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CeMmeiinblii cayvaii
CIHHAJbHO-0yJIb0apHON
amuoTpoduu Kenneau

C.A. Karvownukos, C.H. Hasapuowmrun, H.A. Heanosa-Cmoaenckan

CnnHanbHo-6ynbbapHas amMmoTpo-
dwna KenHeam (6onesHb KeHHeam, ammo-
Tpodus Kewnegn) - opgHa n3 dopm
6one3Heil MOTOHelpOHa, OnMcaHHas
W. Kennedy et al. cpaBHuUTENBHO HEaaB-
Ho, B 1968 r. [13]. 3abonesaHve Hacne-
[nyeTcsi no X-cuenneHHoMy peLecCuBHO-
MY TUMY 1 NPOSIBNSIETCS Y MY>XUMH B OT-
HOCWTENbHO NO3AHEM BO3pacTe, 06bIYHO
nocne 40 net. Pexe OMMCLIBAIOTCS Kak
Gonee paHHue cnydam (¢ pebioTom
CUMMNTOMOB Ha 2—-3-M AeCATUNETUN XN3-
HW), TaK 1 Hayano 6onesuu nocne 70 net
[8, 9]. Mo3gHee Ha4yano OTAMYaET AaH-
Hyl0 POpMY OT APYrux U3BECTHLIX Bapu-
aHTOB reHeTn4yeckn 0OYCIIOBNEHHbIX
CMUHAJbHbIX aMUOTPOPUIA.

Bones3Hb KeHHegn o06ycnoBneHa
nporpeccupyioLleit aereHepaumein oeu-
ratenbHbix aaep X, X, IX, V nap yepen-
HbIX HEPBOB M ABUraTesibHbIX HEMPOHOB
CMMHHOro Mo3ra. B nopaXeHHbIX Henpo-
Hax BbISIBNSIOTCS BHYTPUSAEPHbIe 6enko-
Bble MONUMYTAMUHCOAEPXALLMe BKIIO-
YEHWs, YTO MO3BONSET OTHECTU AAHHOE
3aboneBaHne K rpynne MoAUrnyTamm-
HOBbIX GonesHeii [4, 15].

CnunHanbHo-6ynbbapHas amMmoTpo-
dua KeHHeon MmeeT pag xapakTepHbIX
KIMHUKO-AMArHOCTUYECKMX NPU3HAKOB,
GopMMpYIOLLMX BECbMA TUMNYHBIA “nop-
Tpet” 6Goneshu [3, 5, 6, 13]:

HayyHbIn ueHTp HeBponorun PAMH,
Mockaa.

Cepreit AHaTtonbeBud KniowHu-
KOB — KaH[,. Me[i. HayK, CTapLUMiA HayY.
COTPYAHWK HEMPOreHeTnyeckoro oT-
nenexvs.

Cepreii Hukonaeenuy Unnapuoiu-
KUH — npodeccop, 3aMm. AMpekropa
Nno Hay4Hol paboTe.

WpuHa AHaTtonbeBHa WBaHOBa-
CmoneHckasa — npodeccop, pykoBo-
OUTeNb HEMPOreHeTUYeckoro oTae-
neHus.
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MEJIEHHO NPOrPECCHPYIOLLAS MbILLIEY-
Haa cnabocTb, amnoTpodumn 1 dacum-
KyNSILMM NPOKCUMaSIbHbBIX OTAENOB PYK;
O6ynbbapHble CUMMNTOMbI [eHepBaLm-
OHHOro xapakTtepa (bmbpunnsaumm
A3blka, An3apTpus, aucdarus, cna-
60CTb NNLLEBOI MyCKynaTypbl 1 Ap.);
XapakTepHble 3HAOKPUHHbLIE PacCT-
pPONCTBa — B MEPBYIO 04epenpb, 4acTuy-
Has HEYyBCTBUTENbHOCTb K aHApore-
HaMm, T’MHEKOMAaCTUsi 1 TECTUKYNsSipHas
atpodus.

Ha noapHeii ctapuy 601e3HM B naTo-
NIOrMYeckuii NPoLLECC BOBJIEKAETCA Tak-
Xe npokcumanbHas Myckynatypa HOr.
MomMyMO yKa3aHHbIX CUMNTOMOB, 1OCTa-
TOYHO 4acCTo npu ammnoTpodun KeHHeam
BCTPEYAKTCSA TPEMOP PYK UHTEHLMOHHO-
ro Tuna, kpamnu npu GU3MYECKon Ha-
rpy3ke, NceBfornnepTpodumn NKPOHOX-
HbIX MblWL, [3, 5]. ECTb AaHHbIE O Hanu-
yum npu 6one3nn KeHHegm Taike cyb-
KIMHWUYECKNX MPW3HAKOB CEHCOPHOM
HenpoHonatun [17]. B oTaenbHbIX cry-
yasix MOXET 0OHapYXMBATbCH YMEPEH-
HOE MOBbILLIEHNE AKTUBHOCTU KpeaTuH-
docdokunHasbl (KPK) B kposu.

bonesHb KeHHeam xapaktepuayercs
MELJIEHHO MPOrPECCUPYIOLMM TEYEHW-
€M, U NPOLOIIKUTENBHOCTb XM3HW Naum-
€HTOB MOXET ObITb BECbMa BbICOKOWA.

