FNMABA 1
HEPBHO-MbIWEYHOE OKOHYAHME

5.B. AracoHos, C.B. Kotos, O.I. Cugoposa

€PBHO-MbIIIIEYHOE OKOHYAHUE — 3TO CHHAIIC, B KOTO-
POM OCyILIECTBJISIETCS] NIepe/iadya CUTHaJIa C OKOHYaHWSI
JIBUraTeJIbHOTO HEeHPOHA Ha MBIIIEYHOE BOJIOKHO.

B HepBHO-MBIIIIEYHOM OKOHYAHUY BBIIEJSIOT 5 OCHOBHBIX
KOMITOHEHTOB:

1) mBaHHOBCKYIO KJIETKY, KOTOPasi OTCYTCTBYET B IIOCTCH-

HaNTHYecKoi obsacty;

2) HepBHOE OKOHYaHHE, KOTOPOE COJAEPKUT MeIUaTop
HepBHOTO Bo30yxkaenust — AX;

3) CHHANITUYECKYIO LIEJIb;

4) MOCTCHHANTHYECKYIO MeMOpaHy, Ha KOTOPOH pPacroJio-
JKEH PerenTop JAJs1 HePBHO-MBILIEYHOMH nepenauyn (Hu-
KoTuHOBBIH AXP);

5) HEPBHO-MBIIIEYHYIO CapKOILJIasMy, KoTopasi obecire-
YMBAET CTPYKTYPHYIO M METaOOIMYECKYIO TIOMAEPKKY
JUISl TIOCTCUHANTHYECKO# o6aactu. CuHanTHyeckas
miesib conepxkut AX3.

Ha mblimeyHoM BostokHe pacniosiaraercst HeGoIbIIoe Kou-
4ecTBO (OT 2 10 5) HEPBHO-MBILIEYHBIX OKOHYaHuii, HepBHbIe
OKOHYaHUsI UMEIOT PasJudHyo opMy: Kpyriyio (Tapeiakoo-
6pasHyIo), KUCTEBUAHYIO U Ap. B HepBHOM OKOHYAHNM HMeeT-
cs1 50—70 cHHANTHYECKUX BE3UKYJI, MUTOXOHIPUH, SH/OTIA3-
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Maruueckuii petukyayM (9P), rpaHyJibl IIMKOTEHA, IN30C0-
mbl. CHHanTHYeCKHe Be3UKyJibl cozepxkar AX.

ANETHIXOJIMHOBBIN PELeNTOoP SIBJISIeTCS PeACTaBUTEeIEM
¢ynepceMecTBa MOCTCHHANTHYECKUX PEIENITOPOB, BKIIOYAIO-
[IMX PelenTopbl, OTKpbiBaeMble AX, TaMMa-aMUHOMACTISTHON
kucaoroit (TAMK), rmuiiiHOM U CEPOTOHUHOM.

Msieunsiii AXP — 310 MeMOpaHHbIi 6€JI0K, COCTOSAIMUIA
113 5 TOMOJIOTHYHBIX CyOBEIMHHUIL: IBE O, II0 OZIHOM P 1 J, 0iHa €
B AXP y B3pOC/IbIX WM OJHA Y (BMECTO €) B 3aPO/BIIIEBOM
AXP (puc. 1.1).

Cybvegunuuya AXP

BHeknetouHbi
CTOK

BHYTPUKAETOUHBIN
(yMTONNaIMaTUHECKNIA)
yuacTok

OetanbHan dopma B3pocnas ¢popma

M\ AX/a-6yHrapoTOKCUH-

TnasHblit UMMYHOTEHHbIN O QeTanbHblit
/ cBA3bIBAIOWMIA CalT pervioH

cneuvduyecKuin cant

Puc. 1.1. AuetunxonuHosbiit peuentop (Vincent A. et al., 2000,
C V3MEHEeHUAMMN)

Tenbl, KOAUPYIOIIHUE o, f ¥ Y, HAXOAATCSA B PA3HBIX JIOKyCaX
Ha 2-it xpomocome (2q), a TeHsl, Kopupyoomue B u €, — B pas-
HBIX JIOKycax Ha 17-i xpomocome (17p) (puc. 1.2, Tabm. 1.1).

Cy6bemuuuipl AXP BbICOKOTOMOJIOTUYHBI, OHU MMEIOT
O/IMHAKOBYIO BTOPUYHYIO CTPYKTYPY, O/AMHAKOBbBIE CKJIAKU
1 PACTIONIOKEHBI BOKPYT LIEHTPAIbHOTO KaTHOHOTOHPAIONIEro
kanana. Kaxmas cyGpenuunna umeeT N-KOHIEBOM BHEKJIe-
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Puc. 1.2. Jlokanusauma reHoB, Kogupyowmx cuHtes cybbeguxny AXP

TOYHOH JIOMEH, COCTABJIAIONIHIA 0K0JI0 50% 1epBUYHOM 1ocJIe-
J0BaTeIbHOCTH, TpaHcMeMOpanHbiii jomeH (TM/L 1-4), 60/1b-
1I0#1 IMTOMIa3MaTHYeCKuit JoMeH Mexay pomenamu TM/I 3
u TM/I 4 u manenbkuii C-KOHIIEBOI BHEKJIETOUHBIH JIOMEH.

Tabauya 1.1
JlokanM3anus TeHoB, Koaupyomux cyovequnnnb AXP
Cy6beaunnna Xpomocoma

o 2q24—q32

B 17p12-p11

Y 2qg32—qter

3 2q33—qter

€ 17

Kaxpas cyovenuanna AXP rimkosuivpoBaHa, peumy-
IECTBEHHO Ha BHEKJIETOUHOi obmacTu. Bece cyObeMHUIIBI
AXP conepaxat docdocepun. B HacTosiniee Bpemst U3BECTHO 9
a (1-9) u 4 (1-4) B-cy6pemunmpl (Cenn E.K., Jlannosa B.b.,
2002). al u B1 soKkanu3oBaHbl B MBIIIAX, a2—9 u B2-4
B Heiiponanbubix AXP. Heliponanbusie AXP pacnosaraior-
sl mepu-, TOCT-, 9cTpa- U npecunantTudecku. CymecTsyer
HecKosIbKo cTaauii passutusi AXP: B ambpuonansiom AXP
COZIEPIKUTCA Y-CyObeIMHNIIA, Y B3POC/IbIX OHA 3aMEHSIETCST Ha
8-cyObeuHHUILY.

Kaxnmas cybbenununa AXP umeer 4 runpodobubix cer-
MEeHTa, IPOHU3BIBAIOIIMX MeMOpaHy B BU/le OL.-CIUPAJIeH.
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ot-cy6beIMHIIA COCTOUT W3 IKCTPALE/LIIOJISIPHOTO N-KkoHIe-
BOTO IOMEHA, 32 KOTOPBIM CJIEAYIOT 3 TepBble TIPOHU3BIBAIO-
e Membpany nocieosarenbrocT M1, M2 M3. Mexny
M3 u M4 naxomutes ammaaas (109—142 aMHHOKHCIIOTHL) €O-
enunstiomast net/is. OHa BCTyIaeT B UTOIIA3MY U BKJIIOYAeT
pee yyacTku (hochOpUIMPOBaHIS PEIENITOPOB (Cemmn E.K,, JIan-
nosa B.B., 2002). N-KkoHIeBast IOC/Ie[0BATEIbHOCTD a-cybseny-
HULbl 0 ocTaTka o-207 BBICTYMAET € SKCTPANEJIIIOJISIPHON
croponbl MemGpanbl. CyObeIMHUIBI PACTIOJIOXKEHBI KaK Oa-
pbepHble IIAHKH U BKJIOYEHbI B IOCTCHHANTUYECKYIO MEM-
Gpawy.

JlBa caiita, mpucoeuHsiomux AX, paciosIoXKeHbl MEKLY
cy6beIHAIIAMY 0—Y U 0—3 B 3apO/IBINIEBOM 1 JIEHEPBUPOBaH-
{O#i MBIIIIIIE ¥ 0l—€ ¥ 0— B MBIIIIAX B3POCJbIX. BeicTymaio-
mast wacts AXP nmeer 2 Mecta nprcoeuaenyst AX: mopius,
BKIIIOYAoNasi MeMOpaHy, B KOTOPO# HaXOAUTCHA 3aKPBITHIN
KaHaJ1, a MUTOIJIa3MaTHYeCcKas 4acTh NpeJiCTaB/eHa CTPyK-
TypaMH, BAKSIONIMMHU Ha OTKPBITHE 1 3aKPBITHE KaHa/a 1 €O
@/IMHSTIONMIMU PELENTOP C IUTOMIa3MaTHIECKUMHU OeKaMu.
3akpy4yuBaHUEe BOPOT KaHasa U TpaHCMeMOPaHHOTO JOMeHa
BOKpYT OCH, IIPOXOZSIIE# B/OJIb KaHAJIA, JIEXKUT B OCHOBE akK-
TuBanMy perenrropa ¢ nomompsio AX. bosee yem noJoBuHA
(60-80%) aHTUTET B CBIBOPOTKE KMBOTHBIX, IMMYHUSHPO-
parnbsix AXP, HarpaBjieHa IIPOTUB TIABHOTO MMMYHOTEHHOTO
perrona. O YHKIMS 9TOrO PErHOHA HESACHA. [1aBHBII UMMYHO-
[eHHBIMA PETUOH PACIIOIOXKEH Ha B-cyGpenuHuIE.

Antutena k AXP mepenaloT BHEKJIETOUYHbIE CUTHAJIDI
BHYTPH KJIETKH; HX OTHOCAT K CyNepceMeiiCTBY JUrat/lypas-
JIsieMbIX MOHHBIX KaHa/oB. B HOpMabHOM HEPBHO-MbIIIEY-
oM coenuHennn akTuBanusi AXP Bo3/ieiicTByeT Ha MOTEH-
imant xoresoit actunsl (ITKIT), KoTOpbIH, B CBOIO OY€PEaD,
AKTUBUPYET 3aBHCSIIHE OT HAIPSDKEHNsT HATPUEBBIE KaHaIbl,
YTO MOBBIIIAET moTeHuwan Aeiicreusi. Ha rpe6HAX cnHANTH-
qecKUX CKIIA/IOK MMeeTCs Bhicokas konuenTpaimst AXP, a Ha-
TpUeBbie KaHaJIbl KOHIEHTPUPYIOTCS B riyOvHe CKIaloK.

AxTtuBaiuio AXP B ABUTaTeNbHON MJIACTUHE MOXHO
[peICTABUTS 110 cJieytonieil cxeme (pHC. 1.3; Engel A. et al,

13



Muacrenusi u BPOK/ICHHbIE MUACTEHUYECKUE CUHIPOMBI

| AX+ AXP «— AX AXP &

Puc. 1.3. AktuBauua AXP B HepBHO-MbIleYyHOM OKoHYaHun (Engel A.
et al., 2003)

2003), rzme k,, k_ — KOHCTAaHTHI CKOPOCTH aCCONMUAIIMK U JTUC-
corpaiuu AX COOTBETCTBEHHO; O ¥ [} — KOHCTAHTBI CKOPOCTH
OTKPBITHSI U 3aKPBITHST KAHAJIOB COOTBETCTBEHHO.

AneTunrxoauHacTepasda — (HEPMEHT, PETYIUDYIOIIHMA
HEPBHO-MbINIEYHYIO TEepeiady, ero OTHOCAT K CEMeNCTBY
CHIBOPOTOYHBIX 3CTEPa3; 3TO (PepMEHT, OTBETCTBEHHBIN 3a
6bicTphii TuAposu3 AX, BHICBOO0XK/I2eMOT0O B XOJIMHEPIUYe-
CKMX CHHancax. AHTHUXOoJuHACTepa3Hble mpemnapatsi (AXIII)
YBEIMYMBAIOT IPOAOJKUATEIBHOCTD KU3HU AX B cMHaITHYe-
ckoii menu. B pesynsrate yBenmuuBaercst aktuBaims AXP,
4TO MMeeT (OJIbIIoe 3HAUYeHMe B JiedeHnr Muactenun 1 BMC.
AneTusnxonMHICTEPa3a MOBBINIAET KOHIIeHTpauio AX B cu-
HAIITUYECKOM II[eJIH, B Pe3yJIbTaTe 4ero KOHIEHTPAIHs CTa-
HOBUTCSI IOCTATOYHOM JIJIsl BOSHUKHOBEHUS IIOTEHIIMAA, He-
00X0MMOTO0 /Il HEPBHO-MBIIIEYHOM IIepPefauyl B YCIOBUSAX
nedurura AXP. Kpome toro, AX3 peryimpyer HOpMaJbHOE
KosmgecTBO AX, HeOOX0OUMOE /IS HEPBHO-MBIIIEYHOM TIPO-
BOIIMMOCTH, TaK KaK U3OBITOYHOE €ro KOJIUYECTBO TOKCHYHO,
a HU3KOe KOJIMYECTBO He TPUBO/UT K HEPBHO-MBIIIEYHO ITPO-
BOZAMMOCTH.

N36s1ToK AX, BO3HUKAIONMIA B pe3ysrate 60kaasr AXD
B 3ZI0POBBIX MBIIII[AX, IPUBOUT K PA3BUTUIO MUOTIATHYECKUX
U3MEeHEHUI MBIIIEYHBIX BOJOKOH B 00JIACTH HEPBHO-MBIIIEY-
HOTO OKOHYaHWs. BO3HMKaeT HEKPO3 MBIIII], B TeYEHUE He-
CKOJIBKO 4acoB DP B 06s1acTH KOHIIEBO# TIACTUHBI PACHIMPSI-
eTcsl, U Z-AUCKH IeTeHePUPYIOT.
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B orcyrcraue AXD usbbitok AX aktusupyetr AXP. Von-
Hble KaHaJIbl OTKPHIBAIOTCS B OTBET Ha u30BITOK AX 1 yepes
WX TIPOXOZAT He TobKo nonsl Na i K, Ho Taxoke u uonst Ca
13 BHEKJIETOUHO sxuzkocty (puc. 1.4). Ilocrymnenyie u3boit-
Ka KaJIbIisl, BBI3BaHHOE NOBbilleHHON ctumysnueit AXP,
[PUBOAUT K aKTHBAILMHM KaJbIUMH3aBUCHUMBIX MPOTEA3HbIX
CHCTEM, KOTOPbIE Pa3pylIaloT MPeuMyIIeCTBEHHO Z-IUCKH.
N36biTox Ca Takke TPUBOAUT K nopaskenuio JP. B pesyib-
TaTe BO3HUKAET HUCTPOGMUS MBIIIIL.

o-AeHAPOTOKCUH

w-KOHOTOKCUH MVIIC

o-OyHrapoTOKCUH

MbileyHoe BOIOKHO

] xanuesbi kanan 3 auUeTUIXONMHOBbIN peuenTop
~ O
& Kanbuuesblil KaHan °U° aUeTUNXONUHICTepasa

B HaTpweBbili KaHan

Puc. 1.4. HepBHO-MbilEYHOE COefVHEHNE 1 MOHHbIE KaHanbl (Vincent A.
et al., 2000)

Knacenduxarpwio Mmosekyn AXO NpoBOAAT B 3aBUCHMOCTH
ot: 1) cTpykTypsI cyObeuHML; 2) Gpusmdeckux CBOUCTB; 3) J10-
Kasmzanyuy B KieTke. C TOYKU 3peHus] CTPYKTYPBI BbIAEJISIIOT
ri06yasApHyio (IIAPOBUAHYIO) ¥ aCHMMETPUYHYIO GopMBI
AX3. TnoGyasipusie GopMbl CyImIECTBYIOT B BU/Ie MOHOMEPA,
JMepa M TeTpamepa cooTBeTcTBeHHO. Kaxias cybbemnuna
VMeeT eIMHUIHBIN KaTaTUTHYEeCKHii y4acTOK.
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MNMABA 3

BPOXAEHHbIE MUWACTEHUYECKUE
CMHAPOMBI

b.B. AradpoHos, C.B. Kotos, O.M. Cupgoposa

poXeHHble MuacTeHudeckue cunzpombl (BMC)
HacJ/eJICTBeHHbIe 3a00J1€BaHUsI, XapaKTePU3YIOHIH:
c/1aBOCTHIO U NATOJIOTHYECKOH MBIIIEYHOR YTOM,

oxonyanus. BMC — aro denokonuu muacrenuu, B OCHOBE
KOTOPOIi JIEXKWUT HapylleHHe HePBHO-MBIIIEYHOH TPOBO/]
ctu BeseactBue 6iokaasl AXP antutenamu k AXP.
Bpoxaennsle MuacTeHHYeCKUe CUHAPOMbI Pa3BHBal
cs1 B pesyJibraTe AeeKTOB IPeCHHANTHIECKON, CHHAIITHY!
CKOi 6a3aJbHBIX MJIACTHH U MOCTCHHANTHYECKHX OeIKOB:
IIpecunantuyeckre BMC cBssansl ¢ gedekramu, KOTOP
YMEHBIIAIOT BeicBoOOXAeHue win pecuntes AX. Iloka3ar
4o AedekTsl pecunTe3a AX 06yC/IOBIIEHbl MyTAIMSIMU TeH
Koxupyioniero 6enok AX3. BposkaenHble MUACTeHHIECKH
CUH/IPOMBI, CBAI3aHHBIE C 1eheKTOM Ga3aibHOM IIaCTHHBI, B
3BIBAIOTCS] MYTAIMSIMK CYOBEIMHUIBI KOJLIAT€HOBOTO XBOCT)
(ColQ) AX3, xoTopbie He JAIOT €l CBA3BIBATHCS C KaTaJM
THYECKHMU CyOBeIMHUI[AMY UM BCTPAMBATHCS B CHHAIITH:
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WI'0 MPUBOAUT K U3MEHEHUIO KMHETUYECKUX CBOMCTB WU
jenpiieHnio sxcrnpeccun AXP. Kunernueckue myranuu
CUJIMBAIOT WK OCJabASIIOT CMHANITHYeCcKui oTBeT Ha AX,
|l pe3yJsIbTaTe 4ero BO3HMKAIOT COOTBETCTBEHHO MeJJIeHHO-
it GpicTPOKAHAIBHBIE CUHAPOMBIL.

3a moceniHee AecATUIETHE TIPOU3OLIEN 3HAYUTEIbHBIH
lporpecc B auarnoctuke BMC, B pacKppITUM MX TaToreHesa
I MOJIEKYJISIDHOM YPOBHE U B UCIIOJIb30BAHUU CUCTEM IKC-
fipeccun AXP mitekonuTaionux s pacuimpoBKHU TOTO, KakK
aiiileHHble MyTanuy OEJIKOB, CBSI3aHHbIE C KOHIIEBOM ILIa-
('MHO¥, 1e30PTaHU3YIOT HEPBHO-MBILIEYHYIO nepenavy. 13-
yuenue Bcex unentudumnuposannsix BMC conposoxzaanocs
TllaTeIbHBIMY KJIMHUYECKUMU UCC/IEIOBAHUSME. DTH HAOIIIO-
JICHWST 9aCTO TIPOBO/IMJIMCH BMECTE ¢ HAOIIOIEHUSIMU i1 Vitro:
21eKTPOPU3NOTOTUYECKUM AHAIU30M HEPBHO-MBINIEYHOM
ficpeayn, 3aMCSIMU HIEKTPUIECKOTO TOKA Yepe3 eIMHUYHBIH
kanan AXP u 1eTaibHBIMU UCCIEIOBAHUSMU YIBTPACTPYKTY-
|)bl ¥ UTOXMMUHU KOHIIEBOH IacTuHbL. Bo MHOTHX cayuasx
[IPe/IIIeCTBYIONINE UCCIEeIOBAHNUS YKAa3bIBAIM Ha TEHHBIX UK
(He/TKOBBIX KaH/IM/IATOB, OTBETCTBEHHBIX 32 Pa3BUTHE OOJIE3HN.
IHanpumep, kunernueckasi anomasusi AXP, o0HapyxeHHas Ha
YPOBHE ero eAMHIYHOTO KaHaJla, Hpe/noaaraeT KHHeTHIeCKre
myrtaiuu cyovepununst AXP; nepunut AXP Ha KOHIEBOIT
[I/IACTVHE TIPEATIOJaraeT HaJMune MyTaluil B CyObeTMHAIIAX
AXP unu pancune; orcytctBre AXO Ha KOHIIEBOH IJIaCTUHE
CBU/IETEIHCTBYET O MyTallUsIX KATAIUTHYECKON CyObeAMHUIIBI
Wi cyObeIUMHIIIBI KOJUTareHoBOTO XBocta AXJ, a Halmuyue
I aHAMHEe3€e KPaTKUX 3TU30/I0B YAYIllbsi, HAXOMSIIUXCS B 3a-
BUCUMOCTH OT CTUMYJISIIIUY TIOHMKEHHBIX 9JIEKTPUIECKUX
I0TEHITMAJIOB 1 9JIEKTPUYECKOTO TOKA Ha KOHIIEBOH IJIacTh-
le, cBA3aHO ¢ Ge/KaMHu, y4acTBYIOIUMHU B pecunTeze AX
Wi HamostHeHun Be3ukyJl. Vccnenosanue axcnpeccuu AXP
¢pasy 3a MyTaMOHHBIM aHAJTM30M HE TOJBKO IIPEAOCTAaBU-
JI0 JI0KA3aTeIbCTBO MATOTEHHOCTH, HO ¥ 0OECTIeUHIIO TIOXO/
K palMOHAIBHOM Tepamuu, IPUBEJI0 K TOYHBIM CTPYKTYPHO-
(pyHKIIMOHATBHBIM KOPPEJISIUSIM U BBISIBUJIO QYHKIIMOHAIIb-
110 3HAYMUMBIE€ MOJIEKYJISIPHBIE JOMEHBI, KOTOPbIe He CMOTJIN
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06HAPYKUTH TIPEABIAYIINE CUCTEMATUYECKHE HCCIIEI0B
MyTalui.

