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Bone3Hb HumanHa—Ivka Tuna C (BHIMNC) — pefikoe HacneacTBeHHOe 3abonieBaHne M3 knacca JIM30COMHbIX 60Ne3HeN Hakone-
Hus1, 06ycnosneHHoe mytauusmm B reHe NPC1unn NPC2. BbigenatoT HECKOMbKO KNMHUYECKNX (GOopM, pasnmyaloLLmxcs Mexay coboi
no BO3pacTy MaHUdecTaLmmn, 0CHOBHLIM KIIMHUYECKNM MPOSIBIEHUSIM U XapakTepy Te4eHWs NaTofiornyeckoro npouecca. Ha pasHbix
atanax BHMC moxeT npoTekaTtb Nog MackaMu ApYrux HACNeACTBEHHbIX M NPUOBPETEHHLIX 3a60NEBAHMIA, YTO 3aTPYAHAET AMArHOC-
TUKy. [e6l0THbIE CUMNTOMBI 06bIMHO HecneumduYHbl 1 B psfe ciydaeB 3aboneBaHne OCTaETCS HEPACMNO3HAHHLIM Ha NMPOTSXKEHUN
5—6 net OT NOSIBNEHMS NEPBbLIX HEBPOOTMYECKMX CUMNTOMOB. [peacTaBneHsl 5 NOATBEPXAEHHBIX CyyaeB 3ab0eBaHNS 1 OTpaxe-
Hbl OCHOBHbIE KIIMHUYECKME N HEMPOPAMOorniyeckne fanHHole. PaccmaTprBaloTes Noaxonbl K anddepeHumanbHon AMarHoCTUKe.

KnioueBble coBa: HelipofereHepatuBHble 601e3HW, chUHronunmMaossl, 6onesHb HumanHa—Muka Tuna C, anddepeHumanbHbIi

AnarHo3

Beenenne

bonesnr Humanna—Iluka tuna C (bBHIIC) — penkoe
MpOTpeccupyoliiee HacleACTBEHHOE ayTOCOMHO-PELECCHB-
Hoe 3a0oJieBaHMe W3 TPYIbl JU30COMHBIX OOJie3Hel Ha-
koruienusi (JIBH), oOycnoBieHHoe MyTallMsiMuM B TeHe
NPCIvwma NPC2 1, 2, 3].

B nauane XX Beka AByMsI HEMELKMMU KOJUIETaMU, JOK-
topoM A. Niemann B 1914 r. u nmatonoroanatomom L. Pick,
Obl1a oMKcaHa reTeporeHHasl rpyrina 3adoeBaHuA, MPU KO-
TOPBIX MPOUCXOAMUIO HapylleHHe MeTaboJnM3Ma JUTUAOB B
OpraHM3Me, YTO TIPUBOAMIIO K HAKOIICHUIO COUHTOMMETT -
Ha B KJIETKaxX PEeTUKYJIO3HIOTEIUAIbHOM crucTeMbl. 3aboe-
BaHMs M3 3TOI TPYIIBI XapaKTepU30BaJIUCh PA3BUTHEM Te-
MaTOJMEeHATLHOTO CMHAPOMA, YacTO B COYETAHUU C HEBPO-
JIOrM4ecKuMHM pacctpoiictBamu. C Tex Iop 3Ta rpyIa 3a00-
JIeBaHUI TIoJlyuynsia Ha3BaHue Oozesns Humanna—Iluka.
B nanvHeiiiiem BHITC 6bl1a moapasneneHa Ha YeThIpe K-
Huueckux eHoruna: A, B, C, D. B nocneaHee BpeMs ObLIO
noka3zaHo, yto BHIIC cBsg3ana ¢ HapyleHreM TpaHCIIOPTa
xonecrepuHa. [lepBUUHBIN  MOJIEKYJISIPHO-TEHETUUECKUIA
nedekt 6ose3Hu ObUT yetaHoBieH B 1990 r. [2].

[nst maHHOrO 3a00JieBaHMSI XapaKTepeH BbIPaKEHHbIN
KJIMHUYECKUIA U TeHeTHYecKuil momumopdusm. Bospact ma-
HudecTauum KojaedseTcss OT HEOHATaJIbHOTO 10 B3POCIIOro 1
MOXET 3HAUYMTEJIbHO Pa3NJaThCsi BHYTPU OJHOMN CEMBU.
BHIIC moxeT xapakrepu3oBaThCsl pa3iMYHBIMU HEBPOJIO-
TMYECKUMHU, TICUXUYECKUMU, BUCLEPATbHBIMU CUMITOMA-
MU, KOTOPbIE MOTYT OBbITh MPEACTABIEHBI Y MAlIMeHTa Kak 1Mo
OTAETBHOCTH, TaK M B Pa3IMYHBIX KOMOWHAIUSIX. B 6oJb-
IIMHCTBE CJIy4aeB YCTAHOBUTH MPAaBWIIbHBIN TUATHO3 Kpaii-
HE CJIOKHO B CBSI3U C HECTeM(MUUHOCTbIO PAHHUX CUMITO-
MOB, OIHAKO 3HaHUE XapaKTePHbIX CUMIITOMOB TIPU TaHHOM
3200JICBAaHUY WM X COYETAHMSI MOXKET TOMOYb Bpauy-KiH-
HUIIMCTY 3aMoA03pUTh 3Ty PENKYIO marosoruto. PanHss nu-

arHoctuka BHIIC kpaiiHe BaxkHa B CBSI3M C HaJUYMEM Ia-
TOoreHeTH4yeckoro jeueHus. Ha ceromHsuHuii 1eHb paspa-
0oTaH mpemapaT MUIJIycTaT (3aBecka), KoMmmaHusl Actelion
Pharmaceuticals Ltd, Allschwil, lIBeiiiapusi, Ha3HaueHUE
KOTOPOTO TIOKa3aHO TIpU TIOSIBJIGHUM HEBPOJIOTMUECKUX
CUMIITOMOB 0OJIE3HUM, YTO HAET BO3MOXHOCTb HE TOJbKO
MPUOCTAHOBUTDH €€ MPOIrPEeCCUPOBAHKE, HO U MOJYUYUTh 00-
paTHOe Pa3BUTHE OTACIBHBIX KIMHUYECKUX TPOSBICHUN 1
VAYYIIUTh KaYeCTBO XU3HU maiueHTa [2, 24]. Takum obpa-
30M, ueab Hacmoswell cmamvd — TIOBBILIEHUE OCBe-
noMaéHHocTu Bpaueit o BHIIC s ynydiieHust 1uarHocTu-
KU U CBOEBPEMEHHOTO HaMpaBIeHUs MAllMeHTOB B CIiela-
JIM3UPOBAHHYIO J1aOOPATOPUIO HA MOATBEPKIAIOUIYIO JUar-
HOCTHKY [1].

E)HHHCMHOJIOI‘HS[, T€HETHKA M MATOr¢He3

BHIIC otHOCHTCS K YMCITy peIKNX HAacJIeACTBEHHBIX 00-
JIe3Hel oOMeHa BellecTB. 3abosieBaHUWE pPACMpPOCTPAHEHO
MTOBCEMECTHO.

B nHacrosiee Bpemsi cuutaetcsi, yto yacrora bHIIC B
mupe cocrasisiet 1 : 120 000 — 1 : 150 000 [2, 23].

