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Xopes leHtuHrroHa (XIN) — taxenoe
ayTOCOMHO-AOMVHAHTHOE Henpoae-
reHepatMBHoe 3aboneBaHue, pacnpo-
CTPAHEHHOCTb KOTOPOro COCTaBaseT
4-12 cnyvaeB Ha 100000 HaceneHwus
[5]. Mopdonoruyeckoit ocHoBol 6ones-
HW gBngeTca atpodus NOAKOPKOBbLIX Y3-
NOB (rnaBHbIM 06pPa30M MOSI0CATOro Te-
na n 6negHoro wapa), a Takke rmbenb
HENPOHOB 1 aTpodKs KOpbl HONBLLINX NO-
NyLapuii ¢ passUTUEM HaPYXHOW 1 BHY-
TpeHHen rumgpouedannn 1 CHUXEHNEM
obuiert maccel Mo3ra [8]. Bo3spacT ae-
6toTa XI' MOXET BapbMpoBaTh B 4OCTA-
TOYHO LUMPOKMX Npefenax (OT AETCKOro
[0 MOXMNIOro), COCTaBnss B CPEAHEM
40 net. KnuHuyeckas kapTtuHa XI ckna-
[ObIBAETCS M3 COYeTaHus pacnpocTpa-
HEHHbIX MOTOPHbIX HaPYLUEHUI (MPenMy-
LLLECTBEHHO B BUAE XOPENYECKMX rmnep-
KMHE30B), SMOLMOHANIbHO-BOMIEBLIX U
KOTHWUTVBHbIX PACCTPONCTB, HEYKIIOHHO
NPOrpecCcUpyoLLIX BNAOTL A0 Pa3BUTUS
[EeMEHUMN C yTpaToi saapa JIMYHOCTU.
YkasaHHble CUMNTOMbI 06pa3yloT Knac-
CUYECKYIO Tpraay KIMHUYECKMX CUMMATO-

'Y HWW HeBponornumn PAMH.

Ceprenn AHaTtonbeBuy KniowHu-
KOB — KaHA. Mef,. HayK, CTapLunii Ha-
YYHbIA COTPYOHUK HEMporeHeTunyec-
KOro OTAeNeHuns.

Cepreii Hukonaeesuny WUnnapuouu-
KUH — npodeccop, 3am. AMpekTopa
no HayyHou paboTe, 3aBeadyloLLMiA
OHK-nabopatopuei HcTuTyTa.
Maiis Kyp6aHoBHa YcTiOXKaHuMHa —
acnuMpaHT.

Enena AmutpueBHa Mapkosa -
KaHA. Me[. HayK, BeOyLUNin Hay4HbIN
COTPYAHUK.

MapuHa BuktopoBHa KpoTeHkoO-
Ba — KaHA. Me[. HayK, PyK. oTaena ny-
YEBOW AMArHOCTUKN.

WpuHa AHaTtonbeBHa WBaHoBa-
CmoneHckas — npodeccop, 3aBeay-
I0Was HenmporeHeTn4eckum oTaene-
HUEM.

MoB XI, 0iHaKO OHU ObIBAOT BbIPAXEHDI
B PA3NMYHON CTEMEHW WM MHOrga MOryT
coyeTatbCs ¢ Apyrumu, 6onee peakumu
NPOSIBNEHNAMN MYNLTUCUCTEMHOrO MO-
paxeHus ronosHoro mo3ra [1, 5, 8]. 310
B psife Cly4aeB NPUBOAMUT K CEPbE3HBIM
CNOXHOCTSIM B KINIMHUYECKOW ANArHocTu-
ke 3aboneBaHus.

Xl xapakTepusyeTcs HEYKNOHHO
NPOrpeaneHTHbIM TeyeHnem. BonbHble
00bI4HO norubatoT yepes 15-20 net ot
MOMEHTa MOSIBIEHNS MEPBLIX CUMMTO-
MOB BCNELCTBME UHTEPKYPPEHTHbIX 3a-
6oneBaHuin, TPaBM WU CyMLUAATBHBIX
[LEencTeun.

[eH, OTBETCTBEHHbIN 3a pa3BuTue XI
(IT-15), nokanu3oBaH Ha XpPOMOCOME
4p16.3 1 kogmpyeT Gonbluoi 6enok ¢
HEeyCTaHOBJIEHHON GYHKUMEN — TEH-
TuHrTMH [10]. CywHoCcTb MyTauuu npu
XI' 3aknto4aeTcs B 3KCNAHCUMN NOAUMAY-
TaMUH-KOAVPYIOLLMX TPUHYKNEOTUAHBIX
nosTopoB CAG: y 300pOBbIX NIOAEN YnC-
no konuit (CAG), He npeBbilLaeT 35, Tor-
Ja kak y 605bHbIX OHO cocTaBnsieT >39
[3, 10]. BT0 NMpPMBOAUT K CMHTE3Y aHo-
ManbHOrO FeHTUHITVHA, COAepXallero
YANNHEHHbIA NOAUINYTaMUHOBLIN y4yac-
TOK, C nocneayowmm GopmMrpoBaHem
NaToNIOrMYECKNX CBA3EW FEHTUHITUHA C
psooM GenkoB LEHTPaNbHOW HEPBHON
CUCTEMbI, 4TO 0OYCNIOBIMBAET LUMUTOTOK-
CWYHOCTb 1, B KOHEYHOM cyeTe, cenek-
TUBHYIO TMbeNb COOTBETCTBYIOLLMX MO-
nynaumin HenmpoHoB [2]. “Monurnytamu-
HOBbIN” naToreHed XIM noaTBepXxaaeTcs
oOHapyXeHnemM B MO3re OO0JbHbIX Xa-
pakTepPHbIX BHYTPUSOEPHbIX BKIOYE-
HWUIA, coaepXaLlmx MyTaHTHbIA FTEHTUHT -
TvH [7, 9].

B page uccnepoBaHuini nokasaHa
YyeTkas B3aVMOCBS3b MEXAY YMCIIOM KO-
nuin CAG-NOBTOPOB (T.e. TAXECTbIO My-
Tauymn) 1 BbIPAXKEHHOCTbIO KIIMHUYECKMX
nposinexunii XI: ¢ HapacTaHMemM OJIMHbI

nonaurnyTaMMHOBOro Tpeka 3abonea-
HWe MaHudecTupyeT B 6onee MoNoaoM
BO3pacTe, NPOrpeccupyeT B 6onee Obic-
TPOM TEMME 1 COMPOBOXAAETCS Pa3Bu-
Tnem 6onee TKeNbIX 1 PacnpoCTPaHEH-
HbIX W3MEHEHWNA B FOSIOBHOM MO3re [4,
7]. Hepenko B peaynbrate reHeTn4eckon
HecTabunbHocT CAG-y4acTka ero aamv-
Ha HapacTaeT npu nepegaye B psay no-
KONEHWI, YTO MPUBOAUT K GEHOMEHY aH-
TMUMNaumm, T.e. K MaHudectauum 6o-
nee paHHux deHoTmnoB XI y NOTOMKOB
o cpaBHeHuio ¢ poauTenamm [1, 4]. 06-
nacte CAG-noBTOopa Hambonee HecTta-
OunbHa B MYXCKOM rameToreHese, B
CBA3M C YeM Hambosnee paHHME U TsxXe-
Nble cnyyqan 6one3Hn HaboaaTCs Npu
HacnefoBaHWM MYTAHTHOrO reHa oT
60ONbLHOro 0TuUA, 0COBEHHO ecnu Takast
nepegaya mMyTaumm no MyXCKOW MHUK
NPOUCXOANT NOAPAS HA NPOTSXKEHNMN HE-
CKONbKMX MOKONEeHUn - “adpdekT oT-
woBckou nepepaun” (1, 4, 5, 7]. Kpan-
HUM NPOSIBNIEHNEM “yTAXEeneHus” Kiu-
HMYeckom kapTuHbl XIT 9BASeTCs toBe-
HUbHBIN aKMHETUKO-PUTMIHBIA BapUaHT
60NesHN — TaK Ha3blBAEMbIA BapuaHT
Bectdans. 371oT BapuaHT XI, Habnona-
IOLMIACH NOYTU UCKIIOYUTENBHO NPU Ha-
CnefoBaHUM MYTAHTHOTO reHa oT 60sb-
HOro 0Tua, xapakTepuayetcs Ae6loToM
Ha BTOPOM OECATUNETUN XN3HU, CoYeTa-
HMEM XOpendOPMHOro runepkrnHesa
(MHOrO@ MUHVMMAsbHO BbIPAXEHHOr0) U
JeMeHLUM C MapKMHCOHOBCKUM CUHAPO-
MOM, SMUNEeNTUYECKUMY Npunagkamu,
aTakcuemn, MUOKIOHMAMU U APYrUMK
MYNIbTUCUCTEMHBIMI MPOSIBNIEHUSAMU, @
Takke ObICTPbIM daTaNbHbIM UCXOLOM
[3, 5, 8].

Takum 06pa3oM, HEKOTOpble PEHO-
Tunbl X[ MOryT OOBOJSIbHO 3HAYMTENBbHO
OTIMYATLCS OT KIACCUYECKON rnepku-
HeTnyeckoin GopmMbl 3ab0oneBaHusl, 4To
TpebyeT OT Bpaya TLLATEeIbHOro aHam3a
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BCEX OCOOEHHOCTEV HEBPOSIOMMYECKON
KapTUHbI N CEMENHOIO aHaMHe3a, BKJIO-
yas non 6oNbHOrO poauTens u apyrue
KIMHWUKO-reHETUYECKME XapaKTEPUCTUKM
60ne3Hn B KOHKPETHON cembe. Peluato-
WM B amarHocTuke X[ n onpegeneHnm
nporHosa 6o0ne3Hn aBAsSeTcs npsamoe
OHK-TecTvpoBaHne - MonekynsapHoe
NoATBEPXAEHUE IKCMAHCUN TaHAEMHBbIX
CAG-noBTopoOB B reHe IT-15.