3.1. Knaccudukauma BpoXXAEHHbIX
MUaCTEHUYECKUX CUHAPOMOB

B 1995 r. na paGouem coBemanun EBporieiickoro HepBHO-MBI

IIEYHOTO HeHTpa GblIa MPHHSTA CIIeAyIomast KAacCuUKa
BMC.

Tun I — ayrocomMHO-perieccUuBHBIN:

a) ceMeiiHasi paHHsIsI IETCKAsk MUACTEHMUS;

b) nosicHast KoHeYHOCTHASI MUACTEHHST,

¢) nedpunur AXI;

d) redunur penenrropa AX.

Tum IT — ayrocoMHO-1OMUHAHTHBIIL: ‘

a) CMHJPOM MEJIJIEHHOTO KaHaJia.

Tun IIT — cnopaauyeckue ciydau 6e3 ceMelHOTO aHAM:

He32a, UCKJTI0Yasi MHACTEHUIO I'PABHUC.
PaspaboTaHsl AHarHOCTHYECKHE KPUTEPHH BPOXK/IE
MHaCTeHHYEeCKUX CUHAPOMOB (Tabu. 3.1).
BMC THna I. AyrocomMHO-peneccHBHbIe
BMC muna Ia (cemetinoii pannuii BMC) 1
Kanunnaugyeckue kputepuu
e Tun HaceOBaHKS 2y TOCOMHO-PEIIECCUBHBIIL. i
e Hauaso ¢ HEIIOCTOSIHHOTO 1ITO3a U BOBJICYEHUS 6yw
6apHoit Myckysatypsi (cnabblii KpUK U HApYIIEH#
COCaHHUsA); BO3MOKHO HapYIIEHUE JbIXaHHsl. :
e Teuenue: B ieTCTBe CHMITOMBI 3a00JIEBAHNS OT JIE
CTEeNEHH TAXECTH JI0 YMEPEHHO BBIPAyKEHHOI ¢/1ab0

nTo3a ¥/unu opranpmonapesa (cM. Tabu. 3.1). Imusoz B

YXyAUI€HHsI COCTOSIHUSA BO3MOKHBI, KaK ITPaBUJIO,

MOBBIIIEHUH TEMIIEPATyPHI Tesla U BO30YKACHUH, KOTO

Ppbl€ MOT'YT IDUBOJAUTH K HADYIIEHHUIO JIbIXaHWs U alll 0.

B MOCHIEeAYIOIEM MHUACTEHUYECKHUE CUMIITOMBI CTa
BSITCSI MEHEE BBIPA’K€HHBIMH OT JIETKOM /10 Cpexn

CTETIEHU TAKECTH YTOMJISIEMOCTH U cnabocTv a3 bIX,

JIANEBBIX, OyIbOGAPHBIX MBIIII] ¥ MBI KOHEYHOCTEIH,
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-

e AXDOII 06bIYHO yMEHBIIAIOT KINHUYECKHE CUMII-
TOMBL.

e JlonosHUTETbHBIE CHMITOMBIL: CYXOKUJIbHbIE pedieKchbl
He uameHeHsl. Het aTpoduii ¥ cMMITOMOB MUOTIATHH.

JlaGopaTtopHbe KpuTep#uu [lekpeMeHT npu

CTUMYJISIIIMMA MBIIIIEL ¢ 4acToTo# 2—3 [11. MeHOMeH ucToIe-
HUS TIPH IINTEJIBHOM WJIM TIOBTOPHOW CTUMYJISIIIUH C 4acTO-
toi 2—3 ' B Teuenve 3 MuH. DMI eZIMHUYHOTO MBILIEYHOTO
BOJIOKHA M3MEHEHA TaK JKe, KaK ¥ IIPU Ay TOUMMYHHOU MHacTe-
0K, 32 UCKJIIOYEHUEM TOTO, YTO «MCTOLIEHUE» MOXKET ObITh
B TIEPUOJT TTPOJIOHTHUPOBAHHON AKTHBALMM MU aKCOHATBHOMN
CTUMYJISIIIAN.