BHIIC — HacieacTBeHHOE ayTOCOMHO-PELIECCUBHOE 3a-
OoyieBaHMe, OOyciOBIeHHOe MyTanmusasmMu B reHe NPCI
(~95% cnyuaeB), NPC2 (~4% cny4aeB), BO3MOXHbBI U JIpY-
rve, emi€ He WACHTU(UIIMPOBAHHBIC, MYTAHTHBIC aJJIe]IN
(~1% cnyyaeB) [5, 15]. NPCI oTHOCHTCSI K CEMEICTBY Te-
HOB, KOIUPYIOIIMX MEMOPaHHO-CBSI3aHHBIE CTEPOTUYBCTBH -
teabHble Oenku [12]. Benox NPC2 — BHYTpMIM30COMHBIN
repeHocUrK/TpaHcnoptép xosecrepuHa. Ienst NPCI u
NPC2 xonupyloT 6eJiKi, OTBEYaloll1e 32 TPAHCIIOPT XOJec-
TepUHA W JMIUAOB BHYTPU KJIeTKU. HakarauBaemble mpu
BHIIC meTabonuTsl peacTaBisiioT CO00i He TOJIBKO CIOXK-
HblE, HO ¥ Pa3HOOOpa3HbIe KJIACCHI JIMMUIOB — HE3CTepe-
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(uuMpoBaHHbBII X0IeCTepUH, COUHTOMUEIINH, TTTUKOC(HUH-
rOJUMUALI, cuHrosuH [1, 2].

K HacrosiieMy BpeMeHU U3BECTHO OKOJIO 252 MaToreH-
HbIX MyTauuii reHa NPC1u 18 mytauuii B rene NPC2, KoTo-
pbie B OOJIBIIMHCTBE CIydaeB MPEACTABISIOT COO0M TOYKO-
Bble MyTauuu [14]. B 3aBUCHMMOCTH OT TOTO, B KAKOM TeHE
HaiineHa naroreHHast mytanus, BHITC uHorma HasbiBatoT
BHIIC1 nnu BHITC2 cooTBeTCTBEHHO.

I'eno-(enoTunuyeckue Koppesaiuun

Jlo HacTOSIIEro BpeMeHUW aKTHUBHO U3y4yaloTCsl Te-
HO-(DeHOTUIMYECKMEe KOPPEISIUKU 3TOr0 pelKoro 3abose-
BaHus1. K OTHOCUTETHbHO YacThIM €BPONENCKUM MYyTalUsIM
B reHe NPCI ornocarcs wyrauuu p.llel061Thr u
p.Pro1007Ala. [Insg HEKOTOPBIX MYTallUil BBISIBICHBI Te-
Ho-peHoTUNMYecKe Koppensaiuuu [23]. Hanmpumep, nato-
reHHass mytauus p.I11061T B rOMO3MIOTHOM COCTOSIHUM
yacToO accolMMpoBaHa ¢ MaHudecTalueil 3a0ojieBaHuUs B
IOHOIIIECKOM BO3pacTe, HO OINKCaHa M MPU MIageHIeCKOM
dopme Oojne3HU ¢ (QYIbMHHATHBIM TeUYeHHMEM TelaTuTa.
Takxe rmokasaHo, 4To matoreHHast mytauus p.I11061T B re-
TEPO3UTOTHOM COCTOSIHUM BCTpEYAeTCs MPU BCEeX KIMHU-
YecKUX (DeHOTHUIAX, 3a UCKIIOYCHUEM TSIKENBIX MIIafcH-
yeckux ¢dopm 6one3nu [10, 11]. Myrauumn B rene NPCI
P1007A 1 V950M B roMO3UTOTHOM COCTOSIHUU KOPPEIUPY-
10T CO B3pocCioil MaHMdecTalueir 3adboaeBanus. MyTanus
G992R B roMO3UTOTHOM COCTOSIHMM 4acTO HaOJ01aeTCs y
MalMeHToB ¢ Je0ITOM 3a00JieBaHUS B IOHOIIECKOM BO3-
pacTe 1y B3pOCJbIX C MENIEHHBIM MPOrPECCUPOBAHUEM 3a-
6oneBanust [10]. Myramuu B rene NPCI (C63R, QI92R,
CI113R, u T137M) yacTo 00HapyXMBAIOT IIPU TSKETBIX HE-
BpoJIOTMYecKuX opmax ¢ MiIaJieHuYecKoi MaHuGecTaluei
3aboneBanus [8, 16, 22].

Y GonblIMHCTBA MALMEHTOB ¢ MyTalusimMu B reHe NPC2
MepBble KIMHUYECKUE CUMIITOMbI OOBIYHO HAYMHAIOTCSI B
paHHEM MJIaJeHYeCKOM BO3pacTe, MPOSIBISIOTCS TbIXaTeb-
HOM HEMOCTATOYHOCTBIO, TIOPaXeHUEM TIeUeHU /WU He-
BPOJIOTMYECKUMU HApYIICHUSIMU, a TAKXKe UMEIOT ObICTPOII-
porpeccupyloliee TeueHue. Cpeiad MaTOTEHHBIX MyTaluit
YacTo BCTPEUalOTCsl HOHCEHC-MYTallMK WM MyTalluu, TpHu-
BOISIIIME K CABUTY paMKW cuuThiBaHUs [10].

Knunnyeckne nposBiaeHus

[ma BHIIC xapakTepeH BBIpaXXeHHBIM KIMHUYCCKUIA
MoIMMOP(U3M C pa3IMYHBIMU CPOKAMK MaHU(ECTAIIUN 3a-
0osieBaHMS: OT HEOHATAILHOIO MEPUOAA 10 B3POCIOro BO3-
pacta. Ilux MaHubecTaluy MPUXOIUTCS Ha IOHOLIECKUI
Bo3pacT. BHIIC otHOCUTCS K MYIbTUCUCTEMHON ITaTOJIO-
MU C MPEUMYILIECTBEHHBIM MOPaXXEHUEM HEPBHOM CUCTe-
MBI, IEYEeHU, CeJIe3EHKHU, B PEIKUX clydasx — Jerkux. Hau-
6oJee SICHO MYJIBTUCUCTEMHOCTb MTPOCIIEKMBAETCS TIPU PaH-
Hell MaHudecTauny 3a00JIeBaHUS; TIPU TIO3IHEM Havaje Ha
TePBbIi TJIaH BBIXOAST MPOTrpPecCUPYIOLINe HEBPOJOTUYEC-
KUe U Tcuxuyeckue pacctpoiicta [3]. OCHOBHbIE KIMHU-
yeckue mnposiBneHuss BHIIC He3aBucuMo OoT Bo3pacTa Ma-
Hudectauny npusBeneHsl B Tada. 1 [9]. [Ipu couetannm He-
BPOJIOTMYECKUX, BUCLIEPATIBHBIX U TICUXUYECKUX CUMIITOMOB
nuddepeHInaTbHbIi 1MarHo3 HeoOXOAMMO MPOBOAUTH B
IpyMIle HACIeACTBEHHBIX OoJie3HEeil oOMeHa BEIIECTB.
B Tabn. 2 mpencraBieHbl MPUMEPHI COYETAHMM KIMHUYEC-
KUX CHMITOMOB, TP KOTOPBIX HEOOXOAMMO 3aIl0l103pUTh
BHIIC [9]. Haubonee BepositHo anst auarHo3a BHIIC co-
BIaIeHWe TaKUX CUMIITOMOB, KaK aTaKCHUs W TUTIEPKUHE3bI
JIMLIEBOI MYCKYJIAaTypbl M BEPXHMX KOHeuHocTeill. OmHaKo
KOMOMHAIIMSI aTaAKCUW U TUTIEPKUHE30B, BOBJIEKAIOIIUE JIPY-
r'Me IPYMIIbl MBIIIILL, MOTYT BCTPEUYAThCs MPU IPYTUX JereHe-

Tabmmua 1

OcHoBHble knuHnyeckme nposienieHusa BHIMNC He3aBucrumo oT Bo3pacTta maHudectaunm [9]

pynna cMmMnToMoB

OCHOBHbIE KIIMHNYECKME nposdasneHnsa

BucuepanbHble HapyLLeHus
[enaTtocnneHomeranus

M3onvpoBaHHas crnsieHomMmeranus

3aTraHyBLIasCs XenTyxa HOBOPOXAEHHbIX

BopsHka nnoga nnu deTtanbHbI acumT

3aboneBaHus NErk1x (acnmpaumoHHble MHEBMOHUW, MHTEPCTMUMAaNbHas 60M1e3Hb NErkmux 1 ap.)
TpombounToneHnss NErkon cTeneHn

