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AxTyasibHbIe TIPOOJIEMBI JIETCKOH HeBpoJormm™

[] A.C. Herpyxun, O.A. Ilbuiaesa

Kaghedpa nepsruix 6one3neil [leduampuueckoeo gpakysomema
¢ Kypcom Hespoaoeuu u snuasenmonoeuu PYB PIMY

3aboieBaHNST HEPBHOM CUCTEMBI B IETCKOM
BO3pacTe OTJIWYAIOTCS BBICOKOW CTEIEeHBIO
WHBAJIMIN3aUNA ¥ 3HAYUTEJBHON CMEpPTHOC-
ThIO, YTO OOYCJIOBJIMBAET HEOOXOMUMOCTh CO-
BEPIIEHCTBOBAHUS MPOPUIAKTHICCKUX MEPO-
NPUSTUI U BHEIPEHUSI HOBBIX METONOB IHA-
THOCTMKHU U JieueHusi. B Hacrosiiiee Bpems B
Pa3BUTUM HEBPOJIOTUU JETCKOTO BO3pacTa OT-
MEYAEeTCs CYLIECTBEHHbIN IIPOrpecc, KOTOPhIA
00YCIIOBJIEH COBEPIIICHCTBOBAHUEM ITHATHOC-
TUKU U pa3pabOTKOI MaTOreHeTUYeCKOoii Tepa-
MM MHOTHUX 3a00JIeBaHNII HEPBHOI CHUCTEMBI
(HC). D10 craso BO3MOXHBIM B TOC/IEIHEE
necatuiietTue XX BeKa Oyarofapsi peaausaiun
TpexX TI00AJbHBIX TPOEKTOB YeJOBEYeCTBa:
“IeHom uenoBeka”, “IlecsaTuneTue HeillpoHa-
yK”, “Onuiencus u3 TeHu”.

Peanuzauusa npoekrta “IeHom uyenoBeka”
MO3BOJIMJIA OMPEISIUThb JoKaau3aluo 0ojee
10000 reHoB, ABE TPETU U3 KOTOPHIX KOHTPO-
JIMPYIOT pa3BUTHE Mo3ra 1 3aboneBanust HC.
IMpupona n GyHKIMKM OOJBIIMHCTBA TUX Te-
HOB B HACTOSIIIEe BPeMsI YCTAaHOBJICHBI. 3a JIe-
CATUJICTHE HeIpoHayK OBLIO CIeIaHO OOJIbIIe
HayYHBIX OTKPBHITUII B O0JIACTH HEBPOJIOTUM,
yeM 3a Becb XX BeK. B yacTHOCTH, ObUIM UC-
CJIeOBAaHbl MEXaHM3Mbl KJICTOUHON MUTpa-
MY Pa3BUBAIOIIETOCS MO3Ta, YCTAHOBJIEHBI
GU3NOTOTHUECKHE MEXaHW3MBI PAaOOTHI HEli-
DPOHHBIX CeTell U HEMPOXUMUUYECKUM METOIOM
0O0HapyXeHbl HEPOAKTUBHbBIEC BEILIECTBA, KO-
TOpbIE CYILIECTBEHHO MOMAYJMUPYIOT AeSTeb-
HOCTh MO3Ta 1 UTPalOT BaskKHYIO POJIb B €T0 Ia-
TOJIOTUM.

*Tlo marepuanam akToBoil peuu Ha MOOwieiitHoM
ceccun PAMH, nocssmenHoin 60-iaetuio oGpa-
30BaHUST AKaJeMUU MEIULIMHCKUX HayK.

CoBpeMeHHBIM MpobjieMaM, IOCIeIHUM
HAyYHBbIM OOCTMXKEHUSIM M IIePCIEeKTHUBAM
pa3BUTHS JETCKON HEBPOJIOIMM ObLIa IOCBSI-
1eHa MexayHaponHast KoHdepenums “Co-
BpeMEHHBIE MPOOJEeMbl IETCKON HEBPOJIO-
run”, KoTopas cocrosuiachk B Mockse 8—9 Ho-
a6psa 2004 . KondepeHuusa mpoxoauiia 1o
MHULMATUBE Mpe3uaeHTa BceMupHoit acco-
muanny aeTckux HeBposioroB (ICNA) mpo-
¢eccopa Paolo Curatolo B pamKax ImporpaMmbl
obyueHus ICNA. B xoHdpepeHIMN TPUHSIIA
y4acTue BeAyllye HEBPOJIOTU U SITUIIECIITOION !
M3 pasHbIX CTpaH Mupa. Psnm mokiamos, che-
JIAHHBIX HA KOH(epeHIMY, HALIUIM OTPaXKEeHUE
B JJaHHOM cTaThbe.

OcHoBHOi1 BKJan B CTPYKTYypy 00Je3neit HC
y JeTeil BHOCIT CJIeaylollne 3a00/1eBaHusI:

e mepuHaTanbHoe mnopaxeHue HC (pacmpo-
crpaHeHHoOcTh — 60 : 1000);

e snunencus (7 : 1000);

e HACJIEACTBEHHO-JEreHEpaTUBHbIE M MeTa-
o6ommueckue 3aboneBanust HC (1 : 3000 xu-
BBIX HOBOPOXK/IECHHbIX);

e [IPOrPeCCUPYIOLIUE MBIILICUHbIE TUCTPODUU
(3,5 : 1000);

e aHoManuu pasputus (3 : 1000);

e HeliporcuxuaTpuieckue mpoodaeMbl — KOT-
HUTUBHBIE U TIOBEIEHUECKUE PACCTPONCTBA
(16 : 1000).

NepHHaTanbHoe nopanienHe HC

[ToBpexneHne pa3BUBAIOLIETOCS MO3Tra SIB-
JISIETCSI CaMOM pacIpOCTPAHEHHOM MATOJIOTM-
eit HC y nereii, koTopasi peuMyIIeCTBEHHO
OIPEIENSIET PA3BUTHE TAKUX TSXKEJIBIX COCTOS -
HUI, KaK pE3UCTEHTHAsI SIUJIETICUSI, TTOBEIEH-
YeCcKMe pacCTPOCTBa U MTPOOJIeMBbI IIKOJIbHOM
agantauuu. IlepuHaTanbHONM TMaTOJOTUEH
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00ycIIOBJICHA BEICOKASI TIepUHATAIbHAS CMEPT-
HOCTb: 75% BHYTPUYTPOOHbBIX CMEpTEil CBsI3a-
HBI ¢ TpyosiMu Topokamu HC, a cpenu nereii,
YMUpPAIOIIMX Ha IepBoM roay xusHu, 40%
MMEIOT XOTS OBl ONMH TTOPOK Pa3BUTHS MO3Ta.

Cpenu mepuHATAJBHBIX MOBPEKIEHNUIA BbIe-
JIFI0T:

® TUITOKCHYECKU-UIIEMUIECKOE TOpaxkKeHUe
(47%);

e aHoMayuu Mosra (28%);

e BHyTpuyTpoOHbIe MHPeKunn (TORCH-uH-

bexuun) (18%);

e ponoByio TpaBmy (4%);
e Hac/IeACTBeHHbIE 001e3H1 00MeHa (2%).

Takum o6Gpa3oM, caMoOil pPacHpOCTpPaHEH-
HOM MAaTOJIOTUEN SIBJISIETCS MOPAaXkKeHHe MOo3ra
THIOKCHYECKH-UIIEMHYECKOTO reHe3a, KOTOpoe
MPEACTaBIsIeT CO00M OCHOBHYIO MpPOOJIeMy
HeoHaTallbHOM HeBposioruu. Ipymnmy pucka
COCTABJISIIOT HEIOHOIICHHbIC AEeTU, J0JS KO-
TOpbIX gocturaer rnpaktudecku 20% ot Bcex
ponuBmmxcs aereit B P®D. CreuuduuHoOCTh
MOPaKeHUsI MO3ra HEIOHOIIEHHOTO HOBO-
POXIEHHOTO OIpeaessieTcsl JIoKaau3aluei
OCHOBHOro jaedekTa B T€pMUHAJBHOM Mart-
pHKCe, HE 3aBEepIIMBIIEM CBOIO WHBOJIOLIMIO.
ITo xapakTepy MOBpEXIEHHE MO3ra MOXKET
MPEICTABISATE COO0M KPOBOUBIUSTHUE WU TTe-
PUBEHTPUKYJISIpHYIO JeiikoMansuuio. K co-
SKAJIEHUIO, XOTsI TATOreHe3 BhILIEYKa3aHHbIX
npoueccoB u3yyeH ocHoBaTeabHO (J. Volpe,
2000), >((HEeKTUBHBIX METOAOB JIEUEHMUSI HeE
pa3paboTaHO BO BCEM MUpE.

K mocnenctBussM TOBpeXIeHUsST MO3ra B
MepUHATAIBHOM TePUOJIe OTHOCSITCSI: MUHM-
MajibHast mosroBast aucdyHkuus (38%), pe-
3UCTeHTHbIE (hopMbl armwtencuu (23%), nBu-
ratejabHble HapyiueHus (18%), ymcTBeHHast
otcranocth (3%). Tonbko B 18% ciydaeB K-
HUYECKU BhIPaXKEHHBIE ITOCJIEICTBUS IIEpHHA-
TaJIbHOI'O ITOPaXXeHUsI MO3ra HE BBISIBJISIIOTCSL.

B cBs131 ¢ TeM YTO B KJIIMHUYECKOI KapTHHE
BHYTPUYEPEITHBIX KPOBOM3IUSHUI Y UIIEMUK
Mo3ra (MHCYJIBT HOBOPOXKACHHBIX) TOMUHMPY-
0T OOIIEMO3rOBbIe CUMITOMBI, aKTyaJIeH I10-
HMCK MapKepoB, CBUAETEIbCTBYIOIIMX 00 00be-

M€ U TSDKECTHU MOBPEXISHUS] MO3Ta B paHHEM
HEOHAaTaJbHOM Iepuone. TaKUMU MapKepaMKu
MOTYT OBITh Helipocniennduueckue 0eaku: oe-
ok S100, Heiporpoduueckue (PakTOphI
(BDNE, CNTF), dakrop pocra coCyaucToOu
cetu (VEGF) u mapkep anonrosa (DR-5).

nHnencHa

Cepbe3HBIM TTOCICICTBUEM TTePUHATATIBHO-
T'0 TIOBPEXKICHUS MO3Ta B BOCCTAHOBUTEIIBHOM
Iepuoae SBISICTCS Oe0I0T SIMIICTITUYSCKUX
MIPUCTYIIOB, MIPUYNHON KOTOPHIX B OOJIBIITNH-
CTBE CJIy4aeB CIy>KUT CTPYKTYPHBIN Je(eKT
HepBHOI TKaHU. [ToaToMy oHM 0003HaYaIOTCSI
B MexnyHapoaHou Kiaccudukamm Kak 31m-
JIETITUYECKHE SHIIe(aToaTum.

DnuiienTHyecKue CUHIAPOMbI MJIAIEHIECKOTO
U paHHEro JeTCKOro BO3pacTra C Je0ITOM 0
3 Jer:

e napuuanbHbie popMmbl anmencuu (53,2%);
e cunapoM Becra (38,5%);

e cunapom Jlennokca—TIacro (4,4%);

e cunapom Otaxapa (1,5%);

e cunapoM Jpase (0,9%);

e paHHSISI MMOKJIOHMYeCKas 3HIedamonaTust

0,9%);
® MUOKJIOHWYECKHM-acTaTuIecKast SIUICTICHST

(0,6%).

DrnuaenTuyeckue sHIedaronaTiu OTHO-
csTCs K (hopMaM SMUJIETICUU, PE3UCTEHTHBIM
K aHTURnuiIentTuueckoit tepanuu (AD9T). OHu
MPEACTABISIOT COOOI TeTepOreHHYIO TPYIIITY,
MMpUYeM HACJIeACTBEHHBIN (DaKTop OoIpeacieH
Tosibko Y 10% dopm, BKItoYasi TyOepO3HbIit
CKJIEPO3 ¥ CUHAPOM ABOMHOM KOPBHI.

Hoxuman P. Curatolo (Mranus) Obut mocBs-
IeH Tpo0JieMe IMWIENCHH TP TYyO0epO3HOM
cKjepo3se. 3a pa3BuTHe Ty0epo3HOro CKaepo3a
otBeTcTBeHHBI reHbl TSCI1 Ha xpomocome
9q34 u TSC2 na xpomocome 16q13. Hapyme-
HU€ HEWPOHAIBbHOW MUIPALMU U KJIETOYHOU
nuddepeHIIMpoBKM, a Takxke U30bITOYHAas
npoaudepanms KJIeTOK BHOCST BKJIaa B opa-
KEHHME CTPYKTYpPbl MO3ra Mpu TyOepO3HOM
CKJIEpO3¢ M Pa3BUTHE PA3TMIHBIX (DEHOTUITH-
YeCKUX IPOSIBJIICHUI 3a00J1eBaHMsI, Cpeau KO-
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TOPBIX OJHO M3 HamOOJIee JaCThIX — SITHIICTI-
cus (mpumepHo y 90% maimeHToB). DIuiien-
THYECKUE IIPUCTYITB HEPEIKO OTIMYAFOTCS TSI~
JKEJTBIM TEUEHUEM U Pe3UCTEHTHOCTHIO K ADT.
CymiectByeT Tomorpaduieckas B3aUMOCBSI3b
MeXy U3MEHEHUSIMU Ha 3JIeKTpodHILIedano-
rpamMe (B3T) U 04aroBbIM MOPAXKEHUEM MO3-
ra 1o JJaHHBIM MarHUTHO-PE30HAHCHOM TOMO-
rpacduu (MPT), neMoHcTpupyloLasi, 4To Hau-
OoJiblliee 3HAYEHWE B Pa3BUTUU SITUJIETICUM
MMEIOT KOPTHUKAJIbHBIE TyOEepChl, MTPArOIINe
POJIb 3MUJIENITOTeHHBIX (DOKYCOB. Y yacTu Ia-
LIMEHTOB, pe3ucTeHTHhIX K ADT, mocie Tou-
HOIl uAeHTU(DUKAIUU HauboJiee aKTUBHBIX
SMUJENTOTeHHbIX (DOKYCOB U 30HBI KOPTU-
KaJIbHbIX aHOMaJIMI MOXKET paccMaTpUBaTbCS
BO3MOXKHOCTb XMPYPTUUECKOTO JICUCHUST IIU-
serncuu (TyOepaIKTOMMUSI) C LEbIO YIyUYILIeHUSs
KOHTPOJISI HaJ TIPUCTYTIaMU.
[eHepanu3oBaHHbBIE (DOPMBI SMWICTICUM B
MOJABJISIONIEM OOJBIITMHCTBE CIy4YaeB SIBJIS-
I0TCSI HaciencTBeHHbIMU. MccimemoBaHus B
pamKkax TporpamMmbl “IeHOM yesoBeka” I03-
BOJIMJIA BBISIBUTH M KJIOHMPOBATH TeHBI TeHE-
panu3oBaHHBIX amwiernicuii (I'D). dokman
J. Nakayama (flmoHust) ObIT TIOCBSIIIIEH reHe-
THKe 3NIIencuii. B HacTosIee BpeMs MIEHTH -
¢unmposaHo 13 reHOB, MyTallUl KOTOPBIX UT-
paloT posib B Pa3BUTUU WIMOMATUYECKUX AU -
Jericuii (mepBasi MyTanusi ObUTa OTKpbHITA B
1995 ). Eciu paccmaTtpuBaTh Bce (hOpPMBI
SMWIETICUM B COBOKYITHOCTH, PUCK Pa3BUTHSI
3a00J1eBaHMSI 3HAYUTEJIBHO BBIILIE Y POJCTBEH -
HUKOB TTalIMEHTOB IO CPAaBHEHUIO C OOIIei
nonyJsiueir. Puck pasButust mavonaTuyec-
KO 3IUIeTICUU MOBBILIEH B 2,5 pa3za 'y cudcoB
u B 6,7 paza y HOTOMCTBa MallM€HTOB. BbIsIB-
JIEHUE CEMEMHBIX CTyJaeB SMUJIETICUM HE BCe-
rIa yKa3blBaeT Ha FeHETUYECKYI0 3TUOJOTUIO
3a00JIeBaHUS; OJHAKO UCCIIeN0OBaHUS OJIM3HE-
LIOB MPOAEMOHCTPUPOBAIU 00jiee BBICOKYIO
KOHKOPAAHTHOCTb MO S3MWIETICUM Y MOHO3M-
TOTHBIX OJIU3HELIOB, YeM Y OU3UTOTHBIX (70
npoTuB 6%), 4TO yKa3bIBaeT Ha BKJIAl TEHETHU -
YeCKUX (haKTOPOB B pa3BUTHE CEMEHHBIX CIIy-
yaeB 3MWIETICUM. B TeueHMe HECKOIbKUX M0~
CIeAHUX JIET OIMCAHME CEMEHHBIX CIyJacB

Axryanshsie NpoGeMsl Aerckod Kesponorky

SIUJICTICUU, 110 (PEHOTUITUYSCKUM IIPOSIBIIC-
HUSM HaIlOMUHAIOIINX PacIpoCTpaHeHHBIE
GopMBI MAMOMATUYECCKON SIHUICIICUU, HO
MMOTIMHSIONINXCS MCHIIEJIEBCKOMY pacIipeie-
JICHUIO, TIOBJICKJIO 3a COOO0I TeHETUIECKIE HC-
clieloBaHUsl U UIEHTU(UKALUIO OOJIBIIOTO
KOJIMIECTBA JIOKYCOB. [CHBI KapTUPOBAHbI TSI
OOJIBIIIMHCTBA 3TUX COCTOSHMI. MmnomaTnae-
CKME STUJICTICUM BBI3BaHbI, INIABHBIM 00pa-
30M, MyTallMSIMA B TeHaX, KOOWPYIOIINX MOH-
HbIe KaHAJIbI WJIM WX JTOMOJHUTEIbHEBIC CYOh-
eIVHULBI. B Hacrosimee BpeMsl ycTaHOBJIEHA
crnenUIHOCTE W MEXaHW3M JIEHCTBUS Te-
HOB, KOAMPYIOIINX MOHHBIE KaHAJIbl KJIETOY-
HbIX MeMOpaH Mpu pasiudyHbIX ¢opmax ['D.
DTU MOHHBIC KaHaIbl MPUHAMJIEXAT K BOJIb-
TaXX-3aBUCUMbIM MOHHBIM KaHajlaM, y4acTBY-
IOIIIMM B FeHepalluy U KOHTPOJIe TTOTeHIIMaa
NEUCTBUSI, WIM K JIMTAHI-3aBUCUMBIM MOH-
HBIM KaHajaM, YYacCTBYIOIIUM, IJIaBHBIM 00-
pa3oM, B CHMHANTUYECKOI mepemade (Tabiu-
11a). XOTs 3MUJICTICUM C MOHOTCHHBIM TUIIOM
HAacJIe[IOBaHUsSI COCTAaBJISIIOT TOJBKO 1% Bcex
SIUJICTICUIA, OHU MPEACTaBISIOT CO00I MHCT-
PYMEHT UISI M3YICHUSI MOJICKYJIIPHO-TCHETH-
YeCKMX MEXaHW3MOB 3MUJIeNToreHe3a. B cBo-
eM moknane J. Nakayama rpencTaBuiia aHaIu3
IIPOBEICHHOTO MCCJICHOBAaHUS, pPE3yJbBTaTOM
KOTOpPOTO SIBWJIACh MACHTU(MUKAIIUS HOBOTO
reHa, acCOLMUPOBAHHOIO C (heOpMIHbHBIMU
cynoporamu. MneHTuduKauus reHoB, Ompe-
JIEJISTFOIINX Pa3BUTHE SITUJICTICHU, — IIePCIIeK-
THUBHOE HaIlpaBJICHUE B SIUJICIITOJIOTUM. Pe-
IIeHNEe 3TOM 3agayM OymeT CIIoCOOCTBOBATH
paHHEMY BBISIBJICHUIO TIPEIPACIIONIOKEHHBIX K
PAa3BUTHIO STVJICTICUM JIUILI, CBOEBPEMEHHOMY
HavaJly Teparu 1, BO3MOXHO, TPO(MIIIaKTH-
Ke 3a00/1eBaHMUsI.

Pa3BuTue u coBeplleHCTBOBaHME MeETOAa
aJIeKTpodsHIIedanorpadru OTKPbLIO HOBBIE
BO3MOXXHOCTU B M3YyYEHUU SIWICTICUU Y Je-
Teil. YacToTa BBISIBICHUS MATOJOTHYECKUX M3-
MeHeHuii Ha DI, a cilenoBaTeIbHO, Y TMarHo-
cTuyeckasi lieHHocTh DB npu snuiencuu y
JIeTel BhIIE, YyeM y B3pocibiX. [lo maHHBIM
S. Ohtahara, yxe npu mepBuyHoM DDI-uc-
CJIeIOBAaHUU B UHTEPUKTAIIBHOM TICPUOJIE Yac-
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[eHbl anunencuu u aCCOLMMPOBAHHLIC C HUMU SIMUJIEITUYCCKUE CUHIPOMbI

Ropupyembie erpyrrypbi Tennt
BoJbrax-3aBucuMBble MOHHBIE KaHAIBI
HaTpHEBbIE KaHAJIbI SCN 1A
SCN 2A
SCN 1B
KaJIMeBbIe KaHaJIbl KCNQ 2
KCNQ 3
XJIOpHbIE KaHaJIbI CLCN 2
JIuraHn-3aBUCHMbIC MOHHBIE KaHAJIbI
peuenTtopsl TAMK GABRA 1
GABRG 2
HUKOTHHOBBIE PELIETITOPHI CHRNA 4
K aleTUIXOJMHY CHRNB 2

0O603HaueHus:: TAMK — raMmma-amMuHOMACIsIHAs! KUCJIOTA.

TOTa BBISIBICHUS SIUICTITU(OPMHBIX U3MEHE-
HUI y JeTell ¢ srmwiencueil nocruraer 85%, a
MpY TOBTOPHBIX MCCJICIOBAaHUSIX BO3pacTaeT
npaktudecku a0 100%, ocobeHHO mpu Ipa-
BUJILHOM BBEIOOpE METOIa McClieqoBaHus (Ha-
npuMep, OOJbIIoe 3HAYCHWE MMEET 3aITicCh
D3I Bo cHe). I3MeHeHMs1, 0OHApYKEHHBIC Ha
D3OI, nMeroT NMPUHINUITHATBLHOE 3HAYEHUE JIJIsT
OIpeAeIeHNs] TAaKTUKU JICYCHUST STUJICTICUU.
Hoxuman S. Ohtahara (SImoHuMst) OBUT TOCBSIIIICH
DOI-0c00EHHOCTSIM SMUJICTICUM B UX BO3pa-
CTHOM acIieKTe, a TaKKe 3HAYCHUIO SITHJICTI-
TUHOPMHBIX N3MeHeHul Ha DI (yacTo cyo-
KIIMHUYECKUX) IJIT Pa3BUTUS KOTHUTUBHBIX
HapylieHui. B mokiame paccMaTpruBaiIncCh aBa
HOBbIX DDI'-marrepHa, mpeacTaBIsSIONINX OCO-
OBIif MHTEpeC IIPU SITWICTICUU Y AeTei, — MaT-
TEpH TPOHAO/LKEHHOM CHAalK-BOJIHOBOM aK-
TUBHOCTH B (ha3y MEIJIEHHOBOJIHOBOTO CHa
(CSWS) u marrepH MHOXXECTBEHHBIX HE3aBH-
cuMbIX pokycoB craiikoB (MHDC).

ITarrepa CSWS xapakrepu3syeTcs IpaKTHu-
YeCKM IMOCTOSTHHOM aud@y3HOM craiiK-BoJI-
HOBOIT aKTUBHOCTBIO BO BPeMsI MEIJICHHOBOJI-
HOBOTO CHa, HE COITPOBOKIAIOIICICS IIPUCTY-
aMy WiIn IPYTUMU KIMHUYECKUMU MPOsIBIIC-
HUSIMUA, ¥ BBISBISCTCS TIpM IIEJIOM psiae
SMUICTITUYECCKUX CUHIPOMOB (BKJIIOUAs 3ITH-
nencuio ¢ CSWS, cunapom Jlanpay—Kiedd-
Hepa, aTUIINYHYIO0 TOOPOKAaYeCTBEHHYIO Tap-

CrnjpoMbl

I'D, MnaneHyeckas MUOKJIOHMYECKAs! SIUIETICHS
I'D, nobpokauecTBEHHbIE CeMEIHbIE
HeOHaTATbHO-UH(DAHTUIIBHBIE CYTOPOTH

| §C)

J106poKaYeCcTBEHHBIE CEMEIHBIE CYIOPOTH
JloOpoKayeCcTBEHHBIE CEMEIHBIE CYTOPOTH
Wnronatnyeckast TeHepaIu30BaHHas SMIIETICHS

OBeHMIbHAS MUOKIIOHMYECKAS SMUIETICUS
Jlerckast abcanc-amunencust, [D

Hounas no0Hast snuiencus

Hounas no0Hast anuiencust

LIMAJIbHYIO STIUJICTICUIO U Ap.). BaxkHoe Kin-
HUYEeCKOe 3HauyeHME MMEIOT KOTHUTHUBHBIE
HapyIlIeHusl, OOYCIOBJIeHHBIE TMOCTOSHHON
SIUICTITU(OPMHON aKTUBHOCTBIO B MEIJICH-
HOBOJIHOBOM cHe. S. Ohtahara npenctaBui
HOBBIU SMUJIENTUYECKUA CUHIPOM — STTUJIETI -
cHsl ¢ 0eCCYTOPOXKHBIM SMUICIITUYESCKUM CTa-
TYyCOM B COUYCTAaHMU C SIMWICTITUICCKUM Hera-
TUBHBIM MUOKJIOHYCOM. PaHee ero He oTaensi-
Jm ot srunerncuu ¢ CSWS, ogHako oH nmeeTr
XapaKTepHbIE OCOOCHHOCTHU: B KJIMHUYECKOM
KapTUHE TIpeo0amgaloT 4YacThie KpaTKOBpe-
MEHHBIE 3MM30bI ITOTEPHU MBIILIEYHOTO TOHYCA
0e3 TOTepu CO3HAHUSI M TIPOTPEeCCUPYIOIINe
KOTHUTUBHBIC HapyiieHus. [IporHo3 B oTHO-
IIEHUU M3MEeHEeHU Ha DB u smuentuyec-
KHX TIPUCTYIOB MPU JaHHBIX CUHAPOMAX Yac-
TO OJIATONIPUSTHBIN, B OTJIMYKE OT IIPOTHO3a B
OTHOIIIEHUU KOTHUTUBHBIX QYHKIINM (UCKITIO-
YeHHEe COCTaBJIICT aTUIMYHAS TOOPOKAYeCT-
BEHHas MapluaabHas SITUICTICHS).

IHarreppg MH®PC mnpencrabisier coboi
SIUIETITU(MOPMHYIO aKTUBHOCTD (CITaiiKu, OC-
TpbIE BOJIHBI, UX COYETAaHME), PETUCTPUPYIO-
LIYIOCS KaK MUHUMYM B TPeX HECMEXHBIX OT-
BEICHUSX C OMHUM WU OoJiee (DOoKycaMu SITH-
JIenTU(MOPMHOIN aKTUBHOCTHU B KaXKIOM M3 T10-
JIymapuii. OTOT maTTepH BCTpevyaeTcs y AeTeil
npy mapuuaibHoi smwiencun ¢ MH®C, a
TakkKe TIpU HeAaBHO OIMKMCAHHON hopMe 3ITH-
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JICTITUYECKON 3HIIe(aTONaTuN — TSKEJIoi
stmtericun ¢ MH®C wa B3I (cuHIpom
Markand—Blume—Ohtahara), xKotopas Tpo-
SIBJIIETCS TSKCJIBIMU PE3MCTEHTHBIMU TeHepa-
JIM30BAaHHBIMU TIPUCTYTIAMU 1 YaCThIM COUYeTa-
HUEM C YMCTBEHHOI OTcTajocTbio. CUHIpOM
BO3HMKaeT Ha oHe aAuddy3HOro mopaxeHus
Mo3ra BCJeACTBUE Hecrneluduueckux Gpakrto-
poB (TIpeHaTaJIbHOTO, MIEPUHATAIEHOTO U TTOCT-
HaTaJIbHOTO reHe3a). [IporHo3 HebGaronpusT-
HBIIi B OTHOIIEHWM TICMXOMOTOPHOIO pa3BU-
THSI U KOHTPOJIsI Han npuctyrnamMu. B 25% ciy-
YaeB CUHIPOM 3BOJIIOLMOHUPYET U3 CUHAPOMA
JlenHokca—TIacro B Bo3pacte 5—20 JieT U OT-
HOCUTCSI B HacTosIIllee BpeMsl K HauboJiee pe-
3UCTEHTHBIM (hOpMaM SMUJIETICUU Y TETEH.

S. Ohtahara momuepkuBaeT, 4YTO IIpUMEHE-
HUE HEWPOIICUXOJIOTUIECKOTO OOCIeIOBaHMUS
[TO3BOJIUJIO BBISIBUTH CYOK/IMHHYECKHE KOTHM-
THBHBIE HAPYLIEHNs, 00yCIIOBIeHHbIE MU dhY3-
HOI BnuiaenTuOpPMHOIl aKTUBHOCTBIO Ha
D3I, maxe mpy HEKOTOPBIX (hopMax SIUJIEI-
CUH, CUMTAIOIIMNXCS M0OPOKAYeCTBEHHBIMU,
HaIlpuMep TIPU PONTAHANICCKON SIMJICTICUU.
B cBsa3m ¢ 3TUM clieayeT ¢ OCTOPOKHOCTHIO
YIOTpeOysiTh TepMUH “IMOOpPOKAYECTBEH-
HOCTh”. OnuientudopMHas aKTUBHOCTb Ha
DT u accounnpoBaHHbIE KOTHUTUBHBIE Ha-
pYIIEHUS MOTYT KynupoBaTbcst Ha (poHe ADT,
YTO TIPUBOJNT K YIYYIIEHUIO TICUXOCOIUATb-
HOIi aganTaiuy MaiueHTOB.

3HaHUEe TPUPOABI SMUJIETICUUA TTO3BOJINIIO
pa3paboTaTh TpOrpaMMy M CTaHIApTHI Jieue-
HUSI SMWICTICUU Yy JIeTeid, KOTOpbIe ObLIN O/10-
opennsl V KoHrpeccom “YenoBek M jJeKapcT-
Bo” B 1998 1. [IporpaMma JieueHus SMUIENICHH Y
JieTeii Obla OCyILeCTBAEHA BIIEPBbIE B MUPE B
Poccuu cotpynHukamu kadeapbel HEpBHBIX 00-
ne3Heit Ileguarpuueckoro ¢akynsreta PIMY
(ITetpyxuH A.C., Myxun K.1O., 1998 ). B pe-
3yJbTaTe MPUMEHEHUs 3TUX CTaHAAPTOB U
0o0yueHMsT Bpauyell B Pa3IMYHBIX PErMOHaX
Poccuu Ha cneuunanbHO CO3MaHHOM Kypce
SMUIETITOAOTUY 3 GEKTUBHOCTD TEPAITUU CO-
craBwia 80%: MeIMKaMEHTO3HAas PEMUCCUS
nocturnyra y 41,8% neteii ¢ anuiencue, pe-
MMCCHSI C OTMEHO# mpemnapara — y 38,2%, a
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XUPYPruyeckoe JieueHWe TMoTpedoBaloch
tobko 10%. HexkypaGeabHBIMM OCTAIOTCS
10% OGonbHBIX Aereil. TakuM 00pa3oM, Mpo-
OJyieMa 3MUJIETICUM TTOJTyYrIa PellieHUE TOJIbKO
B KOHLIe XX Beka.

HacneacTBeHHO-AereHepaTHBHbIe
H MeTabonHYecKHe 3a6o/eBaHHsA

Crenytolieii KpyImHO# ITpo0IeMOoii 1eTCKOi
HEBPOJIOTUH SIBJISTFOTCS HelpomereHepaThB-
HBIE 3a00JIEBaHMSI, CAaMO Ha3BaHME KOTOPHIX
CBUJIETEJIECTBOBAJIO O IIPOTPECCUPYIOIIEM Te-
YEHUU U HESICHOCTH MeXaHM3Ma UX Pa3BUTHUS.
Ycenexu MoneKyIsIpHOM FeHETUKU U HEUPOXU -
MHUH TIO3BOJIMJINA OCYIIECTBUTH DPEIIarOIINi
MIPOPBIB B YCTAHOBIICHUN 3TUOJIOTUU W TIATO-
reHesa 3Tux 3aboseBaHuii. BceMupHbIii KaTa-
JIOT MEHACJMPYIOIIMX MPU3HAKOB 4YeJoBeKa
(OMIM) Bkmouaer 15690 dopm Hacienct-
BEHHBIX 00JIe3He (110 JaHHBIM Ha 31 oKTSIOps
2004 r.). JIBe TpeTHU U3 HUX COMPOBOXIAIOTCS
nopaxkeHueM HC. TeHHbIMM MyTauMUsIMU B
XpoMocoMax oOycioBiaeHbl 75% 3aboseBa-
HUiA, a 25% — nedekToM (EepMEHTOB BHYTPU-
KJIETOYHBIX OpraHesII, IIO3TOMY Ilepeaada Ha-
CJICIICTBEHHBIX TTIPU3HAKOB 3a00JICBAHUIA 3TOM
IPYIIIBl HE COOTBETCTBYET KJIACCUYECKUM 3a-
KoHaM MeHnersl.

WUnentndunmponano csbiiie 300 reHOB, OT-
BETCTBCHHBIX 3a pa3BUTHE METa0OIMIECKUX
6ousie3Helt HC, BbIsIBIEH TeHHBII MPOAYKT, YC-
TaHOBJIEH MEXaHW3M PabOThI MATOJOIMYECKO-
ro reHa. B pesysbrare 3TOro cy3uics Kpyr Hel-
poIeTeHePaTUBHBIX 3a00JICBaHUI, TIEPECMOT-
PEHBI TIPUHINITE CUCTEMATU3aIlN HACICICT-
BeHHbIX 3aboneBaHuit HC. Takum obpaszom,
BO3HMK T'€HOMHBII MOAXOM K CO3IaHHUIO KJlac-
cuduKauM HacJeJCTBEHHBIX 3a00eBaHUIt
HC, xotopsrit sIBiIsIeTCST HAaMOOJIee COBEPIIICH-
HbIM. OOHapyXeHHe TeHETUYECKOW TeTepo-
TeHHOCTH 3a00JIeBaHWIl, CUYNTABIIMXCSI paHee
KJIMHUYECKU €IMHBbIMHU, a TakKe pasudyHas
KIMHUYecKass MaHudectanuss 3adojieBaHUS
MO3Ta B 3aBUCMMOCTH OT MYyTaIlMU Te¢HA POIH-
TeJIsT OOBSICHWIIN SIBJICHUE KIIMHUKO-TeHETHIC -
CKOro mosmMopdusma, chopMyImpoBaHHOE
BriepBbie JI.O. bagansHowM.
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JIuarHoCTHMKAa HACJIEICTBEHHBIX 3a00]€eBa-
it HC B HacTosIIee BpeMsI OCHOBaHa Ha HO-
Bbix Metopax JIHK-auarHocTuku: mnpsimoit
(HeTroCpeICTBEHHOE BBISIBICHUE MYTallMd B
HCCJIEyeMOM T'eHEe) U KOCBEHHOU (mpu 3a00-
JIEBAaHUSIX, TeH KOTOPBIX MOCTATOYHO TOYHO
KapTUPOBAaH).

Metoabl npsimoit JIHK -nrarHoctrku 6a3u-
PYIOTCS Ha MOJIMMEPA3HOW LEMHOM peakun 1
TO3BOJISTIOT BBISIBJISITh CIICAYIONINE Hapylle-
HUSI: HYKJICOTUIHBIC 3aMEHBI — TOYKOBBIE MY-
Taluu (HampuMep, MaxkKOpHbIE MyTalluK TIPU
remnaTouepeopasbHON JOereHepalun); aene-
LIMA — CABUT TPAHCISLMOHHOMN “paMKM CUM-
ThiBaHUs” (Muoguctpodum JromenHa—bek-
Kepa — Xp21, ayToCOMHO-pELIECCUBHbIE TIPO-
KCUMaJIbHBbIE CHUHAJIbHBIE aMUOTpoUu —
5q, JO®A-He3aBucuMasl IUCTOHUS — 9Qq);
nymkanuu (6onesHs Illapko—Mapu 1A —
17p, ren PMP22, neiikonuctpodus INenemm-
yca—Mepubaxepa — Xq22, TeH IPOTEOJUTTUI-
HOTO OenKa).

BrIsiBIIeH IPpUHIIMITMATBHO HOBBIN THIT MY-
Tauuu (IMHaMuveckue Mytauuu) — enomen
3KCNAHCHHN TPHHYKJIEOTHIHBIX MOBTOPOB; I1aTO-
JIOTMYECKOe YBCIIMYCHUE YMCIIa KOMUMA HYyK-
JICOTUIHBIX TIOBTOPOB CBHIIIIE OIPEACICHHOTO
TIOPOTOBOTO 3HAYEHUsI. DTO HabonaeTcst 060-
Jiee yeM 1pu 15 HacneaCcTBEeHHBIX 3a001eBaHU -
SIX, Cpen KOTOPBIX Xopest [eHTMHITOHA, aTakK-
cus Opunpeiixa, MUIOTOHMYECKAST TUCTPODUSI,
oynpOocnrHanbHasg amuoTpoduss KenHenu,
YMCTBEHHAas OTCTAJIOCTh C JIOMKOU X-XpOMO-
COMOI M JIp. DTO sIBJIeHNe OOBSICHWIO yCTa-
HoBneHHbI C.H. JlaBumeHkoBbiM B 1930-e
roJbl peHOMEH aHTULIMITALIMI, KOT/a B ITOCIe-
JYIOIIUX TTOKOJEHUSIX CUMITTOMATHKA HacIe-
CTBEHHOTO 3a0oJieBaHUsI CTAaHOBUTCS OoJjiee
BBIpaXXEHHOI, a 1e0I0T — Oojiee paHHUM.

B Hacrosiiee BpeMst pa3paboTaHbl MOAXOIbI
K Jie4eHHI0 MeTadomuecKux 0oesneii HC B 3a-
BUCHMOCTH OT YPOBHSI NMOPaKeHHs: TeH — TeH-
Has Tepanus, (epMeHT — BHeapeHue dep-
MeHTa Ha HOCUTeJIe, CyocTpaT MeTaboamu3ma —
crieniryeckas aueTa, He coaepIKalias MeTa-
0oIMYecKoro cyocTpata, IIpOAYKT METa00IN3-
Ma — BOCHOJIHEHME nedunuTa depmeHTa (Ko-

9H3UM Q,,, L-KapHUTHH, I'MIIEP103bl BUTAMK-

HoB A, K, E u ap.), deHotun — cumnromatu-
yecKasl Teparnus.

Hoxnan Y. Suzuki “HoBble TepaneBTHYeC-
kue noaxonsl mpu GM 1-ranrmo3ngose” ObUT
MOCBSIILIEH HOBOMY METO.Y JISUSHMUSI 3a00J1eBa-
HUIi TOJJOBHOTO MO3Ta U3 IPYIIMbI JIU30COMHBIX
0oJie3Hell HAKOILIEHHSI TIOCPEICTBOM BHEJIpE-
HUST hepMeHTa Ha HocuTesle. B ocHOBe n30-
COMHBIX OOJIe3HE# JIeKUT Ne(pUIIUT OTHCIIb-
HBIX (PEpMEHTOB JM30COM, OOYCIOBINBAIO-
LU HAKOTUIEHHE B KJIETKaX CIelMbUIeCKIX
XUMMUYECKUX CYyOCTpaTOB U HapylleHue hyHK-
uuu kiaetok. Hampumep, B ocHoBe GM1- u
GM2-raHraMo3ui030B JIEXUT 1ehuuuT dep-
MeHTa [-rajakTo3uaasbl, MPUBOISAIINN K Ha-
PYIIEHUIO Aerpafallii U HAKOIJICHUIO B JIM-
30COMax MOJIEKYJI CJIOXKHOTO YTJIEBOJIHOTO CO-
eNMHEeHUsT — raHrosua. Jdedunur B-ranak-
TO3UJA3bl MOXKET OBITh OOYCJIOBJIEH OOJIBITUM
KOJIMYECTBOM MYTALMil OIHOTO reHa Ha Xpo-
MoOcoMe 3, KOTOpBIC BBI3BIBAIOT pa3TMIHBIC
HapyleHnsT (pepMEeHTAaTUBHOM aKTUBHOCTU C
pa3HOOOpPa3HBIMU (PEHOTUITNYSCKUMU TIPOSTB-
sneHusMu. Ilocime TIpoBeAcHMST aHAIM3a MY-
TaHTHBIX T€HOB OBLIO OOHAPYKEHO TPU THUIIA
aHoManuii (hbepMeHTOB: (PEPMEHT HE CUHTE3M -
pyeTcs; cuHTe3 (hepMeHTa COXpaHeH, OJHaKO
COITPOBOXKJIAETCSI HEMENJICHHBIM €ro pacria-
IOM M3-3a HECTaOMJIBHOCTH €T0 MOJIEKYN B
KJIeTKe; (PepMEHT BHYTPH KJIETKH CUHTEC3UPY-
eTcs M CTabuJieH, OJIHAaKoO He obmamaeT ¢ep-
MEHTaTUBHOI aKTUBHOCTbIO. MeToa Tepamnuu,
npemyioxkeHHbIn Y. Suzuki, ObLT pa3paboraH
IIJIST aHOMaJIMA BTOpPOTO THIIA ((PepMEHT CHUH-
Te3UpyeTcsI, HO HecTabuiieH). B KieTKy BBO-
IUIOCh WCKYCCTBEHHO CHHTE3MPOBAHHOE
HU3KOMOJICKYJIIPHOE COeTMHEHNE, 10 pa3Me-
DY U CTPYKType aHaJIOTUYHOE CcyOcTpaTy — ra-
JIAKTO3€, KOTOPOE CBSI3BIBAJIOCH C MYTaHTHBIM
depMeHTOM I CO3MaHWST HOPMAaJIbHOU €To
KOH(MOpPMallMd M TPAHCIIOPTa B JIM30COMEI,
rae hbepMeHT JIOKEH OCYIIeCTBUTD THAPOJIN3
raurauo3una GMI1. B Hacrosiee BpeMst uc-
crnenyetcst 3 (HEeKTUBHOCTh 3TOr0 MeToAa Mpu
IPYTUX HACJIeICTBEHHBIX 3a0oJieBaHMUSAX (Ha-
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mpumMep, IIpu 6oe3Hn Kpadoe), a Takske mpo-
BOISTCSI MCCJICIOBAHMS IPYTUX BEIIECTB UIS
CO3IaHUs JICKAPCTBEHHBIX IIperapaToB, CIIe-
IU(PUIHBIX B OTHOIICHWH OIPEIeSICHHBIX MY-
Talun.

Hoxnag H.W. Moser u A.B. Moser OblI Tak-
K€ TIOCBSIIEH TPYIIIe TeHETUUECKH JeTePMU-
HUPOBAaHHBIX 3a00JIEBaHUI, CBSI3aHHBIX C ITa-
TOJIOTHUEI KIIETOYHBIX OpraHellI, — MEPOKCH-
COMHBIM 3a00JieBaHMSM. B OCHOBe IepoKcH-
COMHBIX 3a00JIeBaHWii, KOTOpBIC CTaJIn
M3BECTHBI B rocaeaHue 20 jeT, JexaT Hapyle-
HUs 6uoreHe3a ((hopMUPOBaHUS) TTEPOKCUCOM
WA JeULIUT OTAEIbHBIX (DePMEHTOB MEPOK-
cucoM. HapyuieHuss O6uoreHeza INepoKCHCOM
MOTYT IPUBOJIUTH K pa3BUTHIO 13 3a001eBaHMit
(cunapom LlennbBerepa, HeoHaTalbHasl aape-
HonelikogucTpodusi, nHpaHTUIbHAs ¢dopMa
oosie3Hu Pedcyma, puzomennyeckast TodeaHast
XOHIIPOIUCIUTA3Us U NIp.). B HapyiieHnn cuH-
Te3a MPOTEHMHOB MEPOKCHUCOM MOTYT Y4acTBO-
BaThb O0oJiee 30 OTIebHBIX TEHOB, Ha3bIBAEMBIX
nepokcrHamu. K HacrosimeMmy BpeMeHM pac-
KPBITa CBSI3b MeXXy 13 TIepOKCHMHAMHU U TIEPOK-
CHCOMHBIMH 3200JIcBaHUSIMH YeIOBEKa.

Bce mHapymeHnst OMoreHe3a ITepOKCHCOM
MMEIOT ayTOCOMHO-IOMUHAHTHBIA THUIT Ha-
CIIeJOBaHUSI, YacTOTa 3TUX 3a00JIeBaHUU —
1:50000. dnarHocTrka mpoOBOAUTCS MPHU MO-
MOIIIM OMOXMMHUYECKMX TECTOB B IUIa3Me U
SPUTPOIINTAX, JUISI BCeX 3a0oeBaHUi pa3pa-
O0oTaHa MpeHaTallbHasl TMAarHOCTUKA M METO-
bl BBISIBJICHUST MOJICKYJISIDHOTO aecdeKrTa.
Crnenuduyeckas Tepanus B HacTosIee Bpe-
Ms1 He pazpabortaHa. IIpu Gonesnu Pedcyma
a¢hGhEeKTUBHBI AUMETa C OrPaHUYEHUEM COIep-
XKaHUS (GUTaHOBOM KUCAOTHI U TeMOAUATHU3.

K 3aboneBaHusIM, CBSI3aHHBIM C AeDULIM-
TOM OTIEIbHBIX (hEPMEHTOB MEPOKCHUCOM, OT-
HocuTcs X-CHeIUVIeHHAasi alpeHOJIeHKOIUCTPOo-
¢us, umeroiass HeCKOIbKO (GopM C pa3iuyd-
HBIMU (DEHOTUITMYECKUMU TIPOSIBICHUSIMHU.
3aboneBaemocTth gocturaet 1 : 17000. AHo-
MaJbHBIA TeH KapTHUpPOBaH Ha XpOMOCOME
XQg28, MpUHAUICXKUT K HaICEeMECTBY TEHOB,
OTBETCTBEHHBIX 3a TPAHCIIOPT OCJIKOB, U KO-
nupyet 6ejjok MeMOpaH nepokcucom. Hakor-
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JICHUE HACBIIIEHHBIX JKUPHBIX KUCIIOT C OUYCHb
JJTMHHOM 1IeTIhI0 (TJIABHBIM 00pa3oM, TeKco3a-
HOEBOI KHCJIOTBI) — OCHOBHASI OMOXMMHIYEC-
Kasg aHOMaJHs, TTO3TOMY B IMAarHOCTUKE HC-
ITOJIb3YeTCS BBISIBJICHHE UX M30BITOYHOTO CO-
JepxxaHus B riazMe. MccnenoBanue byHKIIMN
HaJIMOYEYHUKOB W TIPOBEJACHUE 3aMeCTUTEIb-
HOI TOPMOHAJBHOM Tepamuy TIPU BBISIBIICH-
HBIX HapYyIICHUSIX HEOOXOOMMO Y BCeX Mallk-
€HTOB ¢ X-CIIETUICHHOU aJipeHOJIEUKOINCTPO-
dueii. JokazaHa 3(pHeKTUBHOCTb TPAHCILIAH-
TallMi KOCTHOTO MO3ra IpU LiepeOpasibHOM
dopme agpeHoNEHKOAUCTPOPUU Y Mabuu-
KOB TIPM OTCYTCTBUM IIPU3HAKOB TSIKEJIOTO
nopaxeHusi. B kauecTBe npoduaakTUyecKux
MEpPOMNpPUSITUII PEKOMEHIYeTCs HCCen0BaTh
YPOBEHb XKUPHBIX KUCJIOT C OUYEeHb NJIMHHOM
LIENbI0 BCEM POACTBEHHMKaM TallMEHTOB C
X-cluenjaeHHoO aapeHoJelikogucTpodueit
IIJIST BBISIBJICHMS KEHIIIUH — HOCUTEJIEH aHO-
MaJIbHOTO TeHa U OOJBHBIX (MaJlbYUKOB) C
OECCUMMITTOMHBIMU U JISTKUMU (popMamMu 3a-
boneBaHus. PazpaboraHa TouHas TIpeHaTasIb-
Hasl AUarHocTruKa X-CLeIUIEHHOI aapeHoJiei-
KogucTpouu.

Eie onHoit TpymHO# mpoOJieMoil 1eTCKO
HEBPOJIOTUU SIBIISTIOTCS MPOTPeCCHPYIOMITEe MbI-
meynble auctpodumu. Hanbonee yacto B ner-
CKOM BO3pacTe BCTPEYAIOTCS CJICOYIOIINE
(G opMBbI (B COOTBETCTBUU CO BPEMEHEM J1€010-
Ta): paHHue GopMbl — amuoTpodus BepaHu-
ra—Toddmana, gerckue GopMbl — MCEBAOTU-
neptpoduueckas dopma ounieHHa, lOBe-
HUJIbHBIE (POPMBI — TIEpPBUYHAS MBIIICYHAS
nuctpopust Dpba. PemeHue 3Toii mpodaeMbl
3aBHCUT OT TOYHOI TMATHOCTHKMU (DOPMBI 3a-
O6osieBaHMs (2JeKTpoMUOrpadusi, TeHHas aua-
THOCTHMKA) M TEpareBTUUECKUX IMMOIXOMOB Ha
OCHOBE TpaHCIUIAHTALlMM TeHa WIM BHEIpe-
HUSI TEHHOT'O MTPOAYKTa B MBIIIIIIHI.

ITpodunakTuka HaC/IEACTBEHHBIX 3a00.1€Ba-
nuii HC ocHoBaHa Ha NMpUMEHEHUU METONOB
npsimoii unu kocBeHHoi JIHK-guarHoctuku
3a00JIeBaHUi1 Y TIpoOaHaa, TMarHOCTUKE reTe-
PO3UTOTHOTO HOCHUTEIbCTBA, a TaKXKe COBEp-
IIEHCTBOBAaHUHU TIpEeHATAIbHON MMAarHOCTUKU
3a00J1eBaHUs Y TUTO/IA (MCCIeIOBaHEe aMHHMO-
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THUYECKUX KJIETOK, BOPCHMH XOPHMOHA, KJICTOK
KPOBM I10J1a, TTOJYYeHHBIX U3 MYMOBUHBI My-
TeM KOpAOLEHTe3a), ONPeAeIeHUN PealbHbIX,
a He BEPOSITHOCTHBIX PUCKOB, UTO MIPUBOIUT K
MPEIOTBPALLEHUIO POXIAECHUS IETEU ¢ TaHHOMU
natojorueit. [IpeHaranbHast IMarHOCTHKA YC-
MEITHO TIPUMEHSETCS Mpu MuomnaTtum Jlfo-
1IeHHa, CMUHaJIbHON amuoTpoduu BepaHu-
ra—lTodpdmana u psage npyrux 3abosieBaHUIA.
Kpome TOro, B HEKOTOpbIX CTpaHax 3amaga
anpoOUpyeTCsl HOBBIM METOJ MpeHaTaabHOU
NUArHOCTUKHW — MPEeAbIMILUIAaHTALlMOHHAs Ara-
THOCTHUKA.

OnHoBpeMeHHO AJ1s1 TPOGUIAKTUKI BPOXK-
JIEHHBbIX W HaCJeACTBEHHbIX 3a0o0jeBaHU
JOJKHA TPUMEHSIThCS UM MEPUKOHUEMIUOH-
Hasg mpoduiakTUKa, KOTopas OCHOBaHa Ha
CIEAYIONINX TPUHIIMIIAX: TIpoITaraHaa 310po-
BOTO 00pa3sa XXM3HU; MpOoGIIaKTUKa 1 Jeue-
HUe MHMEKLNUA, TTepenaBaeMbIX MOJOBBIM My-
TeM; MpUMEHEHe BUTAMUHHBIX KOMILJIEKCOB
(4TO MO3BOJISIET CHU3WUTH NpUMepHO Ha 30%
YHUCJI0 BPOXKACHHBIX TOPOKOB 1 HOBBIX MyTa-
11i1); TIpoBeIeHWEe aMHHUOIIEHTe3a y BCeX
KEHIIWH cTapiie 35 JIeT U B CIIyJasix MEpTBO-
POXIEHUsS M CIIOHTAHHBIX BBIKWIBIIICH B
aHaMHe3e; oIpeaelieHne O-(peTompoTeHa B
OKOJIOTIJIOAHON KUJIKOCTHU; YJIbTpa3ByKoOBasi
JMArHocTuKa 1jioja.

JIHCCeMHHHPOBaHHbIe aYTOHMMYHHbIE
nopameHHss Mo3ra

Crenytolieit mpo0JeMoii, B KOTOPOIt TeHe-
TUYeCKUil (pakTop SIBISIETCSI HE PElIalOIIUM,
HO MPeIoIpeaeIsSIOINM (UTO TAaKXKe YCTaHOB-
JICHO B TIOCJIeTHEE BpeMsl), SIBIISICTCST TIpoOJIe-
Ma IMCCEMHHHPOBAHHOTO ayTOMMMYHHOTO
nopaxkeHus Mo3ra. K TaknuM COCTOSTHHSIM OT-
HOCSITCS OCTPBII TMCCEMUHUPOBAHHBIN 9HIIE-
aoMuennuT HeSICHOM STUOJIOTMU U PacCesiH-
HBIA CKJIEPO3.

OcTpelii TUCCeMHUHUPOBAHHDBIN 3SHIE(ATO-
MHUeuT HesicHolt atuosioruu (ODM) BeTpe-
yaetcst ¢ yactoroit 1 : 30000 BakumHauuii u
XapaKTepU3YeTCs TSKEJTBIM KITMHUIECKAM Te-
YeHUEeM, C CYIOpOraMu, pacCesiHHON HeBpO-
JIOTUYECKOM CHUMIITOMATUKOM, C IOCIEAYIO-
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LN yTpaTOX MOTOPHBIX HABBIKOB U PaCIIafoM
KOTHUTUBHBIX GyHKuuit. [TaTomopdonoru-
YECKU 3TO COCTOSIHHE IIPEICTaBIISIET CO0Oit
MaHAHIEDATUT C TPEUMYIIIECTBEHHBIM ITOpa-
XeHueM 0eyoro BeniecTBa Mo3ra. CBs3b B ps-
Jle CIy4aeB MEXIY Pa3BUTHEM 3a00JIEBaHUS U
BaKIIMHAIIMC TIpuBena K (popMUPOBaAHUIO
HEOOOCHOBAHHOTO HETaTMBHOTO OTHOIIIEHUS
K BaKIMHAIIMK BOOOIIEe. MeXmy TeM BaKIlU-
HaIMs — 3TO He pelraroniuii (pakTop 1ist pa3-
Butusa OJIOM, Takue COCTOSTHUSI BOSHUKAIOT
1 TIOCJIe TIEPEHECEHHOTO PECITUPATOPHOTO 3a-
0oJeBaHMs Y IeTell ¢ TeHETUUeCKOM Mmpeapac-
MoJI0KeHHOCThI0. Cepueit paboT KOJIEeKTUBA
aBTopoB (B.b. IepBasuena, E.Il. JlekoHeHKO,
I.P. Unpucosa, A.C. ITerpyxuH, B.®. Yuaii-
kuH, 1998—2002 rompl) yCTaHOBIIEHO, YTO
pasButue OIOM cBsi3aHO cO crieuu@UIHOC-
ThIO TeHOB THCTOCOBMecTUMOocT DRB1*01 u
DRBI1*17 knacca Il B pycckoil momynsinuu,
PeryIMpYIOIINX COCTOSTHME WMMYHUTETA.
Kpowme aToro, mmeeT 3HaUeHUE TIPEIPACTIONO-
XeHHOCTh K pa3Butuio OIOM y camoro mH-
MMBUIyyMa — KaK MIPAaBWIIO, TIEPEHECIIETO TIe-
pUHATAIBHOE TIOpaXKeHUE MO3Ta U UMCIOIIIETO
oYard XpoHNIEeCKOi MH(PEKIINH.

PacrmipocTpaHeHHOCTh PacCesTHHOTO CKJIepo-
3a cocrasisieT 42 : 100000 (A.H. Boiiko, 1996),
mpu4yeM B rmociaeaHue 50 JIeT OTMEUeHO YBeJIH-
yeHue 3abosaeBaeMoctu B 2 pasa (E.W. Tyces,
1997). de6ror 3a6oneBanus B 10% ciryuaes Ha-
omomaercs B Bo3pacte 10 16 ner (G.E Cole,
1995). BeIsiBIIEHBI Te€HBI TIPEAPACIIONOKEHHO-
CTH K pa3BUTHIO PACCESTHHOTO CKJIEpO3a, K KO-
TopeiM oTHocsATca DRI15, FNT, TNG, LT.
ITpoGnema 3akiroyaeTcsi B paHHEM U Bepudu-
LIMPOBAaHHOM NMarHo3e y IeTeili, a Takxke B
pa3paboTKe TIOKa3aHUW W BO3MOXHOCTEM
MPUMEHEHUS] UMMYHOMOYTUPYIOIIUX Mpera-
paToB y IeTE U MOAPOCTKOB.
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IIponoskaerca moaNucKa
HAa HAyYHO-NIPAKTHUYECKHUH XKypHAJ
“Armoc¢epa. HepBubie 60ge3HU"

Moanncky MOXHO 0bOPMUTb
B tobom oTaeneHum cea3un Poccum n CHI.
XypHan BbixoguT 4 pasa B rof. CTOMMOCTb NOANMCKM HAa MOJSIroAa
rno KaTasnory areHtctea “Pocneyats”
Ha 0OVH Homep — 22 pyo.
NoanucHoi nupekc 81610.
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