Ucknoyalonmue KPUTEPHUH

1. VsameHeHUE CyXOXKUIbHBIX Ped)IeKCOB UJIH CUMIITOMBI
MHUOIIATHH, aTPODUM.

2. TlporpeccupoBanue 60I€3HN.

3. Hamuuue antutes k AXP. Ynyumenue npu miasmade-
pes3e ¥ UIMMYHOCYIIPECCUBHO TE€PATTUH.

4. JIBOMHOM CJI0HBIN MBIIIEYHBIA aKTUBHBINA TTOTEHIIMAT
(CMAII) npu CTUMYJISIIIUK €AMHUYHOTIO MBIIIEYHOTO
BOJIOKHA.

BMC muna Ib (nosicroii koneunocmuwviii BMC)

KnuHudyeckue KpUTepuu

e Tun HacienoBaHMsI AyTOCOMHO-PEIECCUBHBIH /CIIOpa-
JUYECKUH.

e Hauasio 06bIYHO B IOAPOCTKOBOM BO3PACTE.

e [1aBHBIN CUMIITOM — CHMMETPHYHAs CIa00CTh ¥ YTOM-
JISIEMOCTD MBIIII] IJIEYEBOTO ¥ TA30BOTO TOsICA.

JlabopaToOpHbie KPUTEPHUH

e JlexpeMeHT NP MMOBTOPHOW CTUMYJISIIIUU C YaCTOTOH
2-3 I

e Hanuuue TyOy/IsIpHOM arperaiiiy B MbIIIIAX TPH TH-
CTOXMMHUYECKOM MCCIIEIOBAHUM.

Ucknoyaomue KPUTEepHUuu

e BojieueHue IJIa3HBIX MBIMIIL.

e JIBoitnoit CMAII npu cTUMYJISIIMY €TUHUIHOTO MBbI-
HIEYHOTO BOJIOKHA.
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e Hanwnune anturen k AXP. Yiayumenue npu riasmade:
pese U UMMYHOCYIIPECCUBHOM TepaIuu.
BMC muna Ic (depuyum AX3)
Kiunuvyeckue kpurtepuu
e Tun HacieZOBaHUS Ay TOCOMHO-PELECCUBHBIH.
e [1aBHBIE CUMIITOMBI:
a) HayaJlo C POXKAEHUSI 10 2 JIET €O C1abOCTH U yTOMIISIE:
MOCTH TJIa3HBIX, OyIbOaPHBIX U TMIEBbIX MBI,
6) n36upaTebHOE BOBJICYEHHE MBILIT] TYIOBHIIA, TIP
Bozslee K GUKCHPOBAHHOMY CKOJIMO3Y B 60JIe
MO3/IHEM BO3PacCTe;
B) MeJl/ICHHAs1 PeaKIlusi 3paYyKOB Ha CBET;
I') HEUYBCTBHUTEJIBHOCTH WJIH yXy/IUICHNE IPY Ha3HAYe~
nun AXIIL
JONMONHUTENbHBIE CHMITOM bl: CHIJKEHHUE CY~

JlabopaTopHble KPUTEPHH
e JlexpeMeHT IpPH MOBTOPHOW CTHMYJISILIMU HEPBa C
cToToii 2-3 I, He KOPPEKTUPYEMBII ITPO3EPUHOM.

HEpBa.

e Jledpumur AXO 1py THCTOXUMHYECKOM U/ WUJIH UMMYHO=
HUTOXMMHUYECKOM HCCJIEIOBAHUY MBIIIIIbL.

Mcknoyaomue KPUTEPUHU

e YMeHbIIeHye ca60CTH U YTOMIISIEMOCTH TIPH Ha3HaYe-
Huu AXIII.

e Hannuve anturen k AXP.

e VYnyumieHnue mocie miasMadepesa u ummynocynpe
CHUBHOM TeparuH.

BMC muna Id (depuyum AXP)

Knruuaunyeckue Kpurtepuu

e Tun HacnenoBaHusI, IIO-BHAUMOMY, Ay TOCOMHO-PeIlec-
CHBHBIH, HO 60JIee YaCTO BCTPEYAeTCs y MYKIMH.

e Hayano c poxzenus 10 2 JieT ¢ NTo3a, BOBICYECHUSA
Oy 1b6apHOit MYCKYJIaTyPBI U OT JIETKO# /10 YMePeHHOM
crnaboctu 1 yromssieMocTd. Het sBHBIX IepruozioB 060+
CTPEeHWsL.

I'nasa 3. BpO)KI.IEHHbIe MHACTEHUYECKHE CMHAPOMBI

o Teuenue 06bIMHO TOOPOKAYECTBEHHOE, HO YCTOHYMBOE
y B3pocbix. AXIII, kak paBUiIo, yay4IIaloT COCTOsI-
Hue. Her atpoduil u CMUMITOMOB MUOIIATHH.

JlabopaTopHBI € KDHTep U u: oKkpairerHas AXI
yAIMHEeHa, yMeHbieHo yncao AXP.

Mcknioyamomue KPUTEPHUH

e Haymmuwue anturen k AXP.

e Yiyumienue npu miazMadepese WM UMMYHOCYIIPeC-
CUBHOM TepaIuu.

e Bropoii CMAII va 9MI.

BMC tuna II (cuHAPOM MEAJIEHHOTO KaHaJa)

KniuHuueckue KPUTEPHHU

e Tum Hacineq0BaHUSI ayTOCOMHO-ZIOMUHAHTHBIN C II0JI-
HOM TIEHETPAHTHOCTHIO U PA3JINYHON IKCIIPECCUBHO-
cThIO reHa 6os1e3Hu. Peiko HabIII0AI0T CIIOpaIecKye
CITyyamu.

e OcCHOBHBIE CUMIITOMBI: BO3PacT Hayaja — Pa3HbIA CO
€1a60CTU U yTOMJISIEMOCTH TeX WJIM MHBIX MBIIIIL pa3-
JMYHOM crereHu TskecTu. [IporpeccupoBanue nocre-
MIEHHOE WJIM UHTEPMUTTHUpYIoIIee (CTyleHyaToe) ¢ u3-
OGupaTeIbHBIM BOBJIEUEHHEM KPaHUAIbHBIX U JIONIATOY-
HBIX MBI, pasrubaresieil KucTu u naasies. Heoxuna-
KOBOE BOBJIEYEHUE JIMIEBBIX, ITIa3HBIX U Oy/IbOapHBIX
MBIIIIIL.

JlomonHUTEAbHB E CHMIITOM B caabocTb
¥ YTOMJISIEMOCTh M30MPATETbHO MOPAKEHHBIX MBIIIIL; CHU-
JKEHUE CYXOXKUIBHBIX pedIeKCoB.

JlabopaToOpHbIe KPUTEPHUH

e JIsoiinoit CMAII npu cTUMY ST €JUMHUYHOTO HEPB-
HOTO BOJIOKHA.

e JleKpeMEHT IPH CTUMYJISIIMU HEPBa B MOPaKeHHOM
MBIIIIIe ¢ yactoToi 2—-3 It

NUcknogyaonue KpPUTepuu

e Orcyrcrauie Broporo CMAII na 9MI.

e Hamuune anturen k AXP.

e VYiyumenue mpu 1asmadepese I UMMYHOCYTIPEC-
CUBHOU Teparuu.
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NPUNOXEHME.
OCHOBbI MEOMLMNHCKOW FEHETUKN

O.N. Cupoposa, b.B. AradoHos, C.B. KotoB

O6wan XxapakTepmcTuka
HacnegCcTBEeHHbIX 6onesHen

Ha OCHOBAHWY HTHONATOJOTMYECKUX XapaKTEPUCTHK BBIAE-
JISHOT HACJIEICTBEHHBIE M CPE/IoBbIE 3a001eBAHNSL. B saBucu-
MOCTY OT 3HAUUMOCTH STHX JBYX IJIABHBIX KOMIIOHEHTOB BCE
3260/IeBaHMS MOTYT ObITh pas/ie/ieHbl Ha 4 TPYIIIbL:

1) Hac/IeCTBEHHbIE OOIE3HH, TIPH KOTOPBIX [posiBJIeHUE
[ATOJOTMYECKOr0 TeHa KaK 9THOJIOTHIECKOro (axropa
He 3aBUCHT OT CPeoBBIX (HaKTOPOB, KOTOPbIE MOTYT
MEHSITh TOJBKO BBIPAXKEHHOCTh CUMIITOMOB 6osie3ny;

2) 6oe3Hu, PU KOTOPBIX HAC/IEACTBEHHOCTD CILYKUAT
5THOJIOTHYeCKUM (PAKTOPOM, HO /UIsl MPOSABJICHUs all-
Jeseii Ha KIMHUYECKOM yPOBHE HEoOX0AnMMO BO3ZIEH-
CTBYIE CPELOBBIX (DAaKTOPOB;

3) 6os1e3HM, TPHIUHOH KOTOPBIX ABJIAIOTCH cpenoBbie
¢aKTOpBI, HO YACTOTa BOZHUKHOBEHMA 1 TSXKECTb Te-
yenust 3a00eBaHMs CyIIIECTBEHHO 3aBUCUT OT HAC/IE1
CTBEHHOM MPePACIONOXKEHHOCTH;

