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YacTtoTa MUTOXOHAPHUAIBHBIX 3a00J¢BaHUI Y TTAllUEHTOB
¢ MHCyJIbTaMu Heu3BecTHa [ 1, 2]. [To JaHHBIM HEKOTOPBIX aBTO-
poB [3], oHa cocTaBisieT 7,2% B BBIOOpPKaX, BKJIFOUAIOIIMX JIMLL
mosioxke 19 net. JIpyrue aBTopbl [4] MPUBOAST 4acCTOTY OKOJIO
0,8% B BBIOOpPKAX, B KOTOpPbIC BOILLIM KEHIIUHBI 15—45 JeT.
Y nmauneHToB ¢ MH(APKTOM B 3aTHUIOYHON J0Ji¢ OHA ObLIa BbI-
e (10 10%), BeposiTHO, ITOTOMY, YTO MUTOXOHIPUAIbHbIE 3200~
JIEBaHUSI MOpaxaloT IMPEeUMYIIECTBEHHO 3Ty obOiactb. Tak,
K. Majamaa u coaBr. [5] o6Hapyxwim myTtanuio A3243G'y 2 (6%)
u3 38 namueHToB 18—45 yiet ¢ uHdapKTOM B 3aTBUIOYHOM J10JI€.
E. Martinez-Fernandez u coaBT. [6] NpeanoIoXuiIn, 4T0 MUTO-
XOHIpHUAIbHbIE 0OJE3HU MOIYT BBISIBISAThCS B 22—33% ciydaeB
MPpU KPUTITOTEHHBIX MHCYJIBTAX Y JIMII MOJIOAOTO BO3pacTa.

Cunapom MELAS — murtoxoHapuaibHasl SH1e(aIoMuo-
MaTusI C JIAKTaT-alliI030M U MHCYJIBTOTIONOOHBIMU 3TTU30aMHU.
DTO MaJlOM3BECTHAsI, TUIOXO TUATHOCTHUPYeMasl IMaToJIOTHs, WC-
TUHHAs paclpoOCTPaHEHHOCTh KOTOPOI Heu3BecTHa. B oTmenb-
HYyI0 HO30J0r4eckyto Gopmy curanpom MELAS 6bin BeIneeH
S. Pavlakis 1 coaBT. B 1984 1. [ 7]. YacToTa ero He ycTaHOBJIEHa, HO
K HACTOsIILIeMY BpeMeHHU onyoimKoBaHo 0oJiee 120 HaOmoaeHUIA.

DTOT CUHIPOM SIBJISIETCSI TeHETUIECKU JeTePMUHUPOBAH-
HBIM ¥ OTHOCHUTCS K TPYIIIIE MUTOXOHAPUAIBHBIX OOJIE3HEI,
CBSA3aHHBIX C TOYKOBBIMM MYTaUMSIMU MHUTOXOHIPUATBHOM
JHK. B Hacrosiiiee BpeMs ycTaHOBJIEHA JIOKaau3alus He-

CKOJIbKMX TOYKOBBIX MYTallWii, ¢ KOTOPBIMU acCOLIMUPOBAH
cunapom MELAS. Bonee yem y 80% GOJbHBIX C CHHIPOMOM
MELAS wumeetcs accoumaumsi ¢ myTaiueid reHa tRNA (VR
Brinouast 32434 > G [8], 32514 > G [9], 3252T > C [10] u 327IT
> C [11]. Heckonbko mo3nHee onucanu mytamuio 99577 > C
[12]. Myrtauus B reHe NDS5 Hanbosiee 4acTo BBISBISICTCS MPU
«repekpecTHbIX» (eHotunax, Bkiaouyas MELAS, MERRF u
cungpom Jlu [13—15]. Ceituac 310 Bropas I10 4acTOTe MyTallusi
nocje MmyTtaiuu B reHe tRNA* " mpu MELAS.

[MaroreHe3 WHCYJIBTOTIONOOHBIX SMU30J0B MPU TaHHOM
3aboJieBaHuM TucKyTupyercs [16]. [peanosaraort, YTO MHCYIIb-
TOTIONOOHBIE SMU30IbI Pa3BUBAIOTCS BCJIEACTBUE HEIOCTAaTKa
SHEPruM M3-3a MUTOXOHIAPUATBHON AUCHYHKIMU B HEPBHOM
TKaHu [17] unm B pesysabraTe «MUTOXOHAPHUAIbHOI aHTUOMa-
THUW» KaK MPOSIBIEHNE MUTOXOHIPUAIbHON AUCHYHKIIMY B M-
KUX LepeOpalibHbIX cocyaax (umemuyeckas rumnoresda) [18].
XpoHunueckuii akTar-annao3 nmpu MELAS MoxeT Takke crio-
CcOOCTBOBATH YCKