masa 3

XPOMOCOMHbIE CUHAPOMbI
1 NOBEAEHYECKUE ®EHOTMUINbI

MOCOMHOE PACCTPOMCTBO — OCHOBHO#M THIl TEHETHYECKMUX 3aboie-
Wil, KOTOpbie MOTYT NMPUBECTH K BPOXICHHBIM MOPOKaM pa3BUTHS,
HHOI OTCTaJIOCTH, BBIKMIBIIIAM, MEPTBOPOXIEHUIO, OECIIOAKIO,
KOJIOTMYECKUM MTATOJIOTHSIM.

XPOMOCOMHBIE PACCTPONCTBA COCTABJISIIOT BE OCHOBHbIE KATETOpHH:

' NCTICHHBIE AaHOMAIMM (AHEYTUIOWIMS ¥ TIONMATUIONNS);

* CTPYKTYpHbIC HAPYILICHUS (CTpyKTypHas TiepecTpoiKa).

HauGonee pacnpocTpaHEHHBIM TUTIOM KIMHWUYECKU 3HAYMMBIX HApyIIe-
XPOMOCOM CYMTAIOT aHEYTUIOMIUIO.

ANOMAJIME 9HCJIA XPOMOCOM

Aleynionaasi — OTKJIOHEHWE HOPMAJIbHOIO 4YMCJia XPOMOCOM, TMpPHBO-
K TOTepe WM YBEIMYEHHWIO OOHOW JIMOO HECKONBKHMX OTAEIbHBIX
0COM W3 NWIUIOMIHOTO Habopa, TaKUX KaK MOHOCOMMSI M TPMCOMMS.
TUIoUOKs] OOBIYHO BO3HUKAET MPU HApYLIEHWH MEH03a BO BPEMsI raMeTo-
41, CaMbIM XOPOILIO M3YdEHHBIM XPOMOCOMHBIM 3a00JIEBAHWEM YEJIOBEKA
1ot curapoM JlayHa (tpucomust 21-it xpomocoMsl, puc. 3.1).
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3.1. XeHckuii KADUOTHUIT TIPU TPUCOMHUH 2 1-ii XpPOMOCOMBI
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Cunnpom IllepemeBckoro—TepHepa — MOHOCOMMIO X-XPOMC
(45,X) — Bcrpevator mpuMmepHo B 1% Bcex 3auatuii, HO 98% u3
TUPYETCH.

Ha6monalor TonpKo Tpy BapuaHTa ayTOCOMHOM TPUCOMHUM Y X
JIEHHBIX:

* Tpucomus 13-i1, 18-i1 u 21-it xpomMocoM.

PrcK MX BO3HMKHOBEHUSI HANpPSIMYIO CBSI3aH C BO3PacTOM MaTepy
CTaplie MarTh, TEM BEPOSTHEE BO3HMKHOBEHUE Tpucomwmii). Tpucomust
XPOMOCOMBI BCErJa MPMBOAMT K TMOEIM IUIOAAa U OBIBAET CaMbIM Y
XPOMOCOMHBIM HapylIEHUEM JUISl CTIOHTAHHBIX BBIKMIBIILEH.

Iommnionausa — COCTOSIHME, TIPY KOTOPOM KJIETKAa MMeeT Goee J
KONMIi TalyIOWIHOTO reHOMa, TaKMX Kak Tpuruionaus (69 Xxpomoe
puc. 3.2) u Terparutonams (92 xpomocomsl). IMonumnnonaus, Kak npas|

H-Il |-%

. )3, Hapyienus: CTpyKTypBl XpOMOCOM

TUTOUIWH.

Hapymenus cTpykTYphl XpoMocom

CTpyKTypHbIE AHOMAJIMM XPOMOCOM BO3HMKAIOT B PE3YJIBTATE
XPOMOCOMBI C TOCJIEAYIONIMM AaHOMATBHBIM BOCCTaHOBJIEHUEM. OHM
cTBYIOT TipuMepHO y 0,7—2.4 na 1000 GONBHBLIX ¢ YMCTBEHHOM OTCTANIO

Cy1iecTByeT HeCKOIBKO (POPM CTPYKTYPHBIX aHOMAIIHIA:

lelMsi — yTpaTa CerMeHTa XpOMOCOMBI B pe3yJibTaTe OTpbiBa (yTpara
LHOro (parMeHTa) WM pas3pbiBa C YTPAaToil HHTEPCTHUIIMATBHOTO

° Jenenus; uKanusi — 100aBJIeHWE CETMEHTa XPOMOCOMBI. Jlenerus MpUBOLUT
* RyIUTMKANWS, HOCOMUM, a IYTUIMKALUSI — K TPUCOMMUM JUISi TEHOB, PaCIONOXEHHbBIX
* HHBEPCHUS;

et Mytauu., MUKPOCKOIIMYECKOE HCCASJOBAHUE MOXET WICHTHU-
IIMpOBATh TOCTATOYHO KPYIHBIE NeJIeLUM WM AYIUIMKAluu (He MeHee
4 MO6). I1st AMArHOCTHKYM MYTaIlMK MEHBLIETO pa3Mepa NpUMEHSIOT Qury-
uenTHyo rubpummuzanuio in situ — FISH (ot anri. fluorescence in situ
tldization), XpOMOCOMHBI MHKPOMATPUUHBINA aHAIM3 WM CEKBEHUPO-
e 9k3oMa. M30XxpoMocoMa MpeacTaBisieT NepeBepHyToe AyOIrpoBaHue
)10 TUIEYa XPOMOCOMBI C TTOTEpeit Apyroro mieva.

Musepeysi — 4acTh HOPMATBLHOW XPOMOCOMBI, NepeBepHyTass Ha 180°.
Y1111 BOBHUKAET B PE3YJIBTATE OTPHIBA YAaCTU XPOMOCOMBI ¥ TIPUKPEILIe-
K MECTy OTpBIBa MIPOTHBOIOJIOXHBIM KOHIIOM.

‘Ipanciokamus — 0oOMEH cerMeHTaMu MeXIy AByMsi Xpomocomamu. Ecin
Il IPAHCIIOKALIMM HE TIPOUCXOIUT yTpaTa WK yBEIMYEHUE TEHETUYECKOrO
gpuasia, TPAHCIOKALMIO Ha3bIBalOT cballaHcupoBaHHOM. Jlronu co cba-
(CMPOBAHHBIMM TPAHCJIOKALMSAMYU WJIA MHBEPCHSIMU OOBIMHO (EHOTH-
SCKU 3II0POBBI, HO BCErna TMEPeNaloT MyTAlMM CBOEMY NMOTOMCTBY, TaK
1IpM OILIOIOTBOPEHUM TaKMUX aMeT BO3HMKAIOT HecOaJlaHCHPOBaHHbBIE
MOCOMHBIE MyTallyu.

* KOJIbLIEBAsi XPOMOCOMA;
* TpaHcnokauus (puc. 3.3).
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XpOMOCOMHasi TIaTONIOTUs. — 3TO (DEHOTUII, BOSHUKAIOLIMI B peayil Amplification) i cpaBHuMTeNbHAS TeHOMHas rnopunmsanmst — CGH
U3MEHEHUSI KOJIMYECTBA WM CTPYKTYPhI XpPOMOCOM. . il Comparative Genome Hybridization) crniocobHbl 0OHapyXHBaTh
B HacTrosiiiee BpeMsl 4acTOTa BCTPEYAEMOCTH XPOMOCOMHBIX CHHJIP POMOCOMHBIE HapyleHusi. MHOTHME XpOMOCOMHBIE aHOMAaJIMHU MO3a-
cocrasiisieT IpuMepHO 9,2 Ha 1000 HOBOPOXIEHHBIX. ' |, il IMarHO3 MOXET OBITH ITOCTaBJIEH MO OMONCUMA KOXH, KOTa Uccie-
HecbanaHcupoBaHHbBIE TIEPECTPOMKM MOTYT COIPOBOXIATh Wi iuM(OLIMTOB OTpULIATEBHBI.

ACHHBIE aHOMAJIMM MW HApPYLICHHWsS TCUXMWYECKOTO pa3BUTHS. Ol 3.1, Hapyuienusi, CBSI3aHHBIE ¢ SMIIETICHEI

CUPOBaHHBIE MyTallMd — OCHOBHAsi MPUYHMHA MEPBUYHOTO OECIION P

CBfA3M C IOBBIIIEHHBIM PUCKOM BBIKHMIBILIEH. ] Hapymenns 3360?1?3?;'”
YacroTa aHEyIUIOMOMM y KWBBIX HOBOPOXIEHHBIX COCTABISET 34

HO PE3KO BO3DACTAET CPEAM MEPTBOPOXAEHHBIX WM TPU CaMOMP MAAILHAS TeTTerst XpOMOCoMB 1p36 1 Ha 5000

BOJIbHBIX BBIKMIBIILIAX. B CBS3M ¢ 3TUM TIpu Tpex u OGosiee MOBTOP Mipos Bonsda—Xupurxopua (4p-) 1 1a 50 000

BBIKMIBIIICH ceMeifHasi mapa IOJDKHA GBIT}: obcnenoBaHa ILCH T 1 5a 15 000

npeaMeT cOaJaHCUPOBAHHBIX TPAHCIOKALMN Wi WHBepcuid. [Ipum - 5

B 10% cayuaes (pasbpoc cocraBisier 8,5—12%, mo naHHBIM pad oM misepcronHol nyrumkauny 15 (IDIC 15) 1 a 30 00

UCCTIeIoBaTeNIeil) y OOHOrO M3 POAWTENe B TAaKoil mape OGHAPYKM ipom Mmutepa—/dukepa (del 17p13.3) 1 Ha 300 000

10T cOaJlaHCUPOBAHHYIO MyTaluio. B «HOpMe» XpOMOCOMHBIE Hapyue! ! (npUOIU3UTETBHO)

OOHapyXuBalOT B CTPyKType 4—5% cnepmartozonnoB u 12—15% ool " omocoma 14 Hen3BeCTHO/OYEHb PEKO

ARLe st XPy
B cryuae BpenHoro BIMSHWS OKpYXaiowei Cpeibi, a Takxke ¢ YECIHSSS enast xpomocoma 20 HeunssecTHO/049€Hb PEIKO

BO3pacTa KOJMYECTBO XPOMOCOMHBIX HapyILIEHW B raMeTax HapacTaet
B mocnennvie roisl B cBssM ¢ GYPHBIM Pa3BUTHEM METOIOB CEKl MexaHu3MBl, MMOCPEACTBOM KOTOPBIX XPOMOCOMHBIE ITOPaXEHMST BbI3bi-
POBaHMsI TEHOB OTKPBITHI M OIMUCaHbl MHOTOYMCIIEHHBIE MUKPOAEELL HAPYILEHUS TICUXMYECKOTO PasBUTHS M SMMWIETICHIO, CBSI3aHBI TMOO ¢
MUKPOAYIUIMKALMK. B pesysisrare nonyyeHo oObsCHEHUE Cydaes Hapy MWIBHOM (DYHKLIMEH HOPMATBHOTO KOJIMYeCTBa HEHpPOHOB, TMGO Omoc-
HUsl 0Oy4eHusl B WIKoNe (MOrpaHUYHAs YMCTBEHHAs! OTCTANIOCTB), € JOBAHHO Yepe3 hOpMUpPOBaHKE aHOMANHIA TOIOBHOTO Mo3ra. Hanpumep,
MOB MHOXECTBEHHbIX MOPOKOB pa3BuTHA. B Hacrosiiee BpeMsi U ¢HHapoMe AHTebMaHa MO3T ¢(hOpMIPOBAH HOPMAILHO, HO HEMPOHBI
HECKOJIbKO COTEH XPOMOCOMHBIX HAPYLIEHWIA, ¥ 3TO YHMCJIO PACTET C WIAIOT TTOBBILLIEHHOMN BO30YIMMOCTBIO, B TO BpeMsi Kak aeneuusi 17p13.3
roooM, ITOCKOJIBKY HOBBLIE METOIbI MOHCKyJIHpHOﬁ T€HETUKU ITO3BOJK 1a4eT HOPMAJIbHOE Pa3BUTHE KOPBI ¥ MMPUBOIAUT K (bOpMMpOBaHmo JIUC-
0OHapyXuBaTh 60/iee CIOXHBIEC U Goliee MeKie XPOMOCOMHBIE TEPECTPL Wiliedbamiu, TOTMMUKPOTMPHHM, (DOKATBHBIX KOPTHKAMBHBIX JUCTUIA3HIA.
KM, OYIUTMKalAK 1 IC/ICLHH. ' IlopeaeHyecKuit GEHOTUIT — 3TO COBOKYITHOCTH HEBPOJIOTHIECKUX CHM-
HauGornee X0poiio M3y4eHbl XpOMOCOMHBIE HApYIIEHHUs], PUBOSIIILY UMOB, HApYIIEHWI MHTEUIEKTYaIbHOTO U (QU3MYECKOro PasBUTHUSI, SIU-
snuierncuu. B Tabn. 3.1 s mpuMepa MpeacTaBieHbl YaCThIE XPOMOCOM| " UM, BPOXKIEHHBIX TOPOKOB M MAJIbIX aHOMAJIMIA Pa3BUTUSI, XapaKTePHBIX
TPUYUHBL SMUICTICUHA. OIPEEIEHHOTO XPOMOCOMHOTO WJIM TEHETHYECKOro CHHapoma. Psan
[luroreHeTHyeckne TECTB AMATHOCTUPYIOT XPOMOCOMHBIE HapyLle) WYECKMX CHMHIPOMOB BBIDAXaeT IOBeleHuYecKuil (eHorurn. WMubIMM
C pasu4YHOM CTeneHblo aeranusaimu. CoBpeMeHHOE KapuOTUITMPOBal BAMM, JIIOOU C OMPEACTIEHHBIM CUHIPOMOM BHEIIHE HE IMOXOXMW ApPYr Ha
“MeeT DoJiee BBICOKOE pa3pelieHre W TOYHOCTh JMArHOCTUKM, YEM 14 I, HO OGMANAIOT CXOIHBIM MOBEACHMEM ¥ YDOBHEM MCHXMYECKOTO pa3-
JecATh JIET Ha3al, He roBops o pydexe XIX—XX BekoB, Korma c mo Wi, K npumepy, cuHapom JlayHa MOXHO 3alO03PHUTh IO BHEIITHUM IPHU-
IIbI0O CBETOBOK MMKDOCKONMM ObLIM OTKPBIThI CaMble W3BECTHBIE Xj kaM (AHTMMOHTOIOMIHKIN pa3pes IJia3, MolepeYHas CKIalKa JagoHu). A
MocoMHble cuHApoMbl. FISH mo3Bonser uccnenosarh Goratbie FeHd jupomsl Perra, AHrensmana, MapTuHa—besn ominyaer cnienuduyeckoe
TEJIOMEPHbIE 00acCTH XpOMOCOM. AMILTMGUKALIMS 30HAOB C MHOFOKD JieHVie, 3Hasi KOTOPOE, MOXHO 3allO03PHTh COOTBETCTBYIOILYIO aHOMA-
HbIM JurupoBaHueM — MLPA (or aurn. Multiplex Ligation-depend W0, Tak, CHHIPOM YMIbSIMCAa M3BECTEH COYETAHWEM OTJIIMYHOIO YPOBHS



134 MMasa 3. XpOMOCOMHbIE CUHAPOMbI 1 NOBEAEHYECKIUE HEHOT HUMecKas HeBpoIorms 135

Pa3sBUTHS PeYr W YPE3MEPHO sMmartuu, Wi cuHapoma Ipanepa—Bi
XapaKTepHbl TIPUCTYIBI THEBA M OGCECCHBHO-KOMITYJILCHBHEBIE YepT)
CHHJPOM AHreJlbMaHa acCOLMUPOBAH CO CMEIOLIMMCS JIULIOM («CHHJL
CYaCTIIMBOM KYKJIbI») ¥ TMIIEPAaKTUBHOCTHIO. MI3BECTHEI reHeTHYecKast O
Ba, IaToreHe3, TeHOTUIIMYECKHE U (PEHOTUNMUYECKHE KOpPEIALH !
CUHIPOMOB. U3ydyeHue noBeaeHYeCKMX (PEHOTUIIOB TIO3BOJISIET TIOHATH
SIHUE T€HOB Ha pa3BUTHE JIMYHOCTHBIX XapAKTEPUCTUK YeIOBEKa M UX )
B JI€BAALIMSX MTOBEICHMSI.

Puc. 3.5. Pe6eHok ¢ cuHapomoM JlayHa

3.1. XpoMOCOMHBIE aHOManuu 3.4, Cunnpom [laysa, crurmer

L1, Hapymienus yncJia noJIoBbIX XPOMOCOM

Cuunpom 45X0 (cunopom TepHepa). Bemymiue nposiBieHusi — AMCTe-
i INYHUKOB, 3aJepXKa pocTa M HU3Kas Macca tena. IIpu poxneHun
WAII0 OTMETHTD OTEKH THUIBHO!M OBEPXHOCTH KHCTEH M CTOTI, KPBUIOBM/-
¢ CKJAIKW Ha llee ¥ HU3KUH POCT BOJIOC, 3MMKAHT, NTO3, JaroQTaibM
i 9Kk3odTamEM, THUNEpTeNOpu3M. BcTpedaloT aHOMaluM Ijia3 B BUME
ik porabmMa, KOTOOOMBI BEK, KaTapaKThl; HA KOXe — TeJIeaHTMIKTa3Uuu.
K110 BBISIBUTH CpallleHus TTO3BOHKOB. HeBponormyeckue CHMIITOMBI
\MkTepu3yIoTCsl MbllleyHoM runoroHuei. [lcnxudeckoe passutue npo-
Luer B 3aMeieHHOM TeMmrte. [TatoMopdonorudecknx U3MEHEHMIA B MO3Te
Haxoast. TIcuXonornyeckoe TeCTUPOBAHME NETEH BHISIBIISIET HOPMaJIbHbIA
el L MHTeIUIeKTa. JIerkue HapyleHust OTMedeHbI TpUMepHo y 1/3 mauu-
Ui}, YTO, BEPOSITHO, 3aBUCUT OT COLIMAIBHBIX (DAKTOPOB M YCIIOBHIA BOC-
ius. Heitporcuxonorndeckue UCCAeTOBaHMUS BBISIBISIIOT JUCHYHKIIMIO
JOIIMATUBHBIX 30H KOPbI, B OCHOBHOM 3aIHMX OTHEJIOB MpaBoi remucde-
i BepbanbHble v HeBepOaTbHbIe GYHKIMK B ITpejesaX HopMbl. OTMeuaioT
MilI¢HME BBICILMX ITICUXUYECKUX (PYHKIIAHA NP JIEC4EHUH TOPMOHATTbHBIMU

3.1.1. HeBpoJoruyecKue HapymeHUs IPH AHOMATHAX YHCIA AYTOCOM
Tpucomuss 13 (cunppom Ilaray). XapakrepeH qepermo-nnueBoit
MopdusM (y3kuii 106, TpuroHouedaus), Mo3aHee 3aKphITUE POIHMUY
1 mBOB yepena. OTMeYaOT MUKPO(TAIbM, paclIelUIeHUe JULA W
NOJIMAAKTHINIO. BHEIHME NMPU3HAKU CTPOEHUST Yeperna OTPaKaloT
HapylIeHus: MOpQOreHe3a HEPBHOM TPYOKM: BBISIBISIOT TOJIOMPO3IN
dammio (B 14,5% ciyyaes), apunaHuedamo ¢ mukpouedanveit. B 7
CIIyyaeB OTMEYAIOT aIula3vi0 WM TUIIOTUIA3MI0 MO3OJIMCTOrO Tejaa W |
TeJIbHBIX HEPBOB, IMIIOILIA3MIO YEPBSI MO3XKedka. Bo Bcex ciyyasx Hi
NAI0T TIIYOOKWH WMHTEJUIEKTYabHbI NeDUIINT, CHUXKEHUE [IBUTATE
aKTUBHOCTH, SMWICNTUYECKUE MPUCTYIBLI C MATTEPHOM TMIICADATMHUM
93T, MBIIEYHYIO TUTIOTOHHIO ¥ yTHETEHHE (DU3MONOTHYECKUX pedieKs
BIUIOTH IO ITOJIHOM apedIeKCHH.
Tpucomus 18 (cunzpom DaBapaca) xapaktepusyercss MUKpouedal
MUKPOTIOJIMTUPHUENA, TUIIOIIIa3Mei MO30JIUCTOTO Tejia, IOJIoNpo33HIe!
ed. MoxHO oTMeTuTh au3padbuueckuii craryc (daiue B Buae spina bifid
CIIMHHOMO3TOBBIX TPhIX). Ha mepBoM romy oTMeyaroT MbIIIEYHYIO
HUIO, TT03Xe GOPMUPYETCsI CTIACTHYECKUIA TeTpanapes. XapaKTepHa i driaparamu.
THsI, M3-3a YETO JNETEH KOPMST Yepe3 30H[ WM TacTPOCTOMY. Cumapom XXY (cunapom KnaiiHdentepa) xapakTepU3ylOT JMCTEHE3U-
Tpucomuss 21 (cunmpom [layna). AHOManuu Mo3ra HexapakTep | toHan y ManbuukoB. Teno umeer crieniuduUeckoe CTPOEHHE — 1101114:
HezaBucuimMo oT 3THONIOTHU (TpaHCJIOKaIIHﬂ, MO3auyHasi WIM PeryJssip HETEHOMEITHIO. BuIBISIOT MATONOTUIO 3pEHUS B BHAE NHUIMEHTHOM
TPUCOMMUSA) TIPY CUHAPOME JlayHa OTMEYaIOT HU3KUIA MHTEIIEKT, MBILIEY |elepaumy cetyaTku, Kosnobom. [lcuxuyeckoe pasBUTHE B IOJABIISIIO-
TMIIOTOHMIO, ruropediekcuio (puc. 3.4, 3.5). B rosoBHOM Mo3re 0O GONBIIMHCTBE CTyJaeB HOPMAJbHOE, MHOTIA OTMEHAIOT 3aNCpXKY.
KMBAIOT YMEHBIIEHWE YKUCIa HEMPOHOB B 1,5 pasa mo cpaBHEHUIO ¢ | | JiIIHeM BO3pacTe TUIIMYHO 3aMe/UICHHE TEMIIOB IBUTaTeIbHOTO PA3BUTHS,
MOU. HelipoHb! yBenWYeHBI ¥ AMCIUIACTHYHBI, YTO croco6cTByeT paHili llice — yracaHue MOCTYPaJIbHBIX pedexcoB, MOBBILICHHE MBIIIEYHOTO
crapenmio mMosra. TaroMopdonornyeckie UCCIEIOBAHMUSA MO3Ta 35-1¢) Iy u onurobpaauKkuHesus. JIeTH MO3AHO HAYMHAIOT TOBOPUTD, 4ACTO
GonpHbIX ¢ cuHapoMom JlayHa BBISIBUJIM M3MEHEHWS MO3Ta, Xapa e 5 ser. OTMedYaloT HapyllleHWe KOHTAaKTa, BSUIOCTb, 3aMKHYTOCTb,
JUist jiereHepaunn AnblreiiMepa. OnucaHbl Cliydau SIWIENICHU, KO UV ICPECHHOCTD TIPY BHITIONHEHUM 3afaHuii. B GONBIIMHCTBE CTy4aeB AETH
KIWHMYCCKH COOTBETCTBYET cuHIpoMmy JlenHokca—Iacro. WIMOHAJIBHO He3pesble, ¢ HapyIIEHHEM PETYJISILIMM ITOBENEHUs, arpec-
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e1abo paszpanuyersvl, cA0U cO0epICam 2emepononyAAUUIo HelpoHOE,
lopbie u3z Hux bonvuiue u mpeyzonvHuie. Heliponst umenu pacnonoxcenue
KOAOHH, epanuya mexcoy morexyiaproim u I kopmukanrsHeim croamu
Inpedenerna, 8 MOAEKYNIPHOM cloe — GOAbUI0E CKONACHUEe NAMONOUYECKUX

CHel. XapakTepHbl TUKM ¥ HaBS3YMBOCTH (TPUBBIYHBIE MATOJOTHYEE
AeHCTBMsI, HanpyMep oHMXodarus). B HEBPOIOTMYECKOM CTaTyCe BHISIBIL
HapymeHue xoopmuHauuu. IIpu NCUXONIOrMYECKOM WKCCIeIOBAHUHI
JSIIOT CHMXXEHUE YPOBHS BEpOAIbHOTO MHTEJUIEKTA, B TO BPEMsl KaK e
GabHBI MHTEJUIEKT COOTBETCTBYET HOpME. DTO MPENATCTBYET XOPOL 0K, He3pensix HelpoHos.
YCNEeBaeMocTH B IIKOne. ¥ GombHBIX ¢ cuHApomoM Kiaiiudenrepa of Cunapom nomucomun X. Ilpu kapuorune 47,XXX, Kak TpaBUiio, HET
PYXEHBI HAapYIICHUS] BOCIIPUATHS TPEXMEPHOTO MPOCTPAHCTBA M OTMEN IeHMIi cuxudeckoro pa3Butusa. Kak u B ciiydyasx Opyrux aHOMaIui
KOPPETALUS MEXAY CHMXKEHUEM UHTEJUIEKTa U MMANeHUEM YPOBHSI MOJIOBI IMOCOM, HApYLLIEHUS] CTAHOBSITCSI BIPAXXEHHBIMH TIPU YBEJIMUEHWH YKCIIa
ropmoHoB. Cunnpom KnaitHdenrepa reHeTMueCKH TeTeporeHeH: OMMCA HouHBIX X-xpoMocoM. [Toutu y 1/3 maumueHTOB B TIEPBBIE TOABI XKU3HU
Oosbioe KONMMYECTBO HaGmoNeHNMi ¢ HamuuueM 3—4 X-XpOMOCOM H ¥ HOJAIOT 3a0epXKY JBUTATEIbHOTO UM PEYeBOTO PA3BUTHS, MBIIIEYHYIO
JIMYEHUEM YHUCTIa Y-XPOMOCOM. B MOKOGHBIX Cilyyasx HapyuieHus: HEpH) roHuio. Y 2/3 nauMeHTOB OTMEYEHBI TICUX03BI BO B3POCIIOM BO3pAacTe M
TICUXUYECKOro pa3BUTUSI OoJiee BHIPAKEHBI. it nepuumt nHTesUIeKTa. JIni ¢ kapuoturnom 48, XXXX xapakTepusyoT
Mnst naupenToB ¢ Kapuorunom XXXXY XapaKTepHbl yMCTBEHHAS OTC BKKOI TICHXOpEeYeBOro pa3BuTHs, Mpu D3I perucTpUpyIOT 3aMeIIEHUE
JI0CTb, MUKpoLedanus, Opaxuuedanis, MbIIIEYHAs TUITOTOHUS, H2 n.[' M,

HUs 3pEHMsI, arpeCCUBHOCTb. B psine ciydaeB BCTpeyaoT SIMJIENCH YMCTBEHHAS OTCTAJOCTb, CHENJIeHHas ¢ X-XpoMocoMoii (dbparuibHas
ApoMocoMa), BriepBele ormucaHa B 1969 r. Ix. Bemwr. Yacrora BcTpeuae-

XapakTepHbl HapylleHMsi pedd. OOLIeil MmaTo/iorveii MoBeNCHUS Cul a
arpeccuBHOCTb. TakuMm oOpasom, yem Gonblue YMcaO X-XpOMOCOM, 1 {11 HTOr0 CUHAPOMA CPEIU AETEN ¢ YMCTBEHHOM OTCTAJIOCTHIO — OT 2 0
% I pa3HBIX CTpPaHaX, 3TOT MOKAa3aTeb YCTYMAeT 110 YacTOTe JIUIb 00JIe3-

Gonee BbIpaXKeHbl HEBPOJIOTUYECKHE M TIOBENECHYECKUE U3MEHEHMA. |
Cungpom XYY OGBIMHO XapakTepu3yeTcss HOPMAIbHBIM dbenoTHr § Jlayna. XapakTepHsl Jierkue (eHOTUITHYECKHE OCOOEHHOCTH: YUTHHEH-

JETH Pa3sBUBAIOTCS IO Bo3pacTy. OTMEYaloT MMIIEPCTEHUYECKOE CIIOKEHH i /1110, BEICTYTIAIOLIME TOOHBIE OYTPBI, TUMOILIA3US CPEAHEN YacTH JIMIA
BBICOKWMIA pocT. HeBponoruyeckue CMMITOMBI HEMOCTOSIHHEL. MOXHO IPOreHUel, YBEIMUEHHBIM MOAOOPOAKOM, OTTONBIPEHHBIE VIIIN, HU3KWIA
TUTb 3aICPKKY PasBUTHs peuH, smwiencuio. A. bpion u K. Iycmaescon (195 , MAKpOOPXU3M. 3a/iepXKa WHTEJUIEKTYaTbHOTO PAa3BUTUS BapbUPYET OT
npueéodam Habnioderue 3a Qusuuecku 300povim peberkoMm ¢ KapuOMUN Mepentoit ctenenu no rpy6oit (10—50%). TlatornomMonndeH aytusm. s
XYY. Y neeo ommeuanuce 3adepxcka ncuxuueckozo pazsumus, mpyoHOCHIl IILILIX C Pa3BUTON peYbl0 XapaKTepHAa MOHOTOHHAsi KOMMEHTHPYIOIIAs
uiKone, 6biCOKAA IMOUUOHANLHOCMD, OE3bIHUKUAMUGHOCMb, YMOMAACM: Ul B BUOe MoHosora. MplmedHblit ToHyc Hu3kui. Ilpu DO mMoxHO
MpPYOHOCMU 6 YCMAHOGAEHUU KOHMAKMOE 6 WKOAE C MOBAPUI4aMU, PA3OP IPYXKUTH LIEHTPOTEMITOPAJIbHBIE CMIaliKM B LEHTPATbHBIX OTHENAX.
HCumensHocmo npu omcymemeuu azpeccusrocmu. Penomun: 6orvuiue, Hl
nocaxcernvle ywu, Kopomkue musuryb. Heeponozuueckoe obcredosami
6bIABUNO NOKANbHIE CNA3MbL, KOMOPble BO3HUKAAU NPU MOYHHIX 08U,
Bresanno na gone gusuueckozo 300poees pebenok ¢ 11-nremuem eo3pde
YMep, npuvuHOU CMEpMU NOCAYXHCUNG OCMAHO8KA Cepiya. lIpu namonoa I pomoBoM 3ale OCMOTPEH HOBODOXIEHHBI MaibuuK. Pomwics ot
Hamomu4eckom uccaedoeanuu Ovina 06HAPYICEHA AUNOMA HA HONCKE 8 |-}l HopMabHO MpoTeKaBILel 6epeMeHHOCTH Y MaTepu 39 siet, 1-x cpou-
KOpOHapHol apmepuu cepoya, KOmopas evi364ia UMEeMUIO Mmuokapoa. Mag X pomos, ¢ Maccoit 2900 r, mmuHoM 51 cM. OueHka 1o mKane Anrap
Mosea — 1710 2, Oes npusHaKoe omeKa unu yeeaudenHozo eHympuuepen 1/8 Gaios. OTMEYAIOTC CTUTMBI IU33MOpPHUOTeHe3a, AHTHMOHTOIOM/I-
daeaenun. Bo pponmansioii u yenmpanvhoii cynpasenmpuxyasproix Gopost WMl pasmep rna3, momepedHas CKJIAalKa JafoOHW. B HEBPONOTHYECKOM
OMMEHaAN0Cch ynpoujeHHoe cmpoerue U3eUauH (ll38u./1llel wupokue u npami CIITYCe YMEPEHHO CHUKEHHBIN TOHYC MBILIIL. npogeﬂeﬁa HCT — maro-
Ymonuenue mMo30aucmoz0 mena, pacuiuperue 1#eeayoo4Koeol cucmemp., NOIMM He BBISIBIICHO.