B HacTosWwel cTatbe Mbl NpeacTas-
NSEM YHUKaNbHOe HabnoaeHue toBe-
HUNBbHOro cnydas XI, accouMmMpoBaHHO-
ro ¢ peaKkoit aHomanuel pa3BuTUS Mo3-
ra — aredHeamen MO30/AMCTOro Tena.
OHK-aHann3 nossonun noaTBepauTb
amnarHo3 XI, HeCMOTPS Ha aTUMUYHBIN,
He OMuCaHHbI paHee Ans JaHHOro 3a-
6oneBaHnsi coYeTaHHbI GEeHOTUM.

bonbHov K.A., 24 neT, pycckuia, no-
CTYNWUSI B HEMPOreHeTn4Yeckoe otaene-
Hue MHctuTyTa Hesponorum PAMH c
Xanob6amMu Ha HeyBepeHHOCTb Mpu
BbIMOSIHEHUM TOYHBIX MPOU3BOJIbHBIX
[OBWXXEHWIA, MOCTOSIHHbIE HEPE3KO BbIpa-
XEHHbIE TMNepKMHesbl B TYNOBULLE, PY-
Kax 1 Horax, ycuavBalowmecs npu Bof-
HEHUM N GU3NYECKOWN Harpyake, nowa-
TbiBaHWe npu xoAbbe, paccesiHHOCTb,
CHUXEHWE NamsATH, NOBbILLEHHYIO YTOM-
NSEMOCTb.

Cuntaet cebs 6ONbHBIM B TEYEHME
nocnegHux 4 net: BCKOpe nocne nepe-
HeceHHoro B Bo3pacte 20 neT coTpsice-
HMS FTONIOBHOMO MO3ra MosSBMANCH U CTa-
AN MOCTEMNEHHO MPOrpeccupoBaTb pac-
CESIHHOCTb, 3aMKHYTOCTb, CHUXEHUE na-
MSATU, BHUMaHusa. Cnycta rog, nocne
NMOBTOPHOrO COTPSICEHUS TOJIOBHOIO
MO3ra, COMPOBOXAABLUEr0Cs PBOTOM,
MOSIBUIOCb FONIOBOKPYXEHNE HECUCTEM-
HOro xapaktepa v NPUCOeaMHUINCH He-
NPON3BOJIbHLIE MOAEPTMBAHNS ManbLEB
CTON; B NOCNEAYIOLLEM MMNEPKNHESbI Xa-
pPaKkTepPn30BaNMUCb HapacTaHUEM BbIpa-
XXEHHOCTM U NOCTEMNEHHON reHepannsa-
uven, yxyawmnace xonbba, yMcTBeHHas
paboTtocnocobHocTb. C okTs6ps 2001 .
(c 23 net) HabnogaeTtcsa B IHCTUTYTE He-
Bponorun PAMH.

OOwwmii aHamHe3. Poabl 1 paHee
pa3Butne — 6e3 ocobeHHocTel. B get-
CTBE 4acTo BONen aHrMHamu, Takxe ne-
PEHeC KpacHyXxy, CkapnaTuHy, BETPSIHYIO
ocny, anMaeMUYecKknii NnapoTuT. B wko-
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Nle y4uncsa yooBAeTBOPUTENbHO, Nocne
ee OKOHYaHWsi Moayyun cpepHee cne-
unanbHoe o6pa3oBaHUe (CBapLLKK).
B Bospacte ot 17 po 21 roga HeOQHO-
KpaTHO y4acTBOBas B ObITOBLIX Apakax,
oTMeYanachb TEHAEHLMS K arpeCCUBHOMY
NOBELEHNIO B KPYTy CBEPCTHMKOB, B BO3-
pacte 17, 21 n 23 neT — NOBTOPHbIE CO-
TpsiceHust rofoBHoro moara. C 15-net-
Hero Bo3pacTa y noapocTtka Obi BblsB-
JIeH U MOCTENeHHO NporpeccupoBan
S-06pasHblii KndOoCKONNO3 rpyaHOro OT-
Jena no3BOHOYHMKA, AOCTWTLIMIA BTO-
poli CTeneHn K MOMEHTY Npu3biBa B ap-
Muio. Cnyxun B psgax BoopyXeHHbIX
cun ¢ 1993 no 1995 r., 3atem paboTan
cnecapeM Ha 3aBope. llocne okoHua-
HUS1 CPOYHOW CNYXObl 1 A0 HACTOSALWErO
BpeMeHn HabniojaeTcs ycuneHue [ne-
dopmaLmm N03BOHOYHNMKA.

CemeliHblii aHamHe3. Co CnoB Ma-
TEpU NauneHTa, ero oTew, CTpagan HeB-
posornyeckm 3abosneBaHNeM ¢ HENpo-
N3BOJIbHbIMM ABUXEHNSMU C 38-NETHErO
BO3pacTa (MeOULMHCKUX OOKYMEHTOB
HeT). MnepkuHesbl BO3HMKM B AebioTe
60ne3HN 1 HEeYKJIOHHO HapacTaau, CHU-
3UNICS VHTENNEKT, YXyALUUAAach NamsThb,
3aTeM pasBunack “obuias CKoBaH-
HOCTb”; B 42 rofia OH Obli NPU3HaH He-
TPY#OoCnocobHbIM, cTan 06e30BUXEH-
HbIM 1 yMep B Bo3pacTe 48 neT o1 oTeka
nerkmx Ha @GoHe NHEBMOHUU. YeTkux
CBeLleHWn 0 6ONEe3HN LPYrux POACTBEH-
HVKOB npobaHda Mo OTLOBCKOW NMHUM
HeT; crnefyeT npu 3TOM OTMETUTb, YTO
el v Nnpafen naumeHTa no nMHuM otua
norn6nm B Monoaom Bo3pacTte — 36 u
40 net COOTBETCTBEHHO, OT MOCTOPOH-
HUX MPUYVH.

Mpu ocmoTpe: obLiee COCTOSHME
yooBneTBopuTenbHoe, 60NbHON ac-
TEHWYEeCKOro TeNOCNOXeHUs, PoCT
182 cm, Bec 66 kr. O6paluaeT Ha cebs
BHYMaHUe KMOOCKONNO3 rPyLHOro OT-
Jena Mo3BOHOYHMKA, [Aedopmauus
rPYyLHONM KNeTKM B BUAE YNJIOWEHUs ee
nepenHein NoBepxHOCTU. Mneprngpos
1 runepemusa nagoHen. Mpu dusnkans-
HOM 006Cne0BaHUN BbISBASIETCS CUCTO-
JINYecKknid WyM Ha Bepxyllke cepaua.
Al - 100/70 mm pT. CT., NynbC — 64 B
1 MWUH, PUTMUYHBINA.

HeBponorunuyeckuii ctatyc. bosnb-
HOI OPVMEHTMPOBAH B MECTE 1 BPEMEHMW.

OTmeyaeTcs aCUMMETPUS TNasHbIX Le-
new (S > D), nape3 KOHBEpreHuumn, Ha-
pyLleHWe NNaBHOCTW CReasaLLnX ABUXKE-
HWIA rnasHbiX S6M10K. YyalleHHoe Mura-
HMe. Peyb HECKONbKO 3amepnsieHHas,
pactsHyTas. O6bem ABMXEHWUIA 1 crna B
KOHEYHOCTSIX AOCTATO4HbIE, HEYCTONYM-
BOCTb MbILLEYHOIO TOHYCA C TEHOEHLM-
el kK anddy3Hon rmnotoHmmn. OTmeva-
I0TCS HEpPe3Ko BblpaxeHHble Xxopeu-
dopMHbIE TUMEpKUHEsbl pasHoobpas-
HOM nokanusauum — B MNepuopasibHom
MycKynatype, a3blke (OBuUraTenbHoe
6€eCnokoCTBO C HEBO3MOXHOCTbIO
yAepXaTb BbIBEAEHHbBIN 13 NOAOCTU pTa
a3blk 6onee 3-4 ¢), wee (NogepruBaHns
rofIoBbl MO TUMY KUBATENbHbIX ABUXE-
HWI 1 NOBOPOTOB B CTOPOHbI), NasbLax
PYK, AMCTaNbHbIX OTAENAX HOT. MMnepku-
He3bl HabMoAATCS NPEUMYLLECTBEHHO
B BEPTUKASIbHOM MONIOXEHWM, NPW Liene-
HanpaBneHHbIX OBVXEHUSX W Mpu BOA-
HEHWW, OHM YMEHbLUAIOTCH B MOKOE W
npy OTBAEYEHUN BHUMAHWSA, BO CHe
MOJIHOCTbLIO Mcye3aloT. Mmybokne cyxo-
XUNbHbIE N HAOKOCTHUYHbIE pedeKchl
XMBblE, MATONOrMYECKMX CTOMHBIX, KAC-
TEBbIX 3HAKOB 1 PEPNEKCOB OPaNbHOro
aBTOMaTM3Ma He BbiSBNeHO. [anbue-
HOCOBYIO M MATOYHO-KONEHHYIO NpOoOb
BbINOJIHAET HEYBEPEHHO 13-3a YCUNNBA-
IOLMXCS TMNepk1MHe3oB. B npobe Pom-
Oepra ycToinyne; npu xoasbe cnerka no-
lwaTbiBaeTCAd B CTOPOHbI, MOXOAKa C
“NpuTaHLoBbIBaHMEM” BCNEACTBME Ha-
NINYNS HEMPOW3BOJIbHLIX “BPOCKOBLIX”
OBVXEHUI TynoBULLA U KOHEYHOCTEN.
Moyepk N3MEHEH: NaLMEHT NULLET MeA-
JIEHHO, C MOTEpPel COeaVHEHU MEeXay
6ykBaMu, Npy aTOM enas MHOro opdo-
rpadu4ecknx U CUHTAKCUYECKMX OLLM-
60K. HyBCTBUTENBHOCTb, TA30BbIE PYHK-
ummn — coxpaHHbl. OTMedaeTcs CyxeHune
Kpyra WHTEPECOB, CHWXEHUE KpaTko-
BPEMEHHON NamsaTu (CM. Janee 3akio-
YyeHue ncmxonora).

OO0LwWuMi1 aHanu3 KPoBM U MOYM, Ou-
oxumuyeckuii aHanu3 kpoeu, KT,
Y3U BHYTPEHHUX OpraHoB, AynJjeKc-
HOe CKaHUpOBaHUWE MarucTpanbHbIX
apTepuii roNoBbl — HE BbIFBUIN CYLLE-
CTBEHHbIX OTK/IOHEHWIA OT HOPMBbI.

AxoKI: nponanc MWTPanbHOro u
TPYIKyCNnAansHOro knanawa 1-i crene-
HW; TPUKYCNUAanbHas HEAOCTAaTO4HOCTb



Puc. 1. AreHe3us Mo30/MCTOro Tena
y obcnenoBaHHoOro nauueHta. MPT B
pexume T2 B akCnanbHOW NMIIOCKOCTU.
LLInpoko paccTaBneHbl nepegHne po-
ra 1 Tena 60KOBbIX XeJy[04KOB, Tena
BOOKOBbIX >eJya04KoB pe3ko aedop-
MWPOBaHbI, 3a4HME pora pacLUMpPeHbI.

1-I1 cTeneHw; QONONHWUTENbHAs none-
peyHas xopaa B anvkanbHOW 4acTtu ne-
BOrO XEeNyaouKa.

PeHTreHorpacgmsa rpygHoro otae-
J1a NO3BOHOYHUKA: YCUJIEH IPYAHON K1-
®03, C-06pasHbiin ckonmos Thy—Thg no-
3BOHKOB (Zyroi Bnpaso). O6HapyXeHbl
NPU3HaK1 OCTEOXOHAPONATMM MO TUMy
cvHgpoma LenepmanHa—-May (ynnote-
HMe 1 KnMHoBuaHas ¢dopma Thg-Thy, no-
3BOHKOB).

MPT ronoBHoro mo3ra (puc. 1, 2):
naTofIorMYecKnx N3MeHEeHNA NHTEHCUB-
HOCTW CWrHana B BELECTBE rO/I0BHOMO
MO3ra He onpepgensetcs. BbisiBneHo
MOJSIHOE OTCYTCTBME MO30JIMCTOrO Tena.
OTtmeuaetca peskas gedopmauus u
pacwmpeHne 6OKOBbIX XeNyL04KoB, 3a-
MeTHoe paclumpeHue Il xenygoyka (8o
1,0 cMm). YBeNMYeHo paccTosHne Mexay
Tenamu 60KOBbIX XenyaoykoB. OTmeva-
eTCs Kocoe pacnofioxeHne runoduaa,
BOPOHKA rmnodursa CKOLleHa BNeBo.
B obnactu kpaHmoBepTeObpanbHOro ne-
pexoga 3y0 0CEBOro Nno3BOHKA pacno-
NOXEH HMXe nnHUM Yembepnera. OTme-
yeHo cnaboe paclupeHne cybapaxHou-
[anbHOro MpocTpaHcTBa 60MbLIMX MO-
nyLapuin mosra.

MPT rpyaHoro otaena no3BOHOY-
HUKA: 0TMEYaeTCs HEOAHOPOOHOCTb UH-
TEHCMBHOCTU CUrHana B Tenax MO3BOH-
KOB. BbicoTa 1 opma Ten N03BOHKOB He
n3MeHeHbl. CHMXeHa BbICOTa BCEX MEX-
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MO3BOHKOBbLIX MCKOB Ha MCCNeayemMoMm
ypoBHe. CHWXEeHa MHTEHCUMBHOCTb CUr-
Hafa OT MEeXMNO3BOHKOBbIX [AMCKOB Ha
BEPXHE- N CpeOHerpyoHoM ypOBHE B
pexvmMe T2. BuisiBnseTca nponabuposa-
HVME MEXMO3BOHKOBLIX AMCKOB B Tena
Th,~Th;, NO3BOHKOB (MHOXECTBEHHbIE
rpbkn LLmopns). CBA30YHbIA annapat
6e3 natonorun. CrvHHOM MO3r 0ObIYHOW
GopMbI 1 pa3mepoB.

Q3r: otyetnueble anddysHble n3-
MEHEHMWS NO TUMYy Ae30praHn3aummn put-
MOB Ha CHWXEHHOM aMMIUTYOHOM
ypOBHe. VIMEelTCa Npu3Haky BbIPaXeH-
HOW ANCOYHKLMN NMOAKOPKOBO-AN3HLIE-
danbHbIX CTPYKTYp Mo3ra. OuyaroBbix 1
aNUNENTUPOPMHBIX 3HAKOB HE BbISIBNE-
HO. Anbda-puTMm BbISIBASIETCA TOSIbKO B
3a[HMX OTAENax Ha CHXEHHOM ammn-
TYZHOM YPOBHE.

Q3l-KOrHUTUBHbIE Bbi3BaHHbIE
noteHumanbl: rpy6oe HapylleHne Kor-
HUTUBHBLIX BbI3BaHHbIX MOTEHLMaNoB
P300, ocHOBHble kOMMOHeHTbl P300 He
BbIOENSAIOTCS.

KoHcynbrauus ncuxonora: 60/b-
HOW KOHTaKTEH, OPUEHTMPOBAH B MecTe
1 BpeMeHu. B xoae nccnenosaHns BoisiB-
NEHbI:

a) U3MeHeHne AMHAMUKM NCUxuyec-
KOI [eaTenbHOCTU B BUAE 3aMefIeHHO-
CTW, VHEPTHOCTMU, CHWXEHWUS CKOPOCTU
NCYXNYECKNX MPOLLECCOB;

0) Herpyboe CHuxeHne obObema
HernocpeaCTBEHHON CNyX0-peyeBoli na-
MSTU;

B) HAPYLLEHNS AMHAMMYECKOro Npak-
cuca cpegHen cTenexu;

I') TPYZHOCTU BbIMOJIHEHNS rpaduye-
CKUX npob;

[l) MbllUNIEHNE U3MEHEHO MO Tuny
CHIVXEHUS YPOBHS 0600LLEHNS, UMEIOT-
CS TPYZHOCTU BOCMPUSITUS CIOXETHbBIX
KapTWHOK.

KoHcynbTaumus tepanesTa: npo-
Nanc MUTPaNbHOro U TPUKYCNAANBHOTO
KnanaHoB, AOMOJIHUTENIbHAS Monepey-
Has xopAa NeBoro xenynoyka 6es3 k-

HUYECKN  BbIPAXEHHbIX  HapyLUeHWN
GyHKUMK cepaua.
MaumeHTy npoBefeHa npamas

BHK-auarHoctuka ¢ mccnegoBaHuem
reHa IT-15: npn OHK-tectuposaHun
NOATBEPXAEHO HannyvMe mytaumm B Of-
HOM 13 annienen reHa B BUAE 3KCMaHCum
CAG-noBTOpOB.

KnuHuyeckuin puarHos. Xopes
(6onesHb) MEHTUHITOHA, FMNEPKUHETM-
yeckas GopmMa C IOBEHUbHBIM HaYaoM.
AreHe3ust Mo3onncToro Tena. MHoxecT-
BEHHblE COEAUHUTENbHOTKAHHbIE AMUC-
nnasum, 0CTeoXoHAponaTus.

Takum o6pasom, peHotun XI y na-
uMeHTa B LENOM COOTBETCTBOBAN TW-
MUYHBIM XapakTEPUCTMKAM TFUNepKuUHe-
Tnyecko Gopmbl 3aboneBaHuUs, BKIIO-
4yas nNporpeccupyroliMe HapyleHus
OBUraTeNbHbIX W  WHTENNeKTyanbHo-
MHeCTUYeCcKMx GYHKUWIA, rpybbie name-
HEHWS1 KOTHUTVBHBIX BbI3BAHHbIX MOTEH-
umanoB, genpeccuto anbda-putma Ha
93runt.a. [1, 3]. MNpwn atom, ogHako, ae-
6t0T 3a60neBaHNs Obin HEOOLIYHO paH-
HUM (20 neT), 4TO, NO-BMAUMOMY, SBU-
Nocb cneacTemem “addekra 0TLOBCKOM
nepegayn” n B onpeaeneHHon cTeneHun

Puc. 2. a — HopmanbHaa MPT. CpeanHHbIn carutTasnbHbl cpes B pexume T1. YeT-
KO OMNpeaensaiTca BCe OTAEbl MO30/UCTOro Tena — rostrum, genu, body, splenium.
6 — areHe3ust MO30MCTOro Tena y obcnenoBaHHOro nauneHTa. CpeamHHbIA carmT-
TanbHbIN cped B pexvme T1. OTMeyaeTcs NoHOe OTCYTCTBUE BCEX OTAENOB MO30-
JINCTOro Tena (CTpenka).
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3aTPYLHANO CBOEBPEMEHHYIO AMArHOC-
TuKy 6onesHu.

fApkoii 0cobeHHOCTbiO NpeacTaB-
JIEHHOTO cllyyas aBMN0Ch covetanme X[
CO CNOXHbIM AN33MOPNOreHeTUYECKIM
CUHAPOMOM, BKo4Yawwmm: 1) aHo-
ManuMu pasBUTUS TONOBHOMO MO3ra
(rnaBHbIM 06Pa30M, areHe3unto Mo30JIu-
CTOro Tena); 2) CoeavHUTENbHOTKAH-
Hble Aucnnasuu (Mponanc MUTpanbHO-
ro N TPUKYCNUAanbHOro KnanaHos, no-
nepeyHas xopaa IeBoro Xenyaoyka) u
ocTeoxoHgponatuio (cuHapom Lenep-
MaHHa-May, MHOXECTBEHHbIE TPbIXM
LLImopns, kndockonmoa rpyaHoro ot-
nena no3BOHOYHMKA, Aedopmaung
rpyaHon knetku). CouyetaHue XI ¢
areHesnelt MO30/AUCTOro Tena A0 Ha-
CTOSILLEr0 BPEMEHW B NMTepaType He
OMMCaHo.

BpoxzaerHblie nopoku LIHC no uac-
TOTE 3aHMMAlOT MEPBOE MECTO Cpeam
Opyrux nopokoB pasBuUTUS U BCTpeuva-
lotca npumepHo B 30% BCex cryvaes
In33MOpunoreHesnii, 06HapyX1BaEMbIX
y netein [6], npuyem OONbLIMHCTBO
CTPYKTYPHbIX aHOManuii hbopmupyeTcs
B nepsble 8 Hen ambpuorexHesa. Hanbo-
Nlee YacTbIMU MPUYUHAMU BPOXAEHHBIX
NMOPOKOB Pa3BUTUS FOJIOBHOIO MO3ra
SBNSIOTCS HenpasuibHas 3aknagka
HEPBHOW CUCTEMbI MY €€ NOPaXeHUEe B
paHHeEM 3MOprOreHese BCneaCTBME re-
HETUYECKMX MyTaLMA, HEKOTOPbIX WH-
dexumin, nepeHeceHHbIX MaTepblo B ne-
pvon, 6epeMeHHOCTU (Tokconnasmos,
KpacHyxa, LMTOMEranoBupycHas WH-
dekumns, BUPYCHbIM renaTut), BO3LEN-
CTBMS  MOHWU3UPYIOLLEr0 U3Ny4YeHus,
TpaBM, a Takxe B pesynbraTe Teparto-
FEHHOr0 BO3[ENCTBUS HEKOTOPbIX XU-
MUYECKUX BELLECTB.

