKU AMC-
GYHKUMKM NpoBefeHNs BO3OYKAEHUSA B LEHTpabHbIX OTae-
nax 3putenbHON addepeHTHOM CUCTEMbI C ABYX CTOPOH,
6onblUe cneBa, NPOSBASIOLMECS YBENTMYEHNEM NATEHTHOCTH
OCHOBHOro KomnoHeHTa P100 npu CTUMynSLUK NeBOro rna-
3a no 115 mc, npu ctumynsauuu npasoro rmasa — 4o 109 mc
Nno CpaBHEHUIO C HOPMOMW.

Ha peHTreHorpamme nerkux B NpsiMon NpoeKuun NeroyHble
nons 0OAMHaKOBOW NPO3PAYHOCTH, IerKne B3ayThl. JIero4HbIn
PUCYHOK HE M3MEHEH, KOPHU CTPYKTYPHbI, HE pacLUMpeHbI,
He YMNNOTHEHbl, PUCYHOK WX He M3MeHeH. TeHb cpepocTe-
HMS He paclupeHa, pacnonoxeHa cpeanHHo. TeHb cepaua
He M3MeHeHa, He paclmpeHa. KocTanbHas nieespa He u3me-
HeHa. [neBpanbHble CMHYCbl cBOGOAHbLI. Anadparma ¢ yet-
KUMW, POBHbIMU KOHTYpamu, pacnonioxKeHa 06bI4HO.
[aHHbIM KNnHKMYeckun cnydan HIC, 6e3ycnoBHO, Knaccuye-
CKWIN Cc Oe6loToM B AETCKOM BO3pacTe (MOo34HAA MnajgeHye-
cKasa ¢opma). YunTbiBass BoO3pacT Hadvana 6onesHu (5 ner),
nporpeaneHTHoe TedeHne, AaHHble KTMHUYEeCKOro ocmoTpa:
MO3}KEYKOBbIM CUHAPOM, IEBOCTOPOHHUIM remmnnapes, nou-
HeBponaTuio; AaHHble AOMONHWUTENbHbLIX MCCAefoBaHWM —
MPT ronosHoro mo3sra (KOPKOBO-NOAKOPKOBas cybaTpodus
nonywapumn 601bLOro Mo3ra, cybatpodums Mo3Ke4vKa, Herpy-
6as nenkonatuns) audpdepeHunanbHbli AUarHo3 NpoBoauIcs
C HacnefCTBEHHbIMU HerpoaereHepaTMBHbIMU 3a60eBaHK-
AMM, TaKMMK KaK Gm2 raHrmMo3unao3, 6one3Hb dpuaperixa,
aTaKCcus-0KyIOMOTOpHas anpakcus, cuHgpomom Jlym—bap,
a TaKKe C MUTOXOHAPMaNbHbIMU GONE3HAMM.

TaK e, Kak U B AaHHOM cnydyae, npu 6one3Hn dpuapeixa
n GM2 raHrnMo3ngose nepsbiM CUMNTOMOM 60/IE3HU ABNS-
€TCS pacCTPOMCTBO NOXOAKU — HEYCTOMYMBOCTb, HETOBKOCTb
npu 6biCcTpon xoabbe u 6ere. MOCTENEHHO K HapylleHUto
Xoabbbl M HEycTOM4YMBOCTM B MNo3e Pombepra npucoeau-
HAETCA MHTEHLMOHHbBIA TPEMOP, AUCKOOPAMHALMS B PyKax.
PaccTtporictBa peyn BO3HMKAKOT pPaHO W HOCHAT CHNOXKHbIN
MO3XEYKOBO-AM3aPTPUYECKMI XapakTep. MNpu Knaccuye-
cKkon dopme aTakeun Ppuapenixa, B otnnyme ot 6onesnm HIC,
4acTo pa3BMBaETCA CyXOXWbHas apednekcus, KoTopas
SBASETCA PaHHMM U CcneuudUYEecKnM CUMNTOMOM 60M1e3HMU;
BO3HMKAET HapyLlEHWEe CYCTaBHO-MbIWEYHOW M BMOpaLu-
OHHOW 4YyBCTBUTENBHOCTU. [JaHHbIX CUMATOMOB Y NauueHTa
OTMeY€eHo He 6bi10. bonesHb Ppuapenixa Tak e, Kak u HIC,
OTHOCUTCH K MY/IbTUCMCTEMHOM NaTO/IOrMK, OAHaKO Habop
KIMHWYECKMX NPOSIBAEHUN MpU 3TUX 3aboneBaHusaX 3Ha4Yu-
TeNbHO OTINMYaETCS. XapaKTepHbiM ANa 6one3nn dpuapeixa