00AbIO20 MO32a ymoauena, 0cobeHHO 8 N0BHBIX U UEHmMPAanbHbIX 00ASX, U
Aot & amou obaacmu npamoie. Tucmonozuvecku II u 1V crou kopoi 40

I
POSIbHbIE BOMPOCHI

IlpuBenuTe mpuMepsl aHOMAJIMIA YHUCITa XPOMOCOM.
IlepeuncanTe CTPYKTYpHbIE AHOMAJIMM XPOMOCOM.



Mmasa 9

AYTOMMMYHHbIE AEMUEJIMHU3UPYIOLLUE
3ABOJIEBAHUA HEPBHOW CUCTEMbI

1. OcTpbie AUCCEMUHMPOBaHHbIe sHuedanoMuennTbl

pbie JMCCEMHHUPOBAHHBIE SHIEDATOMHETHTH XapaKTepU3yloTcs -
BIM TTIOPaXEHMEM HEPBHOWM CHUCTEMbI BCIICACTBUE OCTPOid MOHOa3HOI
IMYHHO peakuuy. BbIIENsioT TCeBIOTYMOPO3HOE TEUEHNE € KIIMHUYe-
0l KapTHHOI 0OBEMHOTO 06Pa30BaHUs 3aIHEH YEPETHOM SMKH, OCTPBIA
CCCSTHHBIN DHIIE(DATOMUENIUT ¢ MHOIOOYaroBbIM MOPAXEHUEM CITMHHOTO

JnbosneBanre pa3BuBaeTCs Ha (HOHE PECTTMPaTOPHOI MH(pEKINH WK
WOMHBIX CHHYCUTOB Y JIETeil C OTATOLUEHHBIM MepUHATAILHBIM aHAMHE30M

WIOKCHSI-MIIEMHsT MO3Ta, POJOBasi TpaBMa), MOC/ie BaKIMHALIMIA, KpaiiHe
KO — Y 370pOBOro pedeHKa.
~ [lcea0omymopo3snvlii sHyearum XapakTepU3YeTCs: MOAOCTPLIM HaYaIoM:

NKeHHAsl BSUIOCTh, COHJIMBOCTb, TOJIOBHAsl 0Ok, MOBTOpHAsA pBOTA.
hererieHHo (5—7 mHeil) TIPOUCXOAUT M3MEHEHHEe COCTOSIHMS CO3HAHMA,
iCTAaET Ie30pMEHTAIMs BO BpeMeHM M mpoctpaHcrse. [Ipeobianaior
MIITOMBI TTOPaXEHMsI MO3Xe4yka B BUIAE aTaKCUM, AMCMETPUM, CKaHAW-
WAHHOM peyr, OTMEYaloTCsl MUPaMUIHbIE PACCTPOMCTBA B BUIC TPaH3M-
pIHOTO TeMurapesa. B octpom mepuozie HabIIoaaloTest MPEeXousiiine Hapy-
Wust GYHKIMI TIa30/IBUTATEILHOTO M JIMLIEBOrO HepBoB. Kak mpasuio,
"I He BHISBISIET UBMEHEHWIA.

Paccesnnoiii 3HUearomuesum TaKXKe XapaKTepU3yeTcsl NOCTENCHHBIM
LUIOM B TeueHure 7—9 IHeit y JeTeli paHHero Bo3pacta Hauyaio Gosee cTpe-
WebHOe. BoJbHBIE KATYIOTCS HAa YIIOPHBIE FOJOBHbIE GOJIM, NOBTOPHYIO
. 3aTeM pa3BMUBAIOTCS TEHEPATM30BaHHbBIE KIIOHUKO-TOHUYECKHE CYyI0-
I, KOMa WM BbIPaXEeHHbIE paccTpoiicTBa neuxuku. Hapylaiores opu-
W1A1MsT BO BPEMEHW M TPOCTPAHCTBE, SMOLMOHAILHO-BOJICBLIC U MHTEN-
yanpHble (DyHKIMK. [IBUTATE]bHBIE PACCTPOMCTBA XAPAKTEPU3YIOTCH
[@HTPATHHBIMU TIAPE3aMK WM TUIIEPKMHE3aMU B MBIILLAX JINIIA, PYK; BbIPA-
{e11bl PACCTPOICTBA B BUZE OTICOKIIOHYCA. MO3XeuKoBasi aTakCcust Habmona-
1 penko. MueauT MpOSIBISIETCS HAPYLIEHUEM MOYEHMCITYCKaHUA I10 LIeH-
PaIbHOMY THTTY (3a1€pXKa MOYM) ¥ HVDKHMM CHACTUYECKUM MaparapesoMm.

PT B OCTPOM TEPHOJE BHISBISET OTEK, CIIAXEHHOCTh G0PO3I ¥ U3BUINH
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OOJIBLLIOTO MO3Ta, a TAKXKe MOHMUXXEHNE TUIOTHOCTH OeJI0r0 BellecT saboneBanusa. C 1980-x rr. oTMEYEHO YBEIWUEHHWE IOKa3aTeneil
6 Hex ot Havaia 3abosneBanus Ha MPT Busyanusupyrorcs ovarm BT pateHHOCTH U 3aboneBaemocTu PC. B0 yBeluYeHUE MOXET OBITh
JOJIAX, MO3XEUKE, MO30JIUCTOM TeJie, GasaIbHBIX SApax v CIIUHHOM ) KAK ¢ YIy4LICHWEM IWATHOCTUKM 6arofapsi BHEAPEHHMIO HOBBIX
JaJbHEMNIIEM y OeTeil pa3BUBaeTCsl aTpodusi TOJIOBHOTO MO3ra, 1) [1OATBEPXACHKS JUAarHO3a, TaK M C HCTUHHBIM MOBBIILIEHUEM YHUCIIA

Iansnyegpasum manubecTUpyeT TOHUKO-KIOHMIECKUMU CYIOI piiinx. TIpy OTCYTCTBUM aieKBATHOTO COBPEMEHHOTIO JIEYEHUS Yepe3

4—7-i1 eHb OT Havajla OCTPOTO PeClUpPaTOPHOTO 3aboeBaHMs, i I 10 50% mauueHTOB MMEIOT TPYOHOCTH B BBIMOJHEHWH npodeccu-
BMBAETCSA KOMAaTO3HOE COCTOSIHME, MponorKawlieecs He bosee 3 WX obsi3aHHOCTEl, yepe3 15 ner Gomee 50% MMEIOT TPYAHOCTH B
BBIXOJIE U3 KOMBI Pa3BUBAIOTCS JBUTATE/IbHEIE HADYIICHUS B BU/E | [OSITEJTBHOM TepeBUXKEHNH, a ipu umuTeabHocT PC Gosee 20 et —

MBI B CaMOOOCITYXKMBaHUM.

MoJjorus 1 narorede3. PC cuutaercs: MoIMaTHONIOIHYHBIM 3a60/1€BaHN -
JluarHocTMKa OCHOBaHAa Ha KJIMHUYECKON KapTuHe 3a00 HPEIUIOXEHO HECKOJIBKO TEOPUM, OOBSICHSIOMUX npoucxoxaenne PC:

JIabopaTopHBIE MCCIEAOBAHUSI BBIABISAIOT HeCTEUMGMUYHELIE HIM IRlieTHYeCKasi NPEapPacIioNoXeHHOCTh K UMMYHHBIM PeakiUUsIM MPOTHB

YMEPEHHBI! JiedkouuTo3 u nossiueHre COD B KpoBH; yMepeHHl ANTHI€HOB MO3Ta;

weHue conepxanus 6enka B LICXK. Hapacranue tutpa IgG-amii WipycHas MH@eKUus (MPsIMOe NOBPEXICHHE ONUTOACHIPOIIMKA PETPO-

K 001ieMy 6Ky MHeIMHA B CHIBOPOTKE KPOBU CBUIETEILCTBYET O MpycamMy, BUPYCOM TIPOCTOTO reprieca 6-ro THIa);

3alMHU Ipoliecca. fikTepun (HaTMYMe NEPEKPECTHBIX AHTUTEHOB, U3MEHEHNE MUKPOGHO-
Jleyenmwe cumnromaruyeckoe. s TepamuuM OTeKa MO3ra Hildl Mil KMLLIEYHUKA);

HeruapaTtalioOHHbIE CPeACTBA (MAHHHUTOI, (ypoceMu), IIIIOKOKOPI! HenocTaToK BUTaMMHa D, 0COOEHHOCTH TUETHI.

(METWINPeHU30/I0H) KypcoM He MeHee 4 Hel. B mampHenmiem | ocHoBe maroreHesa PC sexaT ayTOMMMYHHBIE peakinu, Iperumy-

A¥Ma TIOEPXKHUBAIOLIAs TEPAIusl PEAHU30NOHOM 10 CHIDKEHUI HHO KJIETOYHO-OMOCPEIOBAHHbBIE, KOTOPbIe TPUBOMAT K Pa3BUTUIO

IgG-anTuanTuTen B KpoBu. BO3MOXHO coueTaHHe MMMYHOCYIIPEX! tieckoro BocranuTesbHoro rmpoiecca B LTHC, conpoBoxiaionerocs

¥ MMMYHOMOAYIMPYIOLIEH Tepanuu (MHTep(EPOHBI U UMMYHORIOOY IWilleHIEM MUEIVHA (IeMHeTMHU3AINER).

Hromopdonorns. MHOrouKClIEHHBIE CKIIepoTHYEcKHe Gusiiiky (puc. 9.1).

9.2. PaccesHHbIi cKnepo3s a Whoiee yacTo GMAIKKM pacroioXeHbl B MEPUBEHTPUKYISPHOIN 061acTH,
Paccesnnbiit cknepo3 (PC) — xpoHuveckoe 3aGosieBaHUE TOJIO OULIX 1 330HMX KaHaTHKaX LIEHHOro W IPYyAHOTO OT/AENOB CHUHHOTO
CITUHHOTO MO3ra, XapaKTEPU3YIOILIeeCs] PA3BUTUEM PACCESTHHBIX BO W) , MO3XeuKe 1 cTBOJIe Mo3ra. Cepoe BELIECTBO MOPAXAETCs B MEHbIIIEH
¥ TIPOCTPAHCTBE OYAroB J€MUEIUHU3ALMM ayTOMMMYHHOTO M HeHpol Heiy. CxrepoTryecKue OJISIIKY MMEIOT pasHbIi BO3PACT, B OTIMYME OT
PaTUBHOTO MPOMCXOXIECHUs, CIEICTBUEM KOTOPBIX SBJISECTCS HHBMIL I0(pA3HOTO MOBPEXACHHS TIPH MOCTUH(DEKLMOHHOM U MOCTBAKLIMHATLHOM
LM MTALUEHTOB U CHUXEHUE KAauyeCTBa XU3HU. ] IRPIVIOMHACTTATE; OHU PpacIIPOCTPAHAIOTCA OT MOCTKANM/UIIPHBIX BEHYII.

LMX CHACTUYECKUX MApe30B WIM aHU3opedaekcun. TeueHue
KakK MpaBuio, OJIaronpusTHoe.

Onuaemuonorus. PacnpocTpaHeHHOCTb 3a00/1€BaHNS pa3iuyHA B | " POME IEMUCIMHU3ALINY, UMEETCST YMEPEHHOE TMOBPEX/IEHUE aKCOHOB,
reorpapuyeckux 3oHax. Camas HM3Kas 3a00JIeBAEMOCTb PETHUCTPM[IY Mhoisiiee K atpopun. Korna WHTEHCHMBHOCTD UMMYHHBIX peakiuii cTu-
3KBaTOpUaIbHBIX cTpaHax. C ynajeHueM OT 3KBaTopa 4acTora 3aboiie N1, HATPHEBBIE KaHAIBI TIEPEPACHIPENC/ISTIOTCS. BAOAb AKCOHA M ITPOUCXOMUT

‘Masg pemuenrHuzauus. [Ipy 3TOM BO3HMKAET «TeHeBasi CKIIEPOTH-
Wl Oisilka» ¢ pe3Koi JeMHMETMHM3AIMeld B LEHTPE W MEHbIIEH — 1o
, Crapasi, HeaKTUBHas! OJISIIIKA CEPOBATOIO IBETA, IUIOTHAS HA OILYIIb,
IKIepU3yeTCcsl peakKTUBHOM nposudepauueil acCTpolUuTOB, YMEHBIIEHUEM
Il OACHIPOLIUTOB. B HEKOTOPBIX CIydasx 1Mo KpasiM CTapoit GIISIIKH MOTYT
II0/ATECSl HOBBIE 30HBI OTEKA M MEPUBACKYIISIPHOM UHOUIBTPALIMM, YTO
WILIBACT Ha BO3MOXHOCTH POCTA CTAPBIX 0YaroB.

HapacTaeT B JioboM nonymapuu. OCoOGeHHO 3TO TNPOSBISAETCS Y i
CesepHoit EBponbl ¥ B HauOOJIBIIENH CTENEHU — y CKAHAMHABOB. I
HbIx wratax CILIA pacnipocTpaHeHHOCTh 3a00JI€BaHMsI TIPEBBIIAET

yaeB Ha 100 000 HaceneHuUsi, B TO BpeMsl KaK B IOXHBIX — TOJbK
100 000 xwureneii. TouHble TaHHBIE O YaCTOTE 3a00JEBaHUS HA TEPP
P® oTcyTCTBYIOT, B HEKOTOPBIX PETMOHAX YaCTOTA COCTaBIIsIeT 357 [
eB Ha 100 000 nacenenus. ¥ nereit PC Bcrpeyaercs penko — B 69 %
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llopaeHue CTBOJIA TOJIOBHOTO MO3ra TIPUBOIUT K Da3BUTUIO CUMNIMOMOE
ncerus HepenHbix Hepeos, 1allle BCEro [a30ABUTATEBHOTO, OTBOSILETO,

BOTO ¥ TPOWHWYHOTO, a TAKXE 3aHETO MPOJOILHOTO nyuka. [Ipu sTOM
WHBAIOTCS MeXbsiepHasi OMTaIbMOIUICIUsl, HUCTArM (LeHTpaIbHbIH),
403 OTBOJUSIIIETO HepBa, TMIECTe3Usl MOJOBUHbI JIMLIA; MEHEC XapakTep-
CHIDKEHME CIyXa, HEBPAITHsl TPOWHUYHOTO HEPBa, LEHTPaJIbHBIA NI
Pueprueckuii napes JULEBOTO HEpBa.

[1azodeuzamenshoie Hapyuwerus. ToTarbHast odTanbMOIUIETUst — OrpaHu-
liie IBVDKEHMIA TIa3HOTO SIG/I0KA Ha CTOPOHE MOPAXEHHOTO 3a[Hero mpo-
ibHOro TIydKa. Y MOJIOJbIX JIIOICH OHA MOYTH narornomonnuHa st PC.

JlgycmoporHss Heapan2us MpouHUHo20 Hepea — MATOrHOMOHWYHBIW CUM-
lom PC. HeBpanrusi TPOMHMYHOTO HEPBA SBIACTCS CJIeICTBUEM TTOSIBJICHUS
WKy B siape V 4eperHoro Hepsa MM B 30HE BXO/A BOJIOKOH HEpBa.

' [lepuchepuneckuii napes moludy 1uua U Kocoenasue BO3HUKAIOT MPU COYC-
iiom nopexaerun VII u VI HepBoB COOTBETCTBEHHO.

Hapywenus cayxa BO3HMKAIOT PEIKO. Ton060KpyHceHue WHOTIA CTOJb
{pakeHO, YTO GOJIBHBIC HE MOTYT BCTATh C rocTenu. BoisiBsieTCS HUCTATM,
L THO ACHMMETPUYHBIIA, C POTATOPHBIM KOMIIOHCHTOM.

IlopaxeHne MO3XKeYKa H €ro nyTeii: craTiyeckas v AMHaMMYeCKas MO3-
JKOBasl aTaKcusi — HEYCTOMYMBOCTbL MPU xonp0e, IMCMeTpusl ¥ poMa-
\iaHie B KOOPIMHATOPHBIX MPOOax, Mmerayiorpadusi, aCUHEpPruy, MHTCH-
jOHHOE [pOXaHWe, MO3XKEYKOoBas NAU3apTPUsi (CKaHIMpOBAaHHAs PEYb).
[SDKEITBIX CTYdasiX MOXET TOsSIBUTBCS IPOXKAHUE PYK, rOJIOBBI U TYJIOBHIIA,
hropoe MHOTIA HabiofaeTcss U B MOKOE. Tpemop 0OycIOBJIEH OvYaramu B
J0/1e MO3ra B 06JIaCTH TyTell OT MO3XedKa K KPaCHBIM sA/paM Tajgamycy.
y6asi aTakCusi IPMBOAUT K HEBO3MOXHOCTH XOIHUTh.

Tpuada Illapxo BKIIOYAET HUCTAIM, CKAHIVPOBAaHHYIO peub, WHTECHIM-
MBI TPEMOD.

[Tpu BbISIBJIEHUN MEHTAIbI Map6ypra oT™Meuaercsi OTCyTCTBIC OPIOIIHBIX
PehiexcoB, ONpeesIoTCs Ta30BbIC HApYIICHHS, XapaKTEPHO MOOIEIHEHNE
WICOUHBIX TIOJIOBMH AMCKa 3PUTEILHOTO HEPBA.

[opascenus nupamudHo20 nymu. B 3aBUCHMOCTH OT JIOKJIM3aLuii OJIsTiIeK
\il (IPOTSDKEHMM AKCOHOB TMPAaMUIHOTO MyTH MOTYT HaO/II0IaThCsl reMuIia-
4bl W TIApamapesbl, PeXe MOHOTMape3bl. MoxeT OTMeuaThcs CUHIPOM
lipoyn-Cexapa (TIOIOBUHHOE MOPAXEHUE CIIMHHOTO MO3ra). XapakTepeH
WIKHUII Tapanapes3, pa3BUBAIOLIMICS BCACICTBAC PACIIOJIOXEHUsI CKIIEPO-
Jueckyx GsiieK B GOKOBBIX cToNGax CIIMHHOTO MO3ra. MBIIIEYHbI! TOHYC
{OBBIILIEH TI0 CTIACTMYECKOMY THUIY, Gonbiie B Horax. CracTUYHOCTH BO3-
pAcTacT MPU HAIMOJHEHUH MOYEBOTO My3bIps WX Ha XoJioje. XapakTepHO

Puc. 9.1. Cxuiepornueckue oasimiku (MPT ronoBHOro mosra): a — UaMenens
Ha (hoHe TOPMOHAIBLHOM Tepaniu; 6 — MOCIeI0BATEIHHOCTD [

CIMHUABUPYIOLIETo Ipouecca. B TUMUYHBIX Cydasix CUMIITOMATH
NIEHHO Pa3BUBAETCs B TEYEHME HECKOJIbKUX JIHEM, CTaOMIU3UpYeTesl, i
MOABEPraeTcsi MOJHOMY WIM YaCTUYHOMY perpeccy B TEYEHUE Hcl '
Henenb., B GosnbuiMHCTBE ciiydaeB 3a6osieBaHKME IPOSBISAETCS P |
COYETAHUAMU CHUMIITOMOB TOPAXEHUSI JBUTATEeIbHBIX U YyBCTBHI
[IPOBOJSIIMX yTeil, MO3XeYKa, YepernHbIX HEPBOB, HAPYIIEHMI ( Vi
Ta30BbIX OPraHoB, a)(PeKTUBHBIX U KOTHUTUBHBIX PACCTPONCTB

HaubGonee yacrbie XanoObl — HapyLIEHUE TOXOIKU, rono'n ]

neparypsl Tejla MOcjie BaHHbI WM MpUeMa MUILKM ([OBBLILLIEHHASA
TEJIbHOCTh K IeperpeBaHuio — (peHomeH Yxrobda), nenpeccus
IlopaxxeHue 3pUTEILHOrO HEpPBa: OIHOCTOPOHHUIA onmqecx.un
(yacro mpu perpoOyIbOApHOM JIOKAIM3aLMKU OYyara — peTp06y”
HEBPUTE), YaCTO B COYETAHUU C OOJIbIO TPU ABVKEHUH IJIA3HOTO |

g HEJl; MEHEe XapaKTePHBIMU SIBJSIIOTCS] IBYCTOPOHHMMI ONTUYECKHH M
€3 00JIM WJIM C TTOCTOSTHHOM G0JIBIO, MOJIHAS U croiikas yrpaTa 3peHMsl
JMCKa 3PUTEIIbHOIO HEPBA M JpYrue M3MEHEHHUs Ha TJIa3HOM JHE.
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U3MEHEHWE CTETIeHW TMape3a B TeYeHWe IHSA: OXHM OO0Jb!
ycuieHue cnabocTh MBILI K Bedepy, Apyrue — yrpoM. Cyxom
MEPHOCTANIbHBIE pe(IEKCH ACUMMETPUYHO TOBBILIEHBI, BHIPAKEH
TMYECKUe CTOMHbIE peduiekcrl. PedekcoreHHbIe 30HBI PE3KO Pl
BBISBJIAIOTCSH KJIOHYCBI CTOIT M KOJIEHHBIX damieyeK. CHUXEHUE
pedIeKCoB, OCOOEHHO AaCMMMETPUYHOE, SBISETCS DPaHHUM
TIOPAKEHUS MUPAMUIHOTO ITyTH.

WHoraa nupaMuaHbele CUMIITOMBI COYETAIOTCA C nepughep
30Mm.

INopakenne cIMHHOTO MO3ra: MOHO- ¥ T€MMUIIAPE3bl, HIKHUHN 11
yIpaTa 4yBCTBUTELHOCTH TIO MPOBOIHMKOBOMY THUITY, CUMITOM Ji
MMIIEPaTUBHBIE MO3BIBBI HA MOYEUCTTYCKAHHIE, HeyaepKaHue MOMH
KM MOYEHCIIYCKAaHWUs; MEHEee XapaKTepHBI MOJNHBIA TomepeqHbif
CEerMEHTapHble HapyIICHUsI YYBCTBUTEIBHOCTH, DPaJMKYJIONATHH,
HUE BUOPALIMOHHOM YyBCTBHTEILHOCTH, CEHCUTHBHAs aTaKCHs, |
Hue kana. Ilopakenue roj0BHOTO MO3ra COIIPOBOXIAETCS KO
degpuyumom (CHVKEHWE NMaMSATH ¥ BHUMaHMUsI, CKOPOCTHU BBITIO
POTICUXOJIOTUYECKUX TECTOB) U addexmusnoimu napyuenuamu (g
siidpopust, amarus). DKCpanupaMuIHBe HApyLICHUs U SMHACHE

PUMHO-npozpeccupyiouee meveHue OOBIYHO CMEHSIET PEMUTTHPYIOILEE
¢, XapakTepu3yeTcsl HapacTalolleil HeoOpaTUMOIi MHBAIMAN3ALEH.
Jpauno-npozepeccupyrouee me4eHue XapaKTEPU3YETCsl MOCTOSHHBIM
JCCHpoBaHEM 0€3 YETKO OuepYeHHBIX 000CTPEHMI, C BO3MOXHBIMU
UMY CTAaOMTHM3aIIMK, BO BPEMSI KOTOPBIX HE MPOMCXOAUT HapacTaHUs
nornveckoro medunura. CUMNTOMBI MOTYT HapacTarh B TeueHue 1
15t IMarHOCTHUKHU HCIIONBb3YIoT Kputepun Mak/donansaa 2017 n
¢if ¥ TTOIPOCTKOB MPAKTUUYECKU BCETa HAGMIONAETCS PeMUTTHPYIO-
\[¢HWe, MHOTIA ¢ aKTUBHBIM HAYaJloM IO THUITY OCTPOr0 PaccessHHOro
Whiomuenura (OPBM), ¢ nepexonoM B BTOPUYHO-TIPOIPECCUpyloliee
Wie, IMepBuaHO mporpeccupyioiee TedueHue npu Havasie PC B Bospacte
) ICT BCTpeyaeTcsl KpailHe pelko.
WIOJHUTEIBHO BBIZEISIOT HeakTuBHBIM PC (63 000CTpeHuit U rpu-
Lol akTHUBHOCTH MO maHHbIM MPT), aktuHblil PC (Hanuuue oboctpe-
| I TTPU3HAKOB akTHBHOCTH 10 naHHeIM MPT), PC ¢ nporpeccupo-
M 1 6e3 MporpeccrupoBaHMus.
L yueToM ocoGeHHOCTEH TedeHus! BhIIeNsIoT ocobbie opmul PC.
Miokavectsennniii PC (6one3ns Map6ypra) — ocrpasi popma Tsixkesno-
MeHUSI, XapaKTepU3YIoIasicsi ObICTPBIM YCHJIEHHEM MHBAIMAM3ALI
TPHCTYIIR PASBHBAIOTCA PEIKO. ‘ | PEMMCCHIt M B CaMBIX TSDKEJBIX CIIyYasiXx — DasBUTHEM JICTAJBHOTO
Hapywenue 4yecmeumeasnocmu nauyeHTE! ONUCHIBAIOT 06PAIHO] Wl B TeYEHHE HECKOJILKMX MECSIIEB OT MOMEHTA Hauajia 3ab0/eBaHus.
JIbIBAHME UIJIAMK», OHEMCHME, «MEPTBasi KOXa», «iell BHYTPH HON JUKTCPHO Da3BUTHE MACCHBHBIX OYAaroB B CTBOJE Mo3ra. Bapuant no
Ha pasOUTOM cTeKsie» U T.1. OTMEeYaloTCsI TapecTe3n, roJaoBHbIE B iy Gonesnu Mapbypra MOXeT HauMHaThest cpasdy mocne aebiora PC wim
CMEHE TO3bl BO3HUKAET YYBCTBO MMPOXOXAEHHs 3JIEKTPHIECKOTO TOK ITh Ha OTIpe/IeJIEHHOM 3Tare TUnMuHoe Teyenue PC. Yacrora passurus
CIIUHBI WM B KOHEYHOCTSX (cumrnToM Jlepmurra). XpoHudeckas Ko 4o sapuanTta PC He mpesbimaer 5%.
Bag 00JIb B CIIUHE BO3HMKACT M3-3a ITEMUIIape3a WM clta3Ma, Bbl 1 uﬂponpomecc"py]om“ﬁ PC. B teuenue 1 roga Haﬁﬂmﬂe]‘l"ﬂ HUMeIoT
TIOJIOXEHHsI W JIETEHEPAaTUBHBIX M3MEHEHWH B aucke. OHa YCM) JiBa 060CTpeHusT WK GoJiee ¢ TIOATBEPXKIEHHBIM YCHJIEHUEM WHBAIU-
HOYbIO M MpH Xapkoii morone. [Ipu HeBponornueckoM ocMoTpe | IJAlIMY ¥ BBISIBJIEHMEM OJHOTO KOHTpacTupyemoro ouara Ha MPT ronos-
foTCs H:ilpyme}mc Ty60KO# 4YBCTBUTENLHOCTU B KOHEYHOCTSX, GHl ) 1/WIM CIIMHHOrO Mo3ra B pexume T1 win yBeTUUEeHUEM KOJIUYecTBa
0oJieBOM U TAKTUJIBHOM YYBCTBUTEIBHOCTU B NUCTAJIBHBIX OTACHAX 0B B peXuMe T2 B CPaBHEHUWM C TIPEAIIECTBYIOLIMM HCCIIEI0BAHUEM
HOCTel, GosieBasi TUIIePeCTe3usl ¥ THIIEPIIATHS. ; 8o Gotee.
Paccmpoiicmea gynxuuu masossx op2arnog — UMIIEpaTUBHBIE T JlnarsocTrKa
3a/IepKKa MOYEHCITYCKaHWA, 3allop, Ha IMO3JHMX CTaAMsIX — HEJIe Heobxonumel 1onpoOHBINM cOOp aHamHe3a (YpOBEHb JOKa3aTelbHOCTH
MO B HEBPOJIOTMYECKMil OCMOTp (YpOBeHB HoKasatenbHocTm C), oleHKa
Thnnr Teuenns paccesmHoOro ckieposa KLMiA C TIPMMEHEHNEM CTIELIMATbHBIX KA (YPOBEHb J10KA3aTebHOCTH
Pemummupyiomee meYenue XapakTepUu3yeTcCs OGOCTDCHMM, | odyraﬂbMoﬂomqecxoe 06CﬂeIIOBaHI/IC.
IMMHCS PeMHUCCUSIMA. B mepuon pemMuccny HEBPOJIOTHYECKHE CHM IIpoBonutcsi MPT rojioBHOro Mosra, Mo NnokasaHusM CIMHHOIO MO3ra,
MOTYT PEAYLIMPOBATLCA WJIM COXPAHATHCSI, HO HE Pa3BUBAIOTCS HOMN DHTPACTUPOBAHUEM JUISI UCKITIOYEHUS WHOW MPUPOABLI HEBPOIOTUYECKOTO
ABNCHEL : foJIeBaHWsI, @ TAKXE [UTSl YCTAHOBJICHHMS] COOTBETCTBUSI IIPOLIECCa KPUTEPH-