HeBpOJ’IOFI/I‘-IeCKVIe CMNTOMBbI

ATtakcusa

MblleYHas AUNCTOHUS
Ounsaptpus

AdncooHna

MbiLlIeYHas rmnoToHUs

CHmxeHue cnyxa

BepTukanbHbI HaAbSAEPHBIN Mapanuy B3opa
lenacTnyeckas karannekcus

3anepkka NcMxXxoMOTOPHOIO PasBUTUS
SnunenTnyeckne NpUCTynebl

[cuxnyeckme paccTponcTea
OpraHn4ecknin Ncuxos
ArpeccuBHoe nosegeHmne

MHTeJ’IJ’IeKTyaJ’IbeIe n npeceHun/ibHble MHeCTUN4YeCckmne HapyLeHund

Pe3ncTeHTHOCTb NCUXNYECKNX CUMIMTOMOB K I'IpOBO,EI,VIMOVI @HTUMNCUXOTUYECKOM Tepanuun
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PATHBHBIX 3200JIeBAaHUSX, B TOM YKCJIe MUTOXOHIPHATbHBIX
0one3Hs1x, GM2-TaHIJIMO3UA03€e, aTaKCUM C OKYJOMOTOp-
HOIl anpakcueli Tuma 1, 6one3nu [oire Tuna 3, 3a0o1eBaHM-
SIX M3 TPYIIBI CIMUHOLEepeOe/UIIpHbIX aTakcuit. Ha cero-
IHSIIIHWNA JeHb, B 3aBUCAMOCTH OT Bo3pacTa nebiota BHITC
BBIIEJISIOT HECKOJbKO €€ (HOpM, pasinyalolIuxcsl Mo TUIY
TEUeHUsI U TMPOJOKUTETLHOCTH XU3HU OOJIbHBIX: HEOHa-
TaJIbHYIO, WIM TSXKETYI0 MJIAIEHUYECKYIO (M0 3 Mec. KU3HN),
PaHHIOK MJaaeH4YecKylo (0T 3 mec. mo 2 JieT), MO3IHION
MJIageHJYecKylo (oT 2 mo 6 Jer), IoHoIIecKylo (0T 6 1o
15 net) u B3pocayio (crapuie 15 jeT).

Pe3yabratsl u 00CyKnenne

B crarbe OymyT mpeiacTaBleHbl KIMHUYECKME JaHHBIC
IISITA TIALIMEHTOB, KOTOphIM nuarHo3 HHIIC Obu1 Bepudu-
LIMPOBAH MOJIEKYISIPHO-TEHETUIECKIM METOIOM.

B 3aBuUCMMOCTH OT BO3pacTa MOSIBICHUS TIEPBBIX KIMHU-
YeCKMX CMMIITOMOB ITOJ HAIllUM HaOIIomeHUeM HaxOmSITCS:
OIVH MallMEHT C HeOHATaJIbHOI (hOPMOI, TpU — C MO3AHEN
MJIageH4YeCcKoil (opMOii, OMMH — C IOHOLIECKON (opMoii
3a0oeBanus. Ha ocHOBaHMM aHalIM3a KJIMHUYECKUX JaH-
HBIX HaMM OyIyT ITpOoaHaIu3MPOBAHLI pa3IMYHbie KOMOMHA-
LIMM CUMIITOMOB M OLIEHeHA MX KJIMHMYeCKas 3HaYMMOCTb.
OcHoBHble KnuHn4Yeckue npospiaeHus BHIIC y nammx ma-
LIMEHTOB IIpeACTaBIeHEI B Ta0d. 3.

Kaxk BuIHO 13 npeAcTaBIeHHOM TabIULIBI, C TOA03PEHU-
€M Ha JeTreHepaTHBHOE 3a0o0JieBaHre HEPBHON CUCTEMBI T10-
CTYNWJI B CTallMOHApP OAMH IMAalWEeHT U3 ISITU, BO BTOPOM U
TPEThbeM CIIydasiX HaIpabBJIsSIOIIMMU AUArHO3aMu ObLIA 60-
ae3ub  Bunscona— Konosanoea wm 6osezno Humanna—IMuxa
muna C, B IOCJIEHUX IBYX CIy4asiXx — demckuil yepebpans-
HbLU napanu4 U ocmpblil OUCCeMUHUPOBAHHBLU SHUeparomue-
Aum. Y OIHOTO MallMeHTa AUMArHo3 MpM HaIpaBIEHUU CO-
BNaJl ¢ BepUDUIMPOBAHHBIM, YTO CBUIACTEJILCTBYET O Clla-
00t MHMOPMUPOBAHHOCT HEBPOJIOTOB O KIMHUYECKUX
nposineHusix BHIIC. Jlpyrasi mpuunHa — 3TO Hepe3Kast
BBIPAXXEHHOCTh OCHOBHBIX KJIIMHUYECKUX CUMIITOMOB, He-
CIeLM(UUHOCTb IEOIOTHBIX CUMIITOMOB, MEIJIEHHOE IPO-
rpeccupoBaHue 3a00J1eBaHNS. DTUMHU Ke TTIPUIUHAMUA MOXK-

HO OOBSICHUTD CTOJIb JUTUTEILHOE BPEMsI, HEOOXOMMMOE IS
BepUdUKaLMU TUArHO3a, HEe TOJBKO Y HAac, HO U 3a pyoe-
koM. B HamieMm cimyyae cpeiHuii BO3pacT HA MOMEHT yCTa-
HOBJICHUS IMATHO3a COCTABUJI OKOJIO 6 JIET OT TIOSIBICHUS
MePBHIX KIIMHMYECKUX CUMITTOMOB, UTO COBITAIAeT C TaHHBI-
MU JiuTepaTypsl [9].

Hu onuH u3 HabaronaeMblX HAMU CIy4yaeB He HOCHJI ce-
MEWHBIA XapakTep.

Ha ocHoBaHMM aHanu3a JUTEpaTypbl U COOCTBEHHBIX
KIUHUYECKUX HAOMIONEeHUN HIkKe OymIyT IpencTaBieHbl
OCHOBHBIC KIMHUYECKUE CUMIITOMBI U WX COUYCTAHUS, TI0-
3BoJisitolue 3anono3puth bHIIC B Gosiee paHHUE CPOKMU.

Bucnepanbubie cumntomsl BHITIC

Haoﬂupoeaﬁﬂa}z Heo0BACHUMAS CHACHOMe2auUs
¢ unu 6e3z eenamomeeanuu

CorylacHO JJaHHBIM JINTEPATyphl, U30JMPOBAHHAS CILIC-
HOMeraJjus ¢ renaToMerajandeil wim 6e3 He€ yacTo HabIo1a-
erca y maumeHtoB ¢ BHIIC u gBmgercas mocTaTOYHO
CepPbE3HBIM KPUTEPUEM TSI TUaTHOCTUKM 3TOTO PEIKOTO 3a-
6oneBaHus [15, 28]. B Tex cayyasix, Koraa JaHHbI CUMIITOM
COUETACTCS C Pa3IMYHBIMU HEBPOJIOTMUECKUMU U/UJIU TICH-
XMUECKUMU CUMIITOMAaMHM, B TOM UMCJIE BEPTUKAJIbHBIM HaJI-
BSAIEPHBIM IMapajlMuoM B30pa, aTakcheil W 130 peHoIIo-
MOOHBIMM paccTpoiicTBamu, BeposTHocTh Hannuuss BHITC
BO3pacTaeT B HECKOJIbKO pa3 [15].

YV naumentkn C.K. cruleHomeraauss B COYETaHUU
C TPOMOOLIUTOIIEHNEH JIETKOI CTeeHN OTMevasach C 3 JIeT.
Pe6énok nmnurenpbHOe Bpems HaOIomalcs y TeMarojora
C JIMaTHO30M CHAeHOMe2aAUsl, MPOMOOUUMONEHUS HESICHO2O
eenesa. B cBsi3u ¢ mporpeccupoBaHueM 3a00j1eBaHUsI, BbIpa-
JKEHHBIM TOCTENIEHHBIM MPUCOCAMHEHUEM HEBpPOJIOrMYec-
KHX PaCcCTPOMCTB: TOPU3OHTAILHOIO HUCTarMa, BEPTUKAaIb-
HOTO HaabsiAepHOro odrajbMoIiape3a, aTakCuu, Hapylie-
HUSI ICUXOPEYEBOrO Pa3BUTHSI U TTOSIBJICHUS TTONEPXUBAHMS
Mpy NIpUEMe XKUOKON muilu, B 15 jmeT pedEHKy ObLI ycTa-
HoByieH nquarHo3 AHIIC.

V manuenTta A.P. ¢ poxmeHus HaOmiomanach Iemaroc-
IJICHOMETAJIUS B COUETAHMU C CUHAPOMOM XoJiecTasa aud-

Tabnuua 2

CoueTaHmne KIMHUYECKUX CUMMTOMOB, No3Bonsaowmx 3anofo3putbe HIMC [9]

BonesHu

CuMnTOMBI

CnneHomeranus +

ATtakcus +

[cuxuyeckne HapyLeHus +

BepTukanbHbIi HaabIAEPHbIA Napanuy B3opa
MblilWweyHas runoToHus
LLInsodppeHononobHble paccTponcTea
[enactnyeckas katannekcus

3agepxka NCUXOMOTOPHOIro pPas3BuTUS
JAncTtoHnsa

Avasptpus/oncodarns

MHTennekTyanbHble paccTponcTea
MHTennekTyanbHble paccTponcTBa
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C/HOPOM XonecTa3a

Tabmuya 3
OcCHOBHble KIMHUYECKME NPOosABAeHna 3abonesaHna y nauneHTos ¢ BHMNC
MauneHTbl/Bo3pacT B.A., 5 net r.n., 10, ner B.l'., 9 net A.P., 3 roga C.K.,15 net
1 2 3 4 5 6
Mon X K M M XK
BospacTt pebioTa
33601e8aHMS 1 ron 5 mec. 1 ron 8 mec. 5 net 3-1 CYTKU XU3HU 3 ropa
BospacTt Ha MOMeHT
MOCTaHOBKN 5 net 10 net 9 net 3 ropa 15 net
[varHosa
[unarHos HeTtcknin OcTpbili [ereHepaTtuBHoe BonesHb BonesHb
npwv NOCTYNJIEHNN LepebparnbHbIit AMNcceMuHnpo- 3aboneBaHne HumanHa—Tnka BunbcoHa—
napanuu, BaHHbIN HEPBHOW CUCTEMBbI, Tmna C (?) KoHoBanosa
3agepxka aHuedbanommennt noaoCTpbINn
NCUXOMOTOPHOIo CKepo3npyioLLni
pas3suTUA naHsHuedbannt
PaHHee NMMP Be3 ocobeHHocTen | bes ocobeHHocTen | Be3 ocobeHHocTeN 3MMP Bes ocobeHHoCTEN
no 1 ropa
HeoHatanbHas
xentyxa / - - - +++ -

CemeliHblii aHamMHe3

He oTarowéHn

He oTarowéH

He oTarowéH

He oTarowéH

He oTarowgéH

[NepBble CMMNTOMbI
3aboneBaHus

3anepxka
NCUXOMOTOPHOIO
pasBuTUS

HapyweHnne
NoXoaKu

HapyLieHve noxoaku,
ann3oapl
rO/I0OBOKPYXEHUNA,
CHMXEHME NamMaTn
N KOHLLEHTpaumu
BHUMaHNSA

CuHppom
Xonecrasa,
3ajepxka
NMCUXOMOTOPHOIO
pasBuTHs

[enaTtocnneHo-
Meranus,
TpoMbouuToneHns

>Kanobbl npu
OCMOTpE naumeHTa

Ha ytpaTy ncuxomo-
TOPHbIX HABbIKOB,

Ha yTpaTy HaBbIKOB,
Xopenyeckue runep-

Ha HapyweHune
MOXo4KN U peyn,

Ha yTpaTy HaBbIKOB,
nonépxmBaHus,

Ha cHuxeHne nH-
Tennekra, WaTkoCcTb

nonépxmBaHus, KNHE3bl B MYMUYe- xopendyeckne CTepeoTUnHble ABn- npu xoapbe,
yBEJIMYEHNE NEeYEeHU | CKON MyCKynatype 1 rMNepKNHe3bI XeHus B BUAE NOTU- HapyLueHune
N CeNne3eHkn A3blke, OrpaHNyeHne B KOHEYHOCTSIX, paHus pykamu rnas, noseneHns
OBWKEHWS MNAa3HbIX | CHUXEHME NaMSTU | yBENIMYEHME NEYEH
A6710K BO BCEX Ha- 1 BHUMaHUS 1N CeNne3éHkun
npaBneHunsix,
HEeyCTONYMBOCTb MpU
xoppbe, anu3oapl
BHE3arnHbIX NageHui
KnnHuyeckne cMMnTOMbl HA MOMEHT OCMOTpa
[enatomeranus ++ + — — + + —
CnneHomeranus ++ + — — ++ +
3anepxka/yrpata F+ 4 ++ o+ ++ o+
nvpP
dnunentuyeckne - o 4 . -
NPUCTYNbI
MpucTynbl _ 4 _ _ _
KaTannekcumn
BepTukanbHbIn
HaabsaaepHbIN + ++ + + + +
odTanbmonapes
MNceBnobynb6apHbI Ly 4 4 . 4
CUHAPOM
Atakcuga — ++ ++ ++ +
Ounsaptpus He rosoput + + + + +
MblLLIeYHas ANCTOHMS — + + + +
MnepknHesbl — + + + — —
CnacTtunyeckuii TeTpa- CnacTtuyeckuii MbiweyHaqa CnacTtuyeckui . .
napes/remmnapes TeTpanapes rMNOTOHUSA remmnapes
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Tabmmua 3 (okoH4aHne)

1 2 3 4 5 6
MoBbilweHve
CYXOXMITbHBIX +++ CHuxeHune ++ + +
pednekcoB
MNepudepnyeckas . 4 o . _
HeBponaTus
HapyweHune ncuxo- OpraHuyeckas — i n "
peyYeBoro pasBuTUA nemeHumsa
MPT HeT paHHbIX Cybatpodus CybaTpodus Cybatpodus Cybatpodus
ro/I0BHOr0 Mo3ra KOpTUKanbHas n KOpTUKasbHasa un KopTUKanbHasa un KOpTUKanbHasa n
cybkopTuKanbHasl, | cybkopTukanbHas | cybkopTuKanbHas | cybkopTukasbHas
NepuBEHTPUKYNSAP-
Has nerikonaTtung

(bepeHIMaNbHBIN AUAarHO3 TPOBOAMIICA C TaJaKTO3eMMUEi,
CUHAPOMOM BPOXIEHHOI'O BHYTPUIIEYEHOUYHOrO XOJIeCcTasa,
BHYTPUYTPOOHbIMU MHDeKIMsIMU. [IpaBuiIbHBIA IHUarHo3
OBLT 3aMOI03PEH TOJBKO TMOCJE MPOBEIEHUS KOCTHOMO3IO-
BOI MyHKIIMM U OOHApYXXEHMS B MYHKTAaTe KOCTHOTO MO3Ta
Ki1accuueckux kinetok Humanna—IlIuka.