AreHesnss MO30AMCTOr0 Tena, no
knaccudukaunum BPOXAEHHbIX Masb-
dopmaumii ronoBHOro Mo3ra 1 yepena
Harwood-Nash (1992), oTHocuTcs K
rpynne HapyweHui opraHoreHesa.
JaHHaa aHomanus 3aHumaeT 10-e me-
CTO Cpeaun BCex APYrux NopokoB pas-
BuTKA LLHC 1 BCTpeyaeTcs (N0 AaHHbIM
HWW Henpoxmpyprum um. H.H. BypaeH-
ko PAMH) y 3% petei ¢ rugpouedanu-
eil, NpuyemM B NOAABNSIOLLIEM OONbLUNH-
CTBE CNy4aeB — B COMETAHWUM B APYrMu
Manbdopmaumamm. 3aknagka Mo30am-
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cTOro Tena npoucxoamt Ha 8-10-1 He-
aene aMOGPUOHaNBLHOIO pa3BuTUS 1 3a-
KkaH4ymBaeTcs oo 16-18-i Hegenu, npu-
4eM nepBOHa4YanbHO GOPMUPYIOTCH
nepefHue OTAENbl MO30JNCTOrO Tena;
NMoaToOMY B C/ly4ae 4aCTUMYHOro pedek-
Ta (rMnoreHesanmn) MO30/MCTOro Tena
naTonorua Bcerga BbIIBASETCS B 3a4-
Hux ero otaoenax. Mpu areHeaun nnbo
BbIP@XEHHON TMNOoreHe3ny Mo30/ucC-
TOro Tena HeobblyHylD GopmMy Nprob-
peTaloT GOKOBbIE Xenygouku mMo3ra,
pacwwupsetca wu  pedopmupyetcs
Il Xenypoyek, TUNUYHBIM SBASETCSH
LUMPOKOE PACCTOSIHWE MEXZy Tenamu
GOKOBbIX XENYL04YKOB; BCE yKa3aHHbIE
npu3HakyM 4eTko HabnwpalTca U B
npeLCcTaBNeHHOM ciyyae (cm. puc. 1).
AreHes3ns M030/IMCTOro Tena Hepeako
COYeTaeTcsl C OTCYTCTBMEM WUAN HEJO-
pasBUTMEM [PYrnx MO3rOBbIX CTPYK-
TYp, B YaCTHOCTU runnokamna u MuH-
JaneBngHoro agpa, 4To nposiBAseTcs
paclimMpeHnemM  COOTBETCTBYIOLLErO
HUXHEro pora GOKOBOro >Xenygouyka.
B coyeTaHun ¢ Hepopas3BUTMEM MO30-
INCTOrO Tefa MOryT BCTpeyaTbCsl Ta-
Kre NopoKMN Pa3BUTHS, Kak IMMOMbl MO-
30/IMCTOrO0 Tena, Wu3aHuedanms, Mex-
nonylwapHble KUCTbl, ManbdopMauus
JeHnon-Yokepa n ap. [6]. Kak npasuno,
areHes3ns MO30AMCTOro Tena He umeet
XapakTePHON KIMHNYECKON KapTuHBbI, a
MMeloLLascsl HeBposiormyeckast cumn-
TomaTuka 6biBaeT 06ycnoBsieHa conyT-
CTByIOLMMY 3260NEBAHNSIMU FONIOBHO-
ro Mo3ra; 970 0ObACHAETCS HaNM4YMeM
Oy6nvpyloLmx CTPYKTYp — NnepenHein n
3a[Hein crnaek.

BbisiBNeHHbIE Y AaHHOrO 60SbHOrO
MHOXECTBEHHbIE JOMOIHUTENBHBIE “Ma-
Nble” MOpPOKM Pas3BUTUS, BKJIKOYAlOLLME
naTonormio Cepaua M KOCTHO-CyCTaB-
HOro annapaTa, Mo HaweMy MHEHUIO,
MOryT ObITb pacLEHeHbl Kak nposiBie-
HUSI CUHOPOMA COEANHUTENIbHOTKaHHOM
ancnnasun. Henb3s MCKAKYAUTb, 4TO
OTMEYEHHbIE MPOSIBNEHNS Hapsagy C
areHe3uen MO30JMCTOr0 Tena COCTaB-
NS0T eAUHbIA “AnM3aMOproreHeTnyec-
KUA KOHTMHYYM”, 0JHaKO aTa runotesa
HYXOAEeTC B JAanbHEWLIEM MOATBEPX-
IeHnn Ha 60NbLIoN HEBLIOOPOYHOW ce-
pun Cny4aeB PasnnyHbIX BPOXAEHHbIX
oucnnasum.

MpencraBneHHoe HabmoaeHWe Noa-
TBEPXAAeT BeAyLYyl0 pPOnb MNPSAMON
OHK-anarHoctnkn B NOCTaHOBKE KOP-
pekTHoro guarHosa XI, 0coOeHHO B
aTUMNUYHbIX (B TOM YMCNE PaHHUX) Chy-
yasx 1 Npu HeobblYHOM coyeTaHun 60-
NIe3HN C OOMNONHUTENIbHBIMK MpOosiBie-
HUSIMU MYJTIbTUCUCTEMHO NAaToNoOrnm Co
cTopoHbl LIHC unu gpyrux opraHos u
TKaHew.

Ha cerogHsaLwHNA 0eHb NaToreHeTn-
yeckoro fieveHuns XI He cyulecTByerT. Mc-
nosb3yemasi cumnToMartuyeckas Tepa-
nust HanpaefeHa 00bI4HO HA YMEHbLUe-
HVME BbIP@XEHHOCTU TUMNEPKUHE30B U
NMOBELEHYECKNX PACCTPOWNCTB (HENpo-
NenTukn, AuasenamoBble npenapaTtsl
n op.). MNpeanpuHUMaloTCs MOMbITKA
HENPONPOTEKTOPHOIO NIEYEHUSI C UC-
NnoSb30BaHNEM NPENapaToB Pa3aNYHbIX
rpynn — aHTaroHUCTOB ryTamaTHbIX pe-
LLenTopoB, HOOTPOMOB (Cemakc, nmpa-
LueTam), HeMponenTUaAHbIX NpenapaTos.
M3 nocnegHei rpynnsl Hanbonee n3ee-
CTHbIM ¥ MEPCMEKTUBHLIM NpPenapaToM
[JaHHOro Knacca sBnsietcsa Lepebponu-
3MH, NOATBEPAVBLUMIA CBOW HENPONpPO-
TEKTOPHbIE CBOICTBA B HOJLLUOM YKCe
nccnenoBaHuii y 60NbHbIX C AereHepa-
TUBHLIMU 1N COCYAUCTbIMU 3a060NEBaHU-
ammn mo3sra. LlepebponuavH, copepxa-
LA B CBOEM COCTaBe Habop HU3KOMO-
NEKYNAPHbIX NENTUAOB U aMUHOKUCIOT
13 BellecTBa Mo3ra, obnafaeT CBOWCT-
BamMn HenpoTpodbumyeckmx bakTopos
LUIMPOKOro CnekTpa aenctems. B akcne-
pPYMEHTE NoKasaHo, YTo LepebponmanH
obecrneynBaeT 3aLLMTY KSIETOK OT SKCaii-
TOTOKCUYECKOro MOBPEXAEHUS, MOBbI-
LIAeT CKOPOCTb YTUAN3ALLMN TIIOKO3bl B
Mo3re, crnocodcTByeT GOPMUPOBAHUIO
HOBbIX CMHaNTUYeCKMX CBSI3el, OKa3bl-
BaeT NPsIMOE MO3UTVBHOE BO3AENCTBUE
Ha npoLecchl NamaTn, 06y4eHns 1 BHU-
MaHusl, OoBuratenbHble GyHkumm. Bce
3TN CBOWCTBA ONPEAENsoT NpsiMble No-
Ka3aHus K NpUMEeHeHWo Liepebponmnau-
Ha y 6onbHbIX XIT (N0 25-30 mn BHYTPU-
BEHHO KanesibHO Ha GU3MONOrnYeckoM
pacTBope, Ha kypc 15-20 nHbyauit), a
Takke Mo3BonfioT ob6CyXaaTb Leneco-
06pasHOCTb BK/IOYEHWS MpenapaTta B
HEpPONPOTEKTOPHYIO  NMPEBEHTUBHYIO
CXEMY NIeYEHUS aCMMMTOMHbIX HOCUTE-
Nell MyTaHTHOrO reHa.
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Knurn U3nareabnckoro aoma “AT

Ouyepku anrnoHesposiorun /Mop pea. 3.A. CycnuHon

HacTtosee pykoBoACTBO NOATOTOBAEHO KOMIEKTUBOM COTPYAHUKOB VIHCTUTYTa HEBPOJIO-
rum PAMH - BegyLumx cneunanmcToB CTpaHbl B 061acTy LepebpoBacKynsipHbIX 3a00neBaHu.
[MpencraBneHo COBPEMEHHOE COCTOSIHME aHMMOHEBPOJIONMN KaK CaMOCTOSTENIbHOrO pasaena
g KJIMHNYECKOM HEBPONOTMN U HEMPOHAayK, AaHa ncyepnbiBalowwas nHpopmaumsa o GyHaameH-
TasbHbIX (MaTodusnonormsa, NnaToMopdoNorvsa, MoIEKyIapHasa reHeTuka) U KIMHNYECKUX ac-
nekTax HapyLleHUn MO3roBOro KpoBoobpaLlleHus, a Takke 00600LeH COOCTBEHHbI MHOIONET-
HWIA OMbIT @aBTOPOB MO Hanbosiee akTyasbHbIM NpobemMam aNUAEMUONOrNN, ANArHOCTUKM, ne-
YyeHus, peabunutaumm 1 NPodUNaKTUKN COCYAUCTbIX 3aB0neBaHNin roloBHOro Mo3ara. Pyko-
BOACTBO MOAbITOXMBAET pa3BUTUE aHrmoHesposiormm B XX cTtonetun, NpeacTtaBiseT ee
CerofHsLIHMI YPOBEHb 1 NepCcrnekTBbl Ha Bnvxkariwmve rogbl. Ocoboe BHUMaHWE yaeneHo Ho-
BENLLMM MEOVLIMHCKMM TEXHONOIMSM (HEMPO- U aHMMOBMU3yannaaumns, reMopeosiorns, aHrmo-
xvpyprus n peabunutaumns, AHK-gnarHoctuka n gp.). 368 c., un.
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115 HeBPOI0roB, KapAnoI0roB, HEVPOXPYProB, PeabuanTo1I0roB, CNELMaInCcToB B 061acTv QYHKLNOHAIbHOM v J1y-
4eBOU ANarHOCTUKW, a Takxe Bpayvei Apyriux crneunaibHOCTeR, MHTepecyoLmMxcs npobaemamm cocyancTor naroaorum
moasra.
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