4) 9K30T€HHBIE Goseany: uH(BEKIMOHHBIE 3a001eBaHNs,
TPaBMBI, OKOTH U T.J., B TPOUCXOK/ICHUN KOTOPBIX Ha-
CJIeICTBEHHOCTD HE MTPaeT POJIH, a TEHETUHECKNE hax-
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TOPBI MOTYT BJIUSITH TOJIBKO HA T€UYEHHE U UCXOJ
JIOTHYECKOTO MPOIecca.
Bropas u Tperss rpyns: 6osesneii MoryT 6bITh OTHECEH
B e/IMHYI0 Ipyniy 3a60/1eBaHMil ¢ HACTEACTBEHHOI TIPe]
I10JI0KEHHOCTBIO. i
9.A. Mepdu u ' A. Yeits (1979) pasnesninu HacaencTBEE
Hble 60s1e3Hy Ha 3 rpynmbE: 1) MOHOJIOKYCHbIE (Menzenupy.
UK€, WM MOHOTEHHBIE); 2) MyIBTUIIOKYCHBIE (MyIbTH(A
puajibHbie); 3) XpPOMOCOMHBIE CHHAPOMBL. B mocsie/isme r
BBIJIEJISIIOT U MUTOXOHAPUAJIbHbIE HOIE3HM.
Momuorennsie 6ose3H1 06y CI0BIEHBI TTOPAKEHHEM Of(HA
rexa. 11 3a60JIeBaHisI IMEIOT ONPeJIeIeHHOE, TAK HA3HIBAEM
MeH/leMpyoliee HacaeioBaHue. Boiieasior 4 Tuna Hacm
BaHMs MOHOTeHHBIX GoJtesHeil: 1) ayTOCOMHO-IOMUHAHTH
2) ayrocomuo-peneccuBHblif; 3) X-creniennbrii pereccuBHbil
4) X-cueniennslit fomuHauTHBIA. IIpy ayTocoMHO-mOMUHAN

MyTaluu B OfHOM 13 napHbix reHos. Ha puc. I1.1 npeacrasnem
POJIOC/IOBHAST CEMbH C ayTOCOMHO-ZIOMHHAHTHBIM HaCJIEA0BH:
Huem sabonesanusi. [pu TakoM Hac/Ie0BaHNH PHCK i AeTel
npobanjia uMeTh GOMBHBIX fleTeil cocTasisier 50%. 3aboen;

 criopajiyeckue ciy4au. Torza sTo cBuzeTebCTBYET O HOBOJ
MyTaluu, KOTOpasi IPOU30IILIA B MOJIOBOM KJIETKe OZHOTO M

MbI HACJIEZICTBEHHBIX MOTOPHO-CEHCOPHBIX HEHponaTuii, A0
MUHAHTHBIE HAC/IE/[CTBEHHBIE aTaKCHH. '

[Ipu ayTocOMHO-penecCuBHOM HacC/Ie0BaHUY /IS Pad
BUTHS! GOJIe3HM HeOOXOMMA MyTAIMS B IBYX MAPHBIX TEHAX
Poauresnn 6071bHOrO SIBJISIIOTCS T€TEPO3UTOTAMH 1O TATOMOTH!
YECKOMY T€HY, T.e. HECYT OJH HOPMAJIbHbII TeH W OfUH IIi
TO/IOrHYeCcKuii napusblii ren. Puck aust cu6cos (6paTheB u ce
crep) 6osbHOTO BhICOKHMIT — 25%. Jlnist nereit 601BHOTO puct
sabosieTh TeM ke 3a60JeBaHUEM TIPAKTHIECKU OTCYTCTBYET,
TaK KaK HOCUTENIN Ay TOCOMHO-DENECCUBHOTO TeHA OJIHOTO 3
GoMeBaHNs BCTPEYAIOTCS ¢ HUSKO# YacTOTO.
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Puc. MN.1. PogocnoBHas cembi € ayTOCOMHO-AOMUHAHTHbBIM TUTMIOM
HacnepoBaHuA 3abonesaHna:

KBaApaTbl — MyX4MHbI (CBETIblE — 3710POBbIe, TeMHble — GONbHbIE); KpyXKU —

JKeHLWHbI (CBEeTNIbie — 300pOBbie, TEMHble — BonbHbIE); CTpenka n npobaHg,.

PUMCKIE UNPLI — MoKoneHne, apabekue — HOMEP B POJOCTIOBHOW B KaXAOM
NOKONEHUN

Puc. N.2. PogocnoBHasa ceMby € ayTOCOMHO-peLeCcCMBHbLIM TUMOM
HacnegoBaHua. 0603HaueHUA Te Xe, 4To U Ha puc. 1.1

Ha puc. I1.2 npeacraBiena poJoCIOBHAsA CEMbHU C AyTO-
COMHO-PEIIeCCHBHBIM HaC/IE/ICTBeHHBIM 3a6oseBanueM. Po-
auTean 6OJBHOrO MOTYT ObITh KPDOBHBIMU POJICTBEHHMKAMH,
IOCKOJIbKY B TAKOM CJIy4ae PUCK BCTPEYU OMHAKOBBIX ayTO-
COMHO-PEIIECCUBHBIX [€HOB BbIIIIE, Y€M B IOy /IALNH.

TIpMepoM ayTOCOMHO-PEeCCHBHOTO HAC/IE/I0BAMA 515~
nsiioTes penmsikeronypusi, 6onesu» @punpeiixa, HEKOTOpbie
(opMBI HAC/IEACTBEHHBIX MOTOPHO-CEHCOPHBIX HEMPOIIATHH.

[Ipu X-cuenjgeHHoM pelleCCHBHOM Hac/lel0BaHUH 60-
JIe3Hb IIPOSBJISIETCS] TOIBKO Y JIMI My>KCKOTO HOJIa, & JKeHIIH-
HBI (MaTepH, UX CECTPBI) OCTAIOTCS FETEPO3UTOTHBIMY HOCHTE-
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