BaxxHo OTMETMTb, YTO BBIPAXXEHHOCTh CIUIEHOMETa-
JINW/TeNaTOMITJIEHOMETATMU HE KOPPEIUPYET C TIKECThIO
HEBPOJIOTMUYECKUX PACCTPONCTB U CKOPOCTHIO MPOrPECCUPO-
BaHUs 3a0o0sieBaHMs. B OOJIBIIMHCTBE CllydyaeB y OOJBHBIX C
BHIIC oGHapyXuBaOT HE3HAUWUTEIbHOE YBEJIUYEHUE Ce-
JIE36HKM, TUArHOCTUPYEMOE TOJBKO C MOMOILbBIO ammapara
VJABTPa3BYKOBOTO UccienoBaHus [9].

amanHyeuasncs iceamyxa Ho80poNCOEHHbIX/
CUHOPOM Xoaecmasa

VY neteit Ha TMepBOM TOMY KM3HU HEPENKO BCTPEUAIOTCS
pasinyHble 3a00J1eBaHUs TIEUEHU OT KOHBIOTAllMOHHOW TH-
NepouIMpyOHEMMU HOBOPOXKIEHHBIX 10 TSLKEIOrO XojecTa-
TUUYECKOTO TeTMaTuTa ¢ MPU3HAKaMM TTeYEHOYHOM HeToCTaTou-
Hocth. CHHIPOM X0JiecTasa sIBJIsSIeTCsSl OMHUM U3 BaxKHbBIX KpU-
tepueB nuarHoctuku BHIIC u yacto HabmomaeTcs mpu He-
OHATaJILHOM MM paHHel MIlaieHuYeckKoi (hopme 3abosieBaHMsI,
yTo M Habmomanock y 6ombHoro A.P. Tak, y mamnmeHTa Ha
TPETbU CYTKW XKMU3HU TOSIBUIACH XKEJNTYIIHOCTh KOXHBIX TIO-
KPOBOB C TIOCTETIEHHBIM HapacTaHUEM KJIMHUUYECKUX CUMIITO-
MOB B BUIE TIOSIBJIEHMSI M HapacTaHUsl renarojveHaIbHOro
CUHIIPOMA, TTOBBIIIEHUST YPOBHST HEKOHBIOTUPOBAHHOTO OWITH-
pyOvHA 1 TIeYEHOYHBIX TpaHCaMMHAa3. B cBs3M ¢ rporpeccu-
poBaHueM 0oyie3HM peObEHOK Ha BTOPOU Hedese >KU3HU ObLT
TOCTIMTAIM3UPOBAH B OT/IEIEHUE TIATOJIOTMH HOBOPOXKIEHHBIX,
TJIe HaXOAWICs ¢ uarHo3oM Heonamanvhas sceamyxa. Tunep-
ounupyounemus. IuddepeHIMaTbHbIN MarHO3 MPOBOIMIICS C
BHYTPUYTPOOHBIMU MHQEKIUSIMUA, BPOXIEHHBIM BHYTPH-
MeYEHOUHBIM XO0JIeCTa30M, rajakrosemueii. Pe6EHOK poc ¢ 3a-
JIEPKKOI TMCUXOMOTOPHOTO pazBuThs. C TOro BpeMeHM Kak
PpeOEHOK CaMOCTOSTENIBHO TTOIIEN, TTOSIBIUINCH 3aBeACHUE TIpa-
BOM CTOITbI KHYTPH U 11IaTKOCTh MPU XOIb0E, Ha 2-M TOMIY XK13-
HU — TPEeMOp KOHEUHOCTEH, MPEeUMYILIECTBEHHO TOC/e CHa,
YCWJIMIIaCh HEYCTOMYMBOCTD TIPU XOABOE, CTAJl YacTO CITOTHI-
Katbcs 1 nagath. B 2 roma 10 mec. mocie nepeHecEHHON MH-

eximu pebEHOK TMepecTa CaMOCTOSITEIbHO XOAUTh, CTal Xy-
JKe CaUThCsl M BCTaBaTh. HecMOTpsi Ha MpoBOaMMOE JIeueHue,
MPU3HAKKU XOJIeCTa3a COXPAHSUIMCh, B CBSI3U C YeM IMAIlMEeHTY
ObUIa MpOBe/IeHA MyHKIIMOHHASI OMOTICUS TIeUYeHH, TIe ObUIU
0oOHapyXeHbl MOPGhOJIOrMUECKre U3MEHEHMSI, MO3BOJISIONINE
3an0103puth 6o1e3Hb Humanna—ITuka. quarno3 AHIIC 6but
TOATBEPXKAEH B BO3pacTe 3 JIET MOJIEKYISIPHO-TEHETUUECKIM
METOJIOM.

Takum o6pa3om, Mpu OOHAPYKEHUU CIUIEHO- U/WIIN Te-
MaTOCIIJIeHOMET MM, TPU3HAKOB HEOHATATLHOTO X0JecTasa
nudbepeHIIMaIbHbIN AUarHo3 TODKeH MPOBOIUTHCS ¢ 00-
JIE3HSIMU M3 TPYIIIbI JTU30COMHBIX OOJIe3HEl HaKOIUIeHUSI,
MUTOXOHAPUATBLHBIMU  3200JIEBAHUSIMU, BHYTPUYTPOOHOI
uHGEeKILMel, aTpe3reil KeTueBbIBOISIIMX MyTell, 3a001eBa-
HUSIMU U3 TPYIIILI OPraHUYECKUX alumypuit [28].

Boodsauka naoda uau gemanshbiil acyum

BHyTpuyTpoOHasi BoAsiHKa 1U1ofa WM (peTaqbHBINA acluT
HEPEeIKO BCTPEYAIOTCSl Y HOBOPOXKAEHHBIX C Pa3TIMYHbIMU 3a-
00JIeBAaHUSIMU U3 TPYIIITHI IM30COMHBIX 00JIe3HEel HAaKOILIEHUST
[21, 27]. JlaHHbBIE CUMIITOMBI SIBJISIFOTCSI JOTIOJTHUTEIbHBIMU
KPUTEPUSIMH, TTO3BOJIsTIoMHK 3arono3putb BHIIC [6].

B takux ciayyasx audpdepeHImaabHblid 1MarHo3 CaeayeT
MPOBOIUTEL C XPOMOCOMHBIMU HapYIIEHUSIMU, BPOKIEHHbI-
MU TTIOpOKaMU cepjla, MHPEKIIMOHHBIMU 3a00IeBAaHUSIMU 1
JIPYTUMM JIM30COMHBIMU 3a00JIEBAaHUSIMMU.

Hesponorunyeckue napymenus npu BHIIC
Bepmukansnubiil HadssdepHblll ogpmanrvmonapes