CnunHanbHo-6ynsbapHas amMmoTpo-
s KenHenmn obycnosneHa noepexzae-
HMEM TeHa aHAPOreHHOro peuentopa
(AR), pacnofioXeHHOro B JIOKyce
Xg11.2-12 [14]. Y BCcex nauneHToB nmve-
eT MeCTO 9SKCMaHCUS  TaHOEMHbIX
CAG-noBTOpoOB B 1-M 9K30He reHa AR: B
Hopme uyucno konuit CAG cocTtaBnsieT
9-36, Toraa kak 60bHLIE amMUOTPODUE
KeHHean MMEeIoT yBENMYEHHOE YUCNO
TaHOEMHbIX MOBTOPOB — OT 38 10 72 [6,
12, 14]. Takol xapakTep MyTauuu Ha
6enKOBOM YPOBHE MPOSIBASIETCS NaToN0-

rMYECKUM YIAJVMHEHWEM COOTBETCTBYIO-
LLLero NONMrMyTaMMHOBOMO yyacTka 6en-
Ka, 4TO NNLLIb HE3HAYMTENbHO BAUSIET HA
@YHKLMI0O aHOPOreHHoro peuentopa:
Tak, y 60nbHbIX amnoTpodmein KeHHeam
OTMEYAETCH YMEPEHHOE CHIDKEHME YyB-
CTBUTENIbHOCTU K [EeWCTBUIO aHAapore-
HOB. Kak 1 npu apyrvx noanrnyTammHo-
BbIX 60N1E3HSIX, MOPAXKEHWE LLeHTPaNbHOM
HEepBHOI cucTembl Npu 60ne3Hn KeHHe-
[N CBSI3bIBAETCH C TEM, YTO MYTAHTHbIN
6enok npuobpetaeT HOBbIE LMTOTOKCU-
yeckme CBOICTBa U cnocobetByeT dop-
MUPOBAHMNIO MATONOrMYECKUX BHYTPU-
a0epHbIX BKtoYeHui [4, 15]. Mpu atom ¢
yBenuyeHnem yucna CAG-noBTOPOB U
[ONVHbI MOAUITYTAaMUHOBOrO y4acTka 3a-
boneBaHue xapaktepuayetcs bonee Ta-
XenbIM Te4yeHnem 1 6oniee paHHUM Hava-
oM [12]. MIHTEpPEeCcHO OTMETUTb, 4TO TOY-
KOBble MyTaLun B reHe AR, NnpuBoasLLmne
K MHaKTV1BaLLMM aHAPOreHHOro peLenTo-
pa, COMpPOBOXAAKTCS Pa3BUTUEM CO-
BEPLUEHHO Opyroro 3abonesaHusi — Tak
Ha3blBAEMOr0 CMHAPOMA TECTUKYNsp-
Ho demuHmzauum [11]. Takum obpa-
30M, pasnuyHble MO CBOEW CYLIHOCTU
MyTauum B reHe AR, No-pasHoMy BAUSIO-
Lme Ha GyHKLMIO AaHHOro Besika, nexar
B OCHOBE MPUHLMMMANBHO Pa3NYHbIX
dopm natonormu.

OnwucaHbl peakve cnyyam roMo3nuroT-
Horo HocutenbctBa CAG-akcnaHcumn B
reHe ARy XEHLLH, YTO CONPOBOXAAN0Ch
pPa3BMTMEM YPES3BbLIYANHO “Msrkoro” ge-
HOTMMA — Kpamnu, TPEMOpPA PYK 1 PeaKux
nepuopanbHbix dacumkynauuii [16]. Ta-
KMe pasnuynsa TSXEeCTU KIIMHWUYECKONM
CMMMTOMATUKM Y XEHLLUMH-FOMO3UrOT Mo
CPaBHEHWIO C MYXYMHAMU-TreMU3nroTa-
MW, Kak npearnonaraeTcs, CBsi3aHbl ¢ 60-
flee BbICOKMM YPOBHEM CTUMYNALN aHA-
POreHHOro peLenTopay MyX4uH, 4To fne-
XUT B OCHOBE 60Jiee BbIPAXEHHOMO fe-
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dekTa TPaHCKPUMNUMOHHOW perynsaumum
[16]. CooTBeTCTBEHHO, Bn0OKaga aHapo-
reHHoro peuentopa npu 6onesHn Kew-
Hean MOXET MMEeTb ONpefeneHHoe Te-
paneBTUYECKOEe 3HAYEHUE.

B oTeyecTBeHHON nuTepatype nep-
BOE onvcaHune cembu ¢ 60ne3Hblo KeH-
Heam 6bino caenado J1.0. BapansHoMm u
coaBT. B 1987 r. [1]; cnycTa mecatune-
Tne, nocne BHeapeHus B 1990-e rogpl
npsmoii JHK-auartoctukm 6onesHu, no-
SIBMNACb BO3MOXHOCTb MOMEKYNSPHOMO
NOATBEPXAEHNS AMarHosa 1 aHanusa
KIMHWUKO-TeHETUYECKNX KOPPENsLuiA Npu
OaHHOM GOpME CMMHANbHBIX aMUOTPO-
¢dwin. Mbl npefcTaBnsieMm coOCTBEHHOE
HabntogeHne CeMenHoro ciyvas cnu-
HanbHO-6ynbbapHo ammnoTpodum KeH-
Heay ¢ BbisBneHneM TunuyHon CAG-my-
Taumm B reHe AR.

BonbHon 3.I., 53 nert, noctynun B
KIMHWKY C Xasob6amy Ha cnabocTb U TS-
XecTb B Horax npv xoabbe (6onblue B
cTonax 1 roneHsx), 6onu B KONEHHbIX Cy-
CTaBax, HeIOBKOCTb 1 ClaboCThb B pyKax,
N3MeHeHne noyepka, pacnpocTpaHeH-
Hble MbllLeYHble nogeprueaHus, 6ones-
HEHHbIE CYAOPOrv B MbILWLAX CMUHbI 1
rofieHen, NonepxmBaHve Npu roTaHuu,
CMa3aHHOCTb PeyYn, YTOMISEMOCTb Xe-
BaTesIbHON MycKynaTypbl Npu AaAuTeSb-
HOM NepeXeBbIBAHWN MULLN.

AHamHe3 3aboneBaHus. Cuutaet
cebs 6onbHBIM € 45 neT, koraa BnepBble
Hauan oTMeyaTb 60/1e3HEHHbIE CYA0POrM
B MbILLLL@X HOT, B OCHOBHOM MO BEYEepam 1
HOuYbl0. Bckope, mocne nepeHeceHHowm
NMHEBMOHMM, CTan oTMeyvaTb ¢nabocTb B
NIeBOW, a CMyCTa KOPOTKOE Bpems U B
npaBoK HOre, HapyLleHve noxoaku. Ye-
pe3 2 roga NosiBUIMCh reHepanM3oBaH-
Hbl€ MbILLEYHbIE MOAEPrMBaHMS, CTan OT-
MeyaTb HENOBKOCTb W MOXyAaHWe B fe-
BOW pyke. B nOnAvKIMHMKE No MeCTy Xu-
TENbCTBA BbILIEYKa3aHHbIE CUMMTOMbI
OblNM pacLEeHeHbl kak NposiBNeHns “pac-
NMPOCTPaHEHHOr0 0CTEOXOHAPO3a”, OblN0
NpPOBEAEHO COOTBETCTBYIOLLEE CUMMTO-
MaTM4Yeckoe NleyeHune, Mocne KOToporo
60/bHOI NOYYBCTBOBAN HEKOTOPOE YAyY-
LeHne cocTtosHus. B Bo3pacte 52 net
3aMEeTHO Hapocna cnabocTb B HOrax, K
napesy 1 NoXyaaHuio NeBOI PyKU NPUCo-
edMHUINCb aHaNornyHble NPOSIBIEHUS C
NPaBoi CTOPOHbI, YCUIUAKCH 6ONEe3HEH-

1 2

Puc. 1. PopocnoBHasi cembn 3. Benble cMMBOJbI — 340POBbLIE NMLA, YEepHble —

6onbHble. CTpenkol ykadaH npobaHs,.

HbI€ MbILLEYHbIE CYAOPOr MO TUMY Kpam-
N1, NOSIBMNIACh ¥ CTana HapacTaTb CMma-
3aHHOCTb peyn, 60IbHON OTMETWI, YTO C
HEKOTOPOro BpeMeHU He Mor cobpaTb
rybbl B TPy6OUKYy 1 CBUCTETbL. B 3TO Xe
BPEMSI MOSIBUIOCH MEPUOAMYECKOE MO-
nepxvBaHve Npu ege. Taikke Ha NPoTsxe-
HUW NOCNESHero roga npu LAMTeNbHOM
CMOEHUM CTanm NOSBASTLCS HANPSKEHWE
1 6011 B MblLLLAX LLIEWN, KOTOPbIE 3aCTaB-
NN NauyeHTa CMeHnTb no3y (obnerye-
HWe MpKW OMnope Ha pyky) MMbo NOMeHsITb
NONIOXEHWE ronoBbl. B TedeHne nocnes-
HUX 2 net He pabotaet (lll rpynna nHea-
JIMQHOCTK).

lfocnutanuaupoBaH B  HayyHbIl
ueHTp Hesponorun PAMH ona petans-
HOro o6cneaoBaHns, NpeaBapuTesbHbIN
AMarHo3 npu nocTynneHun: GOKOBOWA
amMmnoTpodUYECKNii Ckepos.

OO0Owmin anamues. Poguncs B cpok,
B IETCTBE POC ¥ Pa3BMBAsICS COOTBETCT-
BEHHO Bo3pacTy. B 1993 r. — TpaBmaTtu-
yeckas amnyTaums AuctanbHo danaHru
nesow pyku, B 1995 r. nepeHec nHeBMO-
HUIO C TsXXenbiM TedeHnem, B 2002 1. —
onepaumio nanapockonuyeckon xone-
LIMCTIKTOMMM NO NOBOAY KasibKyNe3HOro
XoneuucTuTa.

CemeliHbIA aHaMHe3 (reHeanoru-
yeckas cxema npvsegeHa Ha puc. 1). Ma-
umeHT (llI-2) xeHart, UMeeT AByX 3[0PO0-
BbIX CbIHOBEN. Y ABOIOpoaHoro 6para no
nunHnm matepwm (I11-3 Ha puc. 1) nmeeTtca
nono6Hoe 3aboneBanune, 3ab6onen B BO3-
pacte 37 net. B knnHn4eckol kapTuHe —
NOCTENEHHOE HapacTalolee N3MeHe-
HVWE peyn, HapylweHne xoabbbl 13-3a
cnabocTn 1 MoXyAaHWs MbIWL, HOT, Mo
9TOMY MOBOJY B [aHHbIi MOMEHT Haxo-
OMTCS Ha wmHBanupHoctu. bonee no-
LpobHble AeTanu HEeBPOJSIOrMYECKOro
cTaTyca u TedeHuns 601e3Hn y ABOOPO.-
HOro Gpata Hem3BeCTHbl, aHaMHe3 CO-
6paH co cnoB 60sbHOTO.

0O6GbEeKTUBHO: OONLHOV aCTEHUYEC-
KOro TENOCnoxeHus, poct 176 cm, Bec
79 kr. OTMeyaeTcst HebonblUas ABYCTO-
POHHSAS ruHekomacTust. Co CTOPOHbI
BHYTPEHHMX OPraHOB CYLLECTBEHHON Na-
TONIOrMUN HE OTMEYEHO.

HeBponoruyeckuit cratyc. Acum-
METpUst IULA; rMNOMUMKS; nerkas cna-
60CTb MUMUMYECKOI (0COBEHHO m. orbic-
ularis oris, m. orbicularis oculi) n xeBa-
TENbHOW MyCKynaTypbl C OBYX CTOPOH
(6onbLe cnesa), narodranbM cnesa npu
3aXMypuBaHMK maa. anbnatopHo npu
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Puc. 2. lNpavas OHK-guarHoctuka
6onesHn KeHHegum (anektpodope-
rpamma). M — monekynspHas “nect-
Huua” (ladder) (cneBa ykasaHbl pas-
Mepbl Kaxaoro n3 ¢pparmeHTos JHK B
napax OCHOBaHui), gopoxka 1 — 3a0-
POBbIN MY>XYMHA (KOHTPOJb), LOPOXKA
2 — 300poBas XeHLMHa (KOHTPOsb),
nopoxka 3 — o6cnenoBaHHbIN 605b-
HOW (cnuHanbHO-OynbbapHas aMmmno-
Tpodua KeHHenw). OnuHHOM cTpen-
KOW yKa3aH MYTaHTHbIN annenb, KO-
POTKOW — HOPMaJsibHbIE anienu.

XEBaHUM N CMblKaHUM pTa OTMevaeTcs
HekoTopas Apsi6IOCTb XeBaTeNbHON My-
ckynatypsl. Msrkoe HE60 CMMETPUYHO
npu doHauum, HanpskeHne ocnabneHo.
Pednekcbl ¢ msrkoro Héba u 3amHel
CTEHKM TNOTKN COXpaHeHbl. fonoc npwu-
TNYLWEHHbIN, C HOCOBLIM OTTEHKOM. Jler-
KuIA Napes SIeBOW ros0CoBOM CBA3KM (MO
3aK/YEHNIO OTOHEBPOAOra). A3bIK B NO-
JI0OCTM pTa M NpU BbICOBBLIBAHUM MO CPES-
HEM NHUK, OTMEeYaloTCs rMnoTpodusa n
GrbpUNNALMN MbILL, TEMMN OBUXEHUS
A3blka CHWXEH; CHMXEHA cuna MblLL,
A3blka, 0COOEHHO cneBa (4TO OTHETIMBO
onpenenseTcs, B YaCTHOCTM, NPU BbIMsI-
YMBAHUW LLEKN A3BIKOM B JlaTepasbHbIX
HanpasneHusx). OTMedyaeTcs rMnoTpo-
GuUs rpyanHO-KNOYNYHO-COCLLEBUAHOW
MBbILLLI CMPaBa 1 BbIpaXXeHHas atpodus
N CHXEHWE CUJTbl B 3TOI MbILLLLE CNEBa,
a TakXke BbIPaXEHHbI Napes ¢ atpodpuen
natepanbHO nopumn TpaneumeBngHoN
MbILLLBl CneBa. BbipaxeHnHas runoTpo-
s MbILLIL, M1IE4EBOro Nosica ¢ ABYX CTO-
poH, 6onblue cneBa (0COB6eHHO AENLTO-
BUIHbIX N HaJOCTHbIX MbilL). PeHoMeH
“oTcTalowern nonatkn”’ Npu 3aBegeHun
pyk 3a cnuHy (S > D). AcummeTpus nney
13-3a rMnoTPodMM MbILLLL MJIEYEBOrO NO-
fica (NeBOE NAEYO HECKOMbKO OMYLLEHO).
Banbin TeTpanapes ¢ reHepanvn3oBaH-
HbIM CHUXEHMEM MbILLEYHOrO TOHyCa: B
pykax 0TMEYaeTCst paBHOMEPHOE CHMXKE-
HWe CUNbl B MPOKCUMANbHbBIX U AUCTallb-
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HbIX OTAEenax, cnpaea cuia MbiWl, —
4 6anna, cneea — 3 6anna; B Horax — He-
6ONbLIOE CHUXEHWE CUIbl YeTblpexrna-
BOI MblwUbl 6eapa (S > D), cHuxeHne
Temna ABUXEHWS B neBo ctone. [mno-
Tpodusa ABYrNaBbIX, TPEXINABLIX MbILLLL,
obnactu thenar n hypothenar, a Taixe
MEJIKMX MEXKOCTHbIX MbILLILL KUCTK, 6OJ1b-
e BblpaxeHHas cnesa. lNepuoanyeckm
npy OCMOTPE BbISIBASIOTCS OTYETAMBLIE
HepUTMUYHbIE GaCUMKYNALMN B MbILLILIAX
6enep, TPEXTNIABOV MbILLLE NieYa, rpya-
HbIX MbILLLaXx. CyXOXuNbHbIE Y HAKOCT-
HUYHbIE PedPNEKChI C PYK 1 HOT HE Bbl3bl-
BaloTCS; OPIOLLHbIE — XUBbIE. [aTonoru-
4yeckux pednekcoB HeT, Npu 3TOM HOpP-
MaJibHble CTOMHblE Pednekchl Takke He
BbI3blBalOTCS. KoopamHaTopHble npoobbi
BbIMNOJSIHAET YAOBNETBOPUTENBHO, B NPO-
6e Pombepra ycToiumB; OTMevYaeTcst
CTaTU4ECKUA CpefHeaMnnTyLaHbI Tpe-
MOP BbITSAHYThIX pyK. Mpu xoasbe Hepo-
CTaTO4YHO CrmbaeT HOMM B KONIEHHBIX CYC-
TaBax, HECKOMbKO 3aTPYAHEHO CTOSHME
1 xoabba Ha naTkax. M3 nonoxeHus cu-
[ Ha KopTo4kax BCTaTb 6€3 nomoLuu
PYK HE MOXET. YyBCTBMTENIbHOCTb, Ta30-
Bble yHKUMKM, Ncuxmuyeckas cdepa —
COXPaHHbI.

[ononHuTtenbHbie MeToAbl 00-
cnepoBaHus

O6wii aHam3 KpPoBY 1 MoYM — 6e3
naronoruu.

B OGuoxummyeckom aHanmse Kposu,
32 WCKIOYEHNEM HEDBOMBbLLOrO0 CHUXE-
HWS1 TONIEPAHTHOCTM K FIOKO3€, CYLLECT-
BEHHbIX U3MEHEHUIA HE BbISIBNIEHO.

WccnenoBaHne — ropMoOHasibHOro
npogus (rOPMOHbI LLIUTOBUAHOW Xene-
3bl U @HTUTENA K HUM, FOPMOHbI HafA-
MOYEYHMKOB, @ TakXke BECb CMeKTp no-
NOBbIX FTOPMOHOB): BbISIBNEHO pe3koe
CHUXEHVE YPOBHSI TECTOCTEpPOHa [0
3,7 HMOJb/N (NPU HVXXHEN FPaHNLLE HOP-
Mol 10,0 HMONb/N).

OKT™ - 6e3 natonormu.

Mpun nrone4aron aaeKkTpoOMUOrpa-
Gy (M) 6binu BbISIBNEHBI ClIEAyOLWME
N3MEHEHUS:

1) Nnp1 NPOM3BONBLHON aKTUBHOCTU —
pes3Koe yBenMYyeHne aMnanTyabl NOTEH-
LUManoB [BUraTesbHbIX €AVHUL, [0
20000 mkB (Hopma oo 1000-2000 mkB),
HE3HaYMTENbHOE YBENWNYEHUE [IUTENb-
HOCTW OTAENbHbIX MOTEHLMANOB ABUra-

TENbHbIX €MHWL, YBEJIMYEHME Yncna no-
NdasHbIx NoTeHUManoB MakcumasbHO-
ro0 MPOU3BOJSILHOTO HANPSXXEHUs MNpu
pesKo YBENMYEHHOW amnanTyae, 0co-
06eHHOo B OynbOapHol MycKynaType;

2) B nokoe - peructpupyetcs fne-
HepBaLMOHHAA aKTUBHOCTb, T.€. MOTEH-
upansl GUOPUANALMIA B €OUHUYHOM KO-
JINYECTBE, HE B KAXOON UCCNEf0BaHHON
MblLILLE.

Bcé 310 CBMOETENLCTBYET O MEA-
JIEHHO MPOrPECCHPYIOLLEM FreHepann3o-
BQHHOM MOPAXEHWN HA HEeNpPOHaSbHOM
VPOBHE.

CrumynsaumoHHass  Henporpagus:
BbISIBIEHO 3aMefJjieHne MNpPOBOASLLEN
YHKLMM UCCNEL0BAHHbIX HEPBOB, CHU-
XeHne aMnInTyabl CEHCOPHbIX NOTEHLM-
anoB, YTO CBUAETENbCTBYET O HANUYUK
CONYTCTBYIOLWLEN CEHCOMOTOPHOW He-
BpaNnbHOM 3aMHTEPECOBAHHOCTM Mep-
BMYHO AeMUeSIMHN3MPYIOLWEro Tvna.

OOr-BbI3BaHHbIE MYbTMOAA/bHBIE
MoTeHumasbl (COMaTOCEHCOPHbIE, CTBO-
JIOBblE aKYCTMYECKUE, KOFHUTUBHBIE):
BbISIB/IEHbl NMPU3HAKN HapyLleHWs opra-
HM3aLUMN COMATOCEHCOPHbIX MyTEn Ha
neprdeprnyeckomM yyacTtke, 60onblLe Bbi-
paXeHHble CneBa.

MPT weliHo-rpyaHoro otaena mno-
3BOHOYHMKA: HA YPOBHE MEXMO3BOHKO-
Boro amcka Cs—Cg onpenensietcs neeo-
CTOPOHHSAA MapaMefnaHHas rpbixa, Bbl-
cTynaiouiasi B NPOCBET MO3BOHOYHOMO
kaHana Ha 0,3 cM, He KoMnpemupyloLwas
JypanbHOE MPOCTPAHCTBO U HEPBHbIE
KOPELLKY.

KoHcynbTaums oToHeBposiora: Hapy-
weHmne gauratenbHbix GyHkumin V, VI, X,
X, X1, Xl nap 4epenHbiX HEPBOB MO 94ep-
HOMY TUMy.

KoHcynbTaumy HenpoogTansmono-
ra, yposora, Tepanesta — 6e3 CyLlecT-
BEHHOW NATONOMNN.

JHK-anarHoctuka (puc. 2): npu uc-
cnepgoBaHuy reHa AR 'y 60NbHOrO BbIsIB-
JleHa 9KCMaHCWs TaHAEMHbIX TPUHYKNEO-
TnaHbIx CAG-noBTOPOB — 55 KONt (HOp-
ma — 10 36 konuii CAG-noBTOPOB).

KnnHnyeckuii anarHo3: CrvHabHO-
6ynbbapHas ammoTpodus KeHHean, ce-
MEWHBbIA Cnyyan.

Takum 00pa3om, BbIIBNSIEMOE Kn-
HMYECKU N 3nekTpoMmuorpaduyeckn no-
paxeHne CrnuHasbHbIX MOTOHENPOHOB
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(MPenMyLLLECTBEHHO HA YPOBHE LLUEVHbIX
CEermMeHTOB) 1 ABUraTesbHbIX 94ep CTBO-
na M0o3ra, CoYeTaHne HEBPOIOMUYECKMX
CMMMTOMOB C XapakKTEPHOWN 3HAOKPUHO-
natunen (CHUXEHME YPOBHS TECTOCTEPO-
Ha, MMHEeKoOMacTus), No3aHsas MaHudec-
Tauus KAMHWYECKON CUMMNTOMATUKMU,
ME[JIEHHO NPOrPECCUPYIOLLEE TEYEHME,
a TaKkke X-CLenneHHbIl PeLeCCUBHBIN
TMN HacnenosaHus 6GonesHn (6onetoT
[BOIOPOAHbIE OpaThbsi, MOMy4YMBLUME MY-
TAHTHBIA TEH OT KJIMHUYECKN 340POBbIX
cecTep) No3BOASIOT YBEPEHHO AMarHoc-
TUPOBATbL CMNHANLHO-0YNLOAPHYI0 amKo-
Tpoduio KeHHean. PesynbtaTbl NpsiMOi
[OHK-gnarHoctrkm, ycrtaHosuslne oe-
HOMEH 3KCMaHCUM MOAUMNYTaMUHKOAMN-
pytowymx CAG-noBTOPOB B 1-M 3K30He re-
Ha aHaporeHHoro peuentopa (AR), noa-
TBEPXAAT HA MONEKYNSIPHOM YPOBHE
DaHHbln anarHo3. OCOBEHHOCTbIO Clly-
yasi ABNSETCH aCUMMMETPUYHOCTb CUMM-
TOMaTUKN — YETKUIA aKLEHT HEBPONOrK-
4eCKOW CMMMNTOMATWKU CReBa, 4TO AO-
CTATOYHO penko HabnwpaeTcs npu
6onbwmHCTBE GOPM HACNELCTBEHHOW
HEPBHO-MbILLEYHON natonorun. Takoe
X€ aCUMMETPUYHOE M NpU 3TOM OOHO-
TUNHOE pacnpefeneHne MbllleYHbIX
CUMNTOMOB (y BCEX Tpex cubCoB aTpo-
duvn bbiny Gonee BbIPAXKEHHBIMU B MYC-
KynaType neBbix KOHEYHOCTe) Oblio OT-
MEYEHO 1 B OMWCAHUM CEMEWNHOro Ciy-
yas amuotpodun KewHenm, npencras-
nenHom J1.0. BapansHom w gp. [1].
MNHTEpeCcHO, 4TO B yKa3aHHOM OMMUCAHNM
rMHeKoMacTus y 6patbeB Habnoganach
C IOHOLLECKMX NIET, @ B 3pe/lOM BO3pacTe
ObII0 OTMEYEHO MOSIBIEHUE Y3NOBbIX
YMIOTHEHWIA B TPYOHbIX Xenesax -
BMJIOTb 0 NepepoxaeHust Grubpomel ne-
BOW IPYOHON Xenesbl B 3/10Ka4eCTBEH-
HYI0 OnyX0Jib (CKMPP) Y OAHOr0 13 6paTh-
€B, YTO NoTPeboBano paankaibHON MacT-
skToMuKM B Bo3pacTe 50 net [1].

C y4eTomM penKocTu OnMchIBaEMOro
3aboneBaHNs [OCTATOYHO €CTECTBEH-
HbIM Ha NEPBOM 3Tane AMarHoCTUYECKO-
ro novcka sSiIBUIOCb NPeanonoxeHne o
60OKOBOM amMMOTPOPUYECKOM CKIIEPO3E,
B YACTHOCTM Er0 LWENHO-TPyaHON dopme
[2]. OanHas popma 3aboneBaHNns Haum-

HaeTCs C MOPaXEHUS LUENHbIX CerMeH-
TOB CMWHHOrO MO3ra C AanbHERLLInM
pacnpoCTpaHEHNEM MATONOrMYECKOro
npouecca B Bocxoasiem (bynb6apHble
a4pa) M HUCXOZSALWEM HanpaBieHnsax
(6onee nosgHee BOBEYEHWME HUKHUX
KOHe4HocTel). MiMeHHo Takas nocneno-
BATENIbHOCTb PA3BUTUS MATONOMMYECKO-
ro npotecca — 0T pykK, MIe4eBoro nosica
1 MbILUL, LWen K 6ynb6apHoi MyckynaTy-
pe ¥ MbIWLAM HOTF — MMena MecTo Y
NPeLACTaBNeHHOro nauneHta. CxoacTBO
6one3Hn KeHHeam n 6G0KOBOro aMmMoTpO-
dwuyeckoro ckneposa WINIOCTPUPYIOT
pesynbTathl UCCNELOBAHWMA  rPynmbl
A. Ferlini, nopeHTMdnUMpPOBaBLUNX 3KC-
naHcuio CAG-noBTopoB B reHe ARy 3 13
25 nauMeHToB B reTepOreHHon rpynne
cropaamyeckmx cnydaes 60n1e3HM aABura-
TenbHoro HevipoHa [10]. S. Dejager et al.
(2002) Takxe cYUTaloT, HTO Ha NPaKTUKE B
cnyyaax 6onesHn KewHegn Hepenko
MUMEET MECTO JNOXHas AuarHocTuka 60-
KOBOr0 aMMOTPOPUYECKOrO CKIIEPO3a, U
IndbepeHUMpoBaHNI0 3TUX COCTOSIHUN
cnocobCTBYET AeTanbHOE UCCneioBaHve
9HOOKPUHHOW cdepbl [7]. B yacTHOCTY,
NPU3HAaKN AN3aHAPOreHMN (rMHeKomac-
TUS, N3MEHEHNE YPOBHS TECTOCTEPOHA,
HapyLleHne TeCTUKYNSPHON 3K30KPUH-
HOW DYHKLWMM 1 Ap.) BbINy BbISIBNEHBI UMK
y 68-80% 6onbHbIX amuoTpodueii Ke-
Heaw [7].

Cnepyet OTMETWTb, 4TO B CBSI3W C
0COBEHHOCTbIO X-CLENNIEHHOrO peLec-
CMBHOrO HaCneaoBaHus 1, B 4aCTHOCTH,
TeM GakToM, YTO KEHLUMHbI-HOCUTESTb-
HULLbI MyTaLMK BCErga OCTaloTes KIMHW-
4eCkun 300POBbIMY 1 MEPESAIOT NaTos0-
FMYECKYI0 XPOMOCOMY NiULb MOJSIOBUHE
CbIHOBEN, @ TaKkXe B CBA3M C HEOOSbLLNM
pa3mMepoM CeMeil, xapakTepHbIM s
CTPYKTYPbl COBPEMEHHOr0 0OLLECTRBA,
npocneanTb HacneacTBEHHO-CEMENHBIN
xapaktep 6onesHu KenHeam ynaetcs na-
Neko He Bceraa. bonblmMHCTBO Habnioae-
HWI faHHoro 3aboneBaHns 0ObIYHO MPO-
ABNSIOTCA KakK CMOpafnyeckue Cryyau.
06 3TOM 4pe3Bbl4aHO BAXHO MOMHUTH
npyv MEAMKO-reHETUYECKOM KOHCYNbTU-
POBaHWK, NOCKOMbKY OTCYTCTBME CEMEN-
HOrO aHaMHe3a Y KOHKPETHOro NaumeHTa

OTHIOb HE WCKOYAET HACNELCTBEHHOW
npupoabl 601e3HM 1 He CHUMAET BONPOC
rEHETUYECKOr0 puUcka y COOTBETCTBYIO-
LUMX KPOBHbIX POACTBEHHMKOB MO XEH-
CKOM nuHuK. Tak, B AAHHOM Ciyyae Yy
000MX CbIHOBEI MauueHTa MpPorHo3
6e3ycnoBHO GnaronpusTHLIA (OT oTua
UMK nosnydeHa Y-xpomocoma), a 'y 601b-
HOrO ABOOPOAHOro Gpara eCcTb A04b, KO-
TOpas TOYHO yHacnegoBana MyTaHTHYIO
X-XpOMOCOMY U MOXeT nepenatb 00-
J1Ie3Hb MOIOBMHE CBOVIX CbIHOBEW. B CBSI-
31 C 3TVM €l NPeIOKEHO B Cllyyae Ha-
CTynfieHnss 6epeMeHHOCT MPOBEAEHME
npeHatanbHon AHK-gmnarHocTukn. Takmm
nyTemMm MOXeT ObITb 06ecneyeHo noHoe
NpeaoTBPaLLEHNEe HOBbIX CNy4aeB AaHHO-
ro Hen3neuynumoro 3aboneBaHnsi B CEMbE,
T.e. nepsuyHaa JHK-npodpunakruka.
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