SIBNSIETCA BOB/J€YEHWE B MATONOMMYECKUIH MPOLLECC KOCT-
HOM cUCTEMbI C GOPMUPOBAHUEM TaK Ha3blBAEMOM «CTOMbI
dpuapeixar; HepeaKo oTMevaloTcss KMPOCKONMO3, Kapano-
MUoNaTUs U pasfnMyHble SHAOKPUHHBbIE HapyleHus. Mo aaH-
HbIM UTEpaTypbl, NPY NO34HUX popmax Gm2 raHrMo3Maosa
06bI4HO Pa3BMBAIOTCA Pa3NUYHbIE TUMbl AMNUAENTUHECKUX
NPMUCTYNoB (reHepann3oBaHHble TOHNKO-KOHUYECKHUE, MUO-
K/TOHUYECKMNE), PE3UCTEHTHbIE K aHTUANUAENTUYECKON Tepa-
MUK, YTO He OblNI0 3aperncTpupoBaHoO B HalleMm ciydae [2].
HeBponornyecku HeoTanuynmbimu oT HINC 3aboneBaHusAMM
SBASIOTCS aTaKCKA-OKY/IOMOTOPHas anpakcus M CUHAPOM
JNlyn—bap. Takxe, Kak u HINC, aTakcma-0KynoMOTOpHas anpak-
cus 0ebloTUpyeT B paHHEM AETCKOM Bo3pacTe. HavyanbHbiMuU
CMMMNTOMaMMU aTaKCHUU-OKYTOMOTOPHOM anpaKkcuu SBASOTCS
MOS3}KEYKOBbIE PACCTPOMCTBA, CO BPEMEHEM MPUCOEANHS-
eTCcsl anpaKkcus rnasoaBuraTeNibHOM MyCKynaTypbl, 4acTo
pa3BuBaeTcsa nonaunHeBponatua. B otanune ot HIIC npwm
cuHapome Jlyu—bap o6Hapy)KMBalOT MNOBbIWEHWE YPOBHS
a-peTonpoTenHa M U3MEHEHUS UMMYHOMIOGY/IMHOB OCHOB-
HbIX Knaccos [24].

OuddepeHunanbHbii AMarH03 MpoBOAMIICS TaKXKe C MUTO-
XOHAPWaNbHON NaToONOrnMen, B YaCTHOCTU C CUHAPOMOM MpPo-
rpeccupytolller Hapy»KHOM odTanbmoniernn, npu KoTopowm
NOMUMO MOSIBNIEHUS Na304BUraTeNibHbIX HapylweHun (Kak
y Halero nauueHTta) HabnAalTca NTO3, MblllevyHas cna-
60CTb B NPOKCHMMabHbIX OTAE/IaX KOHEYHOCTEN, NOBLILWEHWE
YPOBHS flaKTaTa B KPOBW U LLepeBPOCNNHANbHON XUAKOCTH.
OfgHa M3 MyTauui, BbISIBAEHHbIX Y Halero nauneHta —
3aMeHa UMTO3MHa Ha TUMUH B MOJIOXKEHUU 2861 npuBoaut
K 3aMeHe aMWHOKMCNOTbl Ser954Leu M OTHOCHUTCA K YMC-
Ny MyTauuW, 3Ha4yuMTeNbHO Hapywalowmnx GyHKUMKM 6enka.
BTopon myTaHTHbIM annenb — ¢.3614delC aBnseTcs HOBOWM
MyTaumen, HO, MOXHO MPEeAnoOXKMUTb, YTO OH TaKXKe cylle-
CTBEHHO BAMUSIET Ha QYHKUMIO 6enKa, NMOCKONbKY NMPUBOAUT
K CABMUIY PaMKM CYUTbIBAHMS.

Taknm 06pa3om, B JaHHOM ciyyae TulaTefbHbli c6op aHaMm-
He3a, BbliBieHWE NocnefoBaTebHOCTU MOSABAEHUSA OCHOB-
HbIX CMMMTOMOB CTajiM OCHOBHbIMW KPUTEPUAMM, HaA OCHO-
BaHWW KOTOPbIX MOSIBUNACb BO3MOXHOCTb MPEANONOKUTb
KIMHUYECKMUI ANarHo3.

BonbHas b., 5 net. Poantenn obpatuancb B NOAUKIUHUYE-
CKOe OTAeneHune ¢ anobaMu Ha 3aaepKKy NCUXOMOTOPHOrO
pa3BUTUS U yBENNYEHWE PA3MEPOB MEYEHU U CENE3EHKM.
M3 aHamHe3a M3BECTHO, YTO pebEeHOK OT BTOPOM 6epeMeH-
HOCTH, NpoTeKaBllen 6e3 0COBEHHOCTEN, BTOPbIX CPOYHbIX
CamMoCTOATENbHbIX POAOB. HacneaCTBEHHOCTb He oTAroue-
Ha. MpodunakTMyeckne NPMBUBKKU NPOBEAEHbl MO KasleH-
napto. Ha nepBom rogy »u3Hu Habnwganacb y optoneaa
no nNoBoay Aucnaa3unn TasobeapeHHbiX cyctaBoB. Co cnoB
poauTenen, K BO3pacTy nofiyTopa feT cTana 3ameTHa
3afepKKa NCUXOMOTOPHOro pa3BuTUS, Npu o6cnegoBaHum
Nno MEeCTy XuTeNnbCcTBa pebeHKy Obll yCTAaHOBMEH AMArHO3:
OETCKUIN LepebpanbHbli napanuy. [leBoyke npoBoaunach
peabunuTaumoHHasa Tepanusa 6e3 SBHOIro NOS0XMUTENbHOIO
adpodeKTa. B Bo3pacTte 3 neT npu npoBeaeHuUn ynbTpas3By-
KOBOro MUccnegoBaHMa opraHoB OGPIOWHOM MOJOCTU 6blo
06GHapyXXeHO yBeNMYeHUEe pa3MepoB NEYEHN U CENE3EHKH,
B CBSI3M C 4YeM pebeHOK npoxoaun obcnefoBaHue U neve-
HMe B remaTosiorMyeckom otaeneHnu. C aMarHocTM4yecKom
uenbto 6blla NpoBefeHa NYHKLMS KOCTHOroO MO3ra, B KOTO-
por 6blIN BbiABAEHbI KNeTku [owe, 4To NO3BOINAO 3ano-
[03pUTb 3abonieBaHne M3 rpynrbl TM30COMHbIX 6GONE3HEN
HaKkonaeHus.

Mpn oCMOTpe Ha MOMEHT MOCTYM/JEHUS COCTOSIHUE OYEHb
Taxkenoe. KoxHble MOKPOBbI Cyxue, 4ucTble. CepaedHble
TOHbI MPUIAYLLIEHbI, OTMEYAETCH CUCTONMYECKMI WyM B V TOY-



Ke. AyCKynbTaTMBHO B NIErKMX AblXaHWe KeCTKOoe, MPOBOAMTCA
BO Bce oTaensbl. lNeveHb yBennyeHa: + 3 cMm, +4 ¢cm, +4 c™m
M3-nof Kpas pebepHoW Ayru, Kpan MnAOTHbIM, Cene3eHKa
+6 cM 13-noa Kpas pebepHon ayrun, Kpan anactuyHbin. Ctyn,
AMypEe3 He HapylleHbI.

B HeBponornyeckom crartyce: o6WEeMO3roBblX U MEHUHre-
anbHbIX CUMNTOMOB HeT. B3op GUKCUMpPYET N NpocnexKmBaerT,
ABUXEHMUS rNa3HblX 96/10K B MOAHOM 06beme, ML CUMMe-
TPUYHOE, FNOTOYHbIE U HEOBHble pedrieKCbl CHUMKEHbI, AWC-
darnsa n guchoHmsa. fonoBy HE AEPHKUT, HE CUAMUT, HE XOOMUT.
Mbllwe4YyHas rMNOTOHUSA. KOHTpaKTypbl KPYMHbIX CyCTaBOB.
B co3HaHuu, 3agepiKKa NCMXOMOTOPHOI0 Pa3BUTUS, HE FOBO-
PUT, OKPY)KatoLWMM HEe MHTEPECYETCS.

JlabopaTopHble UccneaoBaHus: B 06WEM aHanni3e Kpo-
BU — remornobuH 98 r/n, aputpouuthl 3,6X1012/x,
uBeToBOi nokasaTtenb 0,81, Tpom6ouWTbl 198Xx10°%/n,
nenkoumTbl 5,0X10°2/n, nanoyxkosgepHole 1%, cermeHTo-
agepHble 45%, 303uHodunbl 1%, numoountbl 44%, MOHO-
untel 8%, CO3 12 mm/4y. B 6GMOXMMUYECKOM aHanuse
Kposu: ACT — 55 (10-42) Ea/n, Ca (MOHU3NPOBAHHbIN) —
1,17 (0,98-1,13) mmonb/n.

[JaHHbIN KIWMHWUYECKUK cnydan WANIOCTPUPYET COXKHOCTHU
anoddepeHumnanbHon anarHocTuku HIC. YuntbiBas paHHIoO0
MaHudecTaumio 60/1€3HM (Ha NepBOM FOAY XKMU3HWU), MNpPO-
rpeccupytouiee TeyeHue 60/€3HU, AaHHble KIMHUYECKOro
oCMOTpa (renaTtonMeHasnbHbl CUHAPOM, 3aeprKKa NCUXOMO-
TOPHOrO Pa3BMTHA), AOMONHUTENbHBIX AAHHBIX (HANM4Ke Kie-
TOK [olWe B NyHKTaTe KOCTHOro Mo3ra), anddepeHumnanbHbln
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