Beprukanbhblii HagbsiaepHblii odransmornape3 (BHO) xa-
paKkTepu3yeTcsl HapylIeHHeM CaKKATUPYIOIIUX —JIBYDKCHMIA
IJIa3HBIX SI0JIOK TI0 BEPTUKAIM B Pe3y/ibTaTe CyIpaHyKJIepHOro
nopaxkenus [17]. BHO siBisieTcst caMbIM BaXKHBIM KpUTEpUEM
BHIIC, ocobenHo npu coueTaHUU C APYTUMMU IIPOSIBICHUSIMU,
TAaKUMM, KaK CIUICHOMETaIWsl, aTaKCHs, TICUXUYECKUE pac-
ctpoiicTBa. Y 60mbpHBIX ¢ BHO Ha HavanbHBIX 3Tarax 3aboje-
BaHUS BBISBISIOT 3aMeIIeHUe CAaKKAIUPYIOLIUX IBKEHUI
[JTa3HBIX SI0JI0K TI0 BEPTUKAJM, YTO CBSI3aHO C MOpPaXXeHUEM
HEHPOHOB TEPEITHETO TPOMEXYTOYHOTO sApa MeIrabHOTO
MpojoJIbHOTO Tiydyka. Ha Oonee mosmHux cramusx Oosie3HU
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B pe3yJIbTaTe MOpaXkeHHsI MOCTOBOTO 1LICHTPa B30pa IMOSIBIISICT-
csl 3aMeIeHUe CaKKaIupPYIOIIMX IBMKEHU TJIA3HBIX SIOIOK
M0 TOPU3OHTAJIM, YTO MOCTETIEHHO MPUBOAUT K TOTAJTBHOMY
odranbmonapesy [4, 17, 20]. Yacto y maumentoB ¢ BHIIC
BECTUOYJIOOKYJISIPHBIN pedieKC OCTaéTcsl COXpaHHBIM B pe-
3yJIbTaTe KOHTPOJUPYIOIIETO BIUSHUSI MO3XKeUKa Ha BeCTUOY-
JisipHbie snpa [4, 19, 20]. Hepenko y neteit 3ameiieHre cakka-
MUPYIOLIMX OBVXKEHUI TNIa3HBIX s1I0JI0K 1o BepTukKaau 1 BHO
KOMIIEHCUPYIOTCSl 3alIPOKUIbIBAHKEM TOJIOBbI Ha3a[l M 4acTo
OCTalOTCsI He3aMeUeHHBIMU. JlaHHBI CUMITTOM, KaK MpaBuIo,
(opmupyercst K 2 rogaM. Y TakuX MallMEHTOB HAOIOMAIOTCS
YacTbhle CIMOTHIKAHMS U TAACHMsI, OHU BBIIJISIISAT HEJTOBKUMM.
VY Bcex HabmogaeMbix HaMu naueHToB BHO otmeuancs pas-
JIMYHOM CTETEHU BBIPAXXEHHOCTH, YTO KOPPEJIMPYET C TaHHbBI-
MU JuTeparypsl [9].

BHO moxet ObITh OIIMOOYHO paclieHEH KaK OKYJIOMO-
TOpHasl arpakcus npu B3risae BBepX. OCHOBHbIE OTIMYMS
BHO ot okynoMOTOpHO#l arnpakcuy TpM B3IJISiIE BBEPX
MOXHO YBUJIETb, OLIEHUB CKOPOCTb CaKKaaUPYIOUIUX IBU-
KEeHUM Ta3HbIX s1010K. Tak, mpu OKyJIOMOTOPHOI ampak-
CUM HapyllleHa MHULMALMS CAaMOTIPOM3BOJIBHOTO CIIEXKEHUS
32 HEBPOJOTMYECKMM MOJIOTOYKOM O BEPTUKAIM C HOP-
MaJIbHOM OBICTPO¥ (Da30il BEpTUKAIBHOTO HHMCTAarMma, a rnpu
BHO cHumxeHa ckopocTh IpociexuBanus [17].

B nuddepeHmanbHO-1MarHoOCTUYECKUI TOUCK 3aboie-
BaHMii, mnporekawowmx ¢ BHO, HeobXxomumMo BKIOYMUTH
Gm2-ranrmosuno3, 6one3nb Bunbcona—KoHoBanoBa, 3H-
nedanomatuio Bepnuke, Oone3num I[enturrona u  Kpe-
itudenbra—Akoda, HeqOCTaTOUHOCTh BUTaMuHa B12 u apy-
rue.

Amakcusn

Atakcust yacto Berpevaetrcs nipu BHIIC. JlaHHbI cum-
IITOM MMEET CPETHIOK CTeNeHb TUarHOCTUUYECKO 3HAYUMMOC-
tn [28]. IIpm BHIIC araktiyeckue paccTpoiicTBa CBSI3aHBI C
rubenpio kietok IlypkunHbe Mozxkeuka [18, 25]. Bospacraer
JIMATHOCTUYECKAsl 3HAYMMOCTb CHMIITOMa TIPU COYETAHUM
aTaKCUM C TUTICPKUHE3aMM JIMLIEBOW MYCKYJIaTyphl M BEPXHHUX
koneuyHocteir. [lpu BHIIC pasBuBaercsi Tak HasbiBaeMasi
MeJUIEHHAs1 aTaKCusl M0 CPaBHEHMUIO C aTaKCUsIMU, HabJonae-
MBIMU TIPY OMYXOJISIX MO3XKeUKa WU JPYTUX AereHEePaTUBHBIX
3a00s1eBaHMsX. Takue NeTH BBIMJISAAAT HEJTIOBKUMU, YTO MbI Ha-
OMofany y HalliX TanyeHToB. OOBIMHO aTaKCHS CTAHOBUTCS
OUEBU/THOM TMOCe BOZHUKHOBEHMSI TUTIEPKUHETUUECKUX pac-
CTPOICTB MPU MJIaJIeHUECKMX (popmax, Mpu IOBEHUJIbHBIX OHA
WHOTAA TMPEALIECTBYET Pa3BUTHIO SKCTPAMPAMUIHBIX Hapy-
1eHuit. B Tex ciayvasix, Koraa aTakcusi JUIMTEIbHO CYILLECTBYET
KaK M30JIMPOBAHHbBI CUMIITOM 0€3 TMOIKOPKOBBIX Hapylle-
HMI, HEOOXOAMMO IPOMOJIKUTL AMHAMUYECKOE HaOI0AeHIe
3a MIALMEHTOM C LIEJIbIO PELLIEHUS BOIIpOCa O JaJbHEMILIEH TaK-
TUKE BEICHMUS.

[lpn HaMUMM aTAKTUYECKUX PACCTPOMCTB AUATHOCTH-
YeCKU Kpyr 3a001eBaHuii OYeHb LIMPOK, BKIIIOYAET IPYIIITY
CIIMHOLEPEOEIISIPHBIX aTaKCUii, TM30COMHbBIE O0JE3HU Ha-
KOIUICHUSI, MUTOXOHIpUAJIbHbIC OOJIE3HU U JpPYyTHE.

Teaacmuueckasn kamanaekcus

lenactuueckast katarieKcHsi XapakTepusyercsi KpaTkoBpe-
MEHHOH MPUCTYNOO0Opa3HO MPOSIBISIIOIIENCST YTPaTOl MbIIIeY-
HOTO TOHYCa, B HEKOTOPBIX CITy4Jastx TIPUBOLISIIEN K BHE3aITHO-
MY TIaIeHUIO OOJTBHOTO O€3 YTpaThl CO3HAHUS Y OOBIMHO BO3HU-
Karolleil Ha poHe CUJIbHBIX SMOLIMOHATBHBIX PeaKiluil (4acTo
BO BpeMsl cMeXa). DTOT CUMIITOM — OIMH M3 CaMbIX BaXKHBIX
cumirtoMoB BHIIC napsiny ¢ BHO 1 MoxXeT mosiBUTECSI B BO3-
pacte o 2 ner. Cpemy HallIMX TMAalMEHTOB KaTaruleKTUIeCcKue
npUcTynbl Habmonamuch y oqHol nauuveHtku [.I1. Onu nosi-
BWIKCh Yepe3 6 JIeT T0CiIe BO3HUKHOBEHUSI TTEPBIX KIIMHUYIEC-
KMX CUMITTOMOB, 4TO TIO3BOJIWJIO YCTAHOBUTD MPABUIBHBIN U~
arHo3. [1py KaTarreKTHIeCKUX MPUCTYIaxX MPYU KOMITBIOTEPHOI
areKTpo3HIIedanorpadur 0OBIMHO HE PETUCTPUPYIOT SITUJIET-
TUhOpMHOI akTMBHOCTU. [IudbdepeHInanbHblil AMarHo3 B
JTAHHOM CJTyJae CJIeAyeT MPOBOMUTH C SMIETITUIECKON TIPUPO-
To¥i 3a00J1eBaHMsI, HApKOJIeTicuel, SHIe(haTuTOM DKOHOMO.

Dxcmpanupamuonsie HapyuleHus

DKCTpanupaMMIHble  HapylIeHWs] — XapaKTepU3YIOTCs
Ype3MEepHbIMU HACWJIBCTBEHHBIMU COKPAIIEHUSIMU Pa3Iny-
HBIX TPYIIT MBILIILL B pe3yJibTaTe MOBPEXACHUsS] 001acT Oa-
3aJIbHBIX TAHIJIMEB U B MEHBIIEH cTereHrn — Mo3xeuka [13].
OKCTpanupaMUIHbIE PacCTPOMCTBA YacTO HAOIIOOAIOTCS U
TP JIPYTUX 3a00JIeBaHUSIX KaK HACJIEJICTBEHHOM, TaK U He-
HACJIeCTBEHHOW TTPUPO/IbI, TIO3TOMY AUArHOCTHUYECKast 3Ha-
YUMOCTh CUMIITOMa yMmepeHHast [28]. KomOuHaimst Takux
CUMIITOMOB, KaK JIMCTOHUST 1 MO3KEUKOBbIE HApYILIEHNUsT, 00-
JIaZlaeT BBICOKOI TMAarHOCTUYECKOM LIEHHOCTHIO [29].

B Takux ciyuasx nuddepeHIManbHbIi TUarHo3 ciaenyeT
MPOBOIUTE C HENOCTATOYHOCTBIO TPAHCIIOPTEPA TIIIOKO3bI B
Moar, 6onesnbio Ppunpeiixa, 6oe3HbI0 Bumbcona—KoHo-
BajioBa U aApyrumu. Cpeny HalluMxX MalUeHTOB, TUTMIEPKUHE-
TUYECKME PACCTPOMCTBA HAOMIONATUCH Yy TPEX OOJBHBIX.
V nmauuentku I'.I1. B BUuge Xopenuyeckux rurepkKuHe30B JIu-
LIEBOI MYCKYJIaTyphbI U sI3bIKa, y 6ombHOTO B.I'. — X0peoare-
TOUIHBIX TMIIEPKUHE30B BEPXHUX KOHeuHocTelt, y A.P. —
10 TUITY MBIILIEYHON AUCTOHUU, Y OCTAJILHBIX OOJBHBIX DKC-
TpanupaMuIHble HapyllIeHUs] He HAOII0AANCh.

Muzapmpus/oucacus

ITo mepe mporpeccupoBaHusl 3a00J€BaHMS AU3APTPUS
pa3BUBAETCs Y BCeX MAllMEHTOB, YTO CBSI3aHO C COUETAHHBIM
rmopaxkeHreM MO3Xedka M 0a3aibHBIX raHriveB [26]. [Iu-
3apTpus siBisieTcst ymepeHHbM cumntomoM BHITC, onHako
TPUA COYETAHUHU C IPYTUMU CUMIITOMAaMHU €ro IMarHoCTUYecC-
Kasi 3HAaUMMOCTb 3HAUMTEJIbHO yBeauuuBaeTcs [28].

Hucdarus npu BHIIC Bo3HukaeT B pesysnbraTe uC-
(yHKIMM siep CTBOJIA TOJOBHOTO MO3ra, a Takxe Mmopaxe-
HUS HEMPOHOB JTOOHOI H0U. JIaHHBIN CUMIITOM MOXKET I10-
SIBUTHCS B JII0OOE BpeMsl U, TIPU COYETAHUU C APYTUMU KITU-
HUYECKMMU CUMIITOMaMM, CTAHOBUBCSI BaXKHBIM KPUTEPUEM
nuarHoctuku BHIIC. Tucdarus siBisieTcsi OCHOBHOI TTPoO-
onemoit y mauueHtoB ¢ bBHIIC, mockobKy 4acTo CIIy>KUT
MPUYMHON Pa3BUTUS MIOBTOPHBIX aCTTUPAILITMOHHBIX THEBMO-
HUI 1 HebnaronpusTHOro ucxoxna |7, 26].
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Mbviweunas eunomonus

MplilieyHasi TUMIOTOHUSI — HecleUU(PUUHBIA CUMITOM
BHIIC u moxer HaGmogaThcs MPU pasIvMYHbIX 3a00JieBa-
Husx [28]. [1pu coyeTaHUM MBIIIEYHON TMIIOTOHUY C aTaK-
CHeii, T1a30BUraTeIbHBIMI HapYIIEHUSIMU POJIb CUMITTOMA
B MarHocTuke Bo3pacTaeT. Cpenu HalIMX MalUEHTOB, Y
oonpHoIt I'.I1., oTMeuanach MblllieUHas TMIIOTOHUS B coUe-
TaHWW C APYTMMM HEBPOJOTMUYECKUMM PACCTPOUCTBAMM, Y
JIPYTUX OOJIbHBIX — M3MEHEHUE MBIIIEYHOTO TOHYCca MUpa-
MUIHO-9KCTpanMpaMuJIHOTO XapaKrepa.

3adepiicka ncuxomomopro2o/peueso2o pazeumus

3agepkKa TICHXOMOTOPHOTO Pa3BUTHSI — IOTIOJHUTEITh-
HbIi Kputepuii B quarHoctrke BHIIC [28]. IuarHoctuuec-
Kasl CiJIa CMMITTOMA YBEJIMYMBAETCS TIPY COYETAHUM C IPYTU-
MU KIMHMYECKUMU Tipu3Hakamu. CTeTieHb BBIPaKEHHOCTH
CUMIITOMA Y MAallMEHTOB Pa3IMYHA: OT JIETKOM 3aA€PXKKU TICU-
XOMOTOPHOTO PpasBUTUSL 10 [IyOOKOH WHBAIMIM3ALIUN.
V Bcex HalllMX IalMeHTOB HAOJII0IAIach 3aIepkKa IICUXope-
YEeBOTO Pa3BUTHS PA3IUYHON CTETEHW BBIPAKEHHOCTH, YTO
COBITIAaeT ¢ MTAHHBIMU JIUTepaTypsl [1].

Dnunenmuueckue npucmynsi

DnuienTuyecKre MPUCTYIbl HE SIBISIIOTCS TUITMYHBIM
cumrromoM Oonesnu [28]. IIpu BHIIC ormeuarorcst pas-
JIMYHBIE TUTTBI SMWJIENITUUECKUX MMPUCTYIOB (MapirajibHbIe,
reHepaau30BaHHbIC, MUOKJIIOHUYECKUE, TOHUKO-KIIOHUYEC-
KWe) pa3iMyHOil MHTEHCHMBHOCTM W YacTOThl. Y MallMeHTa
Bb.I'. snunentuyeckue MPUCTYIMbI MO TUITY abcaHCOB U (Do-
KaJIbHBIX aJIBEPCUBHBIX TIPUCTYIIOB MOSIBUJIMCH B Pa3BEPHY-
TOH cTaauu 3a00JeBaHMS U Ha HayaJIbHBIX 3Tanax 0oyie3HU
XOPOLIO MOMIABATUCh KOPPEKLIMU aHTUIMUIEITUYECKUMU
npenapataMu. [1py HaIMYUM SMUIETITUYECKUX MPUCTYIIOB
nuddepeHIIMaTbHBIN IUaTHO3, B TIEPBYIO 0Yepeib, HEOOXO0-
JIMMO TIPOBOAUTD C Pa3IMUHBIMU (POpMaMU SMUIICTICUI, MU~
TOXOHJIpUAIbHBIMU 00JIe3HSIMU [2].

Heupocencopnas myzoyxocms

HeitpoceHcopHast Tyroyxocth otMeuaetcst B 20% ciydaeB
BHIIC u BcTpeuaeTcs: NpeuMYILLIECTBEHHO Y B3POCIBIX 00Ib-
HbIX. [TokazaHo, YTO CHIZKEHHE CITyXa CBSI3aHO C HAKOTUICHU-
eM xosectepuHa. Hu y ogHoro u3 obcienoBaHHbIX HAMU Ta-
LIMEHTOB CHMXEHUSI CilyXa He ObLJIO 3aperucTpupoBaHo [2].

IIcnxmueckne cuvmnromsl BHIIC
Humennexkmyanvrvle Hapyuienus

V 45% GonbHBIX HAOIIOOAIOTCS Pa3IMUHbIE TICUXUUECKUE
HapyLIEeHNs, KOTOpbIe B COUETAHUU C APYTUMU KITMHUYECKUMU
MPU3HAKAMU SIBJISIIOTCS cepbe3HbIM TpearkTopoM BHIIC [28].

OCmpbte NCUX03bl

B 1onomeckom u B3pociaom Bo3pacte BHIIC moxeT ma-
HU(ECTUPOBATD C OCTPHIX MICUXMYECKUX PAacCTPOUCTB. B Ta-
KUX cTyyasix HauboJiee 4YacTo pa3BUBAIOTCSI OCTPbIE MCUXO-

3Bl B BUJIE 3PUTEIbHBIX U CIIYXOBBIX TAJUTIOLIMHAIINI, HaBs3-
YUBBIX MBICJICH U IEHCTBUI, KOTOPBIE MMEIOT IMPOrPecCUpy-
olee, PeUUINBUPYIOIIee TeUCHHE, U HAOIIONaeTCsI PEe3UC-
TEHTOCTh KJIMHUYECKUX CUMIITOMOB K TPOBOAMMON Tepa-
mu [3].

Hapywenue nogedenus

HapyiieHne noBeneHus 4acTo HAOII0AaeTCs IIPYU B3POC-
Joit MmaHudecTanmu 6one3nn. Hepenko BcTpevaroTest Hapy-
IIIEHUS TIOBSJICHHSI B BUIE arpeCCUBHOCTH WU COLIMATbHOM
M30JISLIMM, PeXe — IelPeCcCUBHbIEe paccTpoiicTBa. Yacrto Ta-
KUM MALUeHTaM YCTAHABIMBAIOT OMATHO3BL: OUITOJSIPHBIC
paccTpoiicTBa, 00CeCCUBHO-KOMITYTbCUBHBIN TICHX03, TIpe-
XOISIIIIME 3pUTETbHBIC TAJUTIONMHAIINKN 1 apyTue [3].

JlonoJsHuTEIbHbIE METO/bI 00cjeI0BaHuUS

VY Bcex oOcienoBaHHBIX HaMW MAllMEHTOB U3MEHEHUSsI
KapTUHBI TOJOBHOTO MO3Tra MPU PEHTTEHOBCKON KOMIIbIO-
TEepHON W MarHMTHO-PE30HAHCHOM TOMOrpachuu B CIydasix
6one3nn HITC nHecnennduyHbl: aTpodrueckue N3MeHEHUS
MO3ra, OCOOEHHO MO3Xeuka, pexe W3MEHEHMsI MepUBEeH-
TPUKYJSIPHOTO OEJIOro BelleCTBa, B YaCTU CyYyaeB OHU BbI-
pakeHbl MUHUMAaJTbHO WJIA BOOOIIE OTCYTCTBYIOT.

KaptuHa KOMIbIOTEpHON  aseKTposHIledantorpadun
TakxKe HecrneluduuHa: auddysHoe 3amenicHue OMO3JIEK-
TPUUYECKON aKTUBHOCTW WJIM SIUJIENTHYEeCKas aKTUBHOCTD
(BHE 3aBUCUMOCTH OT HAJIMYUST TIPUITATKOB).

3akinouenne

Takum obOpaszom, ximmHm4yeckas muarHoctuka BHIIC
TMPEACTABIISIET 3HAUMTEIbHBIE TPyaHOCTU. OHM CBSI3aHBI C
Ype3BbIYAHON PEAKOCThIO (POPM, BBIPAKEHHBIM KIMHUYEC-
KUM TOJIMMOP(PU3MOM, HAIMYUEM aTUIIMIHBIX (opM 0oje3-
Heil. Benyiiasi ponb B OuarHOCTMKE TPUHAJIEKUT OCBE-
JMOMJIEHHOCTH M KIIMHMYECKOM HACTOPOKEHHOCTH Bpaveil pa3-
HBIX CIIELMAJIbHOCTEH, B Ub€ 110J1€ 3peHUsI MOIaAaloT OOJIbHbIE
Ha 101a00paTOpPHOM 3Tarie.

B 2011 r. F.A. Wijburg ¢ coaBTOpamu 0Obl1a pa3paboTaHa
1IKaia OAITbHOM OLEHKU KIMHUYECKUX CUMIITOMOB U UX CO-
yetaHuii 1 BeisiBaeHus nauueHToB ¢ BHITC [28]. Illkana
OCHOBBIBAETCSI Ha OLIEHKE YYBCTBUTEJBHOCTH W CrielMud-
HOCTM OTHEJbHBIX CUMITOMOB M WX COYETAHUM, MepeueHb
KOTOPBIX OBbLT COCTaBJIEH 3KCIEPTaMUW Ha OCHOBAHUMU CO-
OCTBEHHOTIO OIbITa M aHajau3a JaHHBIX JUTepaTyphl. Kaxmo-
My CUMIITOMY, KOTOPBIi BCcTpevaeTcs y nauneHToB ¢ BHIIC,
ObUIO MTPUCBOCHO OMpENENEHHOE KOJIMUECTBO 0AJIOB, MoOCie
TeCTUpoBaHus 6autbl cymmupytotes. [lo pesynbTatam cpas-
HeHUs TPEX TPYIII NalUKUEeHTOB (C MOATBEPXKAEHHBIM TUarHO-
3om BHIIC, ¢ momospenmem nHa BHIIC, HO He mnon-
TBEPKIEHHBIM TMarHO30M U MAallMEHTOB C IPYTMMU Helpoie-
TreHEepaTUBHBIMU 3200JIEBAHUSIMM, Y KOTOPBIX ObUI OIWH M3
cuMnToMoB, XapakTepHbiX 1 BHIIC) Obuin ycTaHOBIEHBI
Gasutbl, nosBosistolme 3anono3puth bHIIC ¢ Gonbleit no-
neit BepositHocTu. CoryacHo 3T1oit 1mikasne, auarHo3 BHIIC
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AKTYAJIbHbIE MPOBNEMbI KIMHUYECKOW FTEEHETUKWN PEOKUX BOJIESHEN

SIBJISIETCST BLICOKOBEPOSITHBIM TIpM cyMMe OajutoB Oosee 70, B
TaKOM Cjlyyae MaldeHTa HEOOXOAMMO HAMpaBUTh B Crelya-
JIM3UPOBAHHYIO JTAOOPATOPHIO ISl TIONTBEPKAEHUST WIM HC-
KimovyeHust nuarHosa. [Ipu cymme 6amtoB ot 40 mo 69 HeoO-
XOIUMO JIeTalibHOe 00CIeoBaHue OOJIBHOTO C MPUBJICYCHU-
€M JOTOJHUTENbHBIX METONOB AuarHocTuku. Eciu cymma
O6amoB MeHee 40, IMarHo3 CUYMTAETCSI MaJIOBEPOSTHBIM.
[MpuMeHeHre MMarHOCTUYECKOM TITKAJIBI TTO3BOJISIET 3aTI003-
putb BHIIC Ha paHHuUX 3Tarax, OMHaKO OCHOBHYIO pOJIb B
JIMarHOCTUKE 3TOTO 3a00JIeBaHUsST UTPAIOT OMOXUMUYECKHUE U
MOJIEKYISIPHO-TEHETUYECKME METOMIbI MCCAeIOBAHMS.

B Hacrosiuee Bpemst it BHITC Bo3MmoxkHa npeHartaibHast
JIMarHOCTUKA W pa3paboTaHO MaTOTeHETUIECKOE JIeueHHe, TI0-
3TOMY BBISIBIEHUE 3TOM MAaTOJIOTMKA UMEET OOJIbIIIoe 3HAYCHME
IUISE CEMBU C OTATOLIEHHBIM T10 3TOMY 3a00JIEBAHUIO CEMEli-
HbIM aHaMHE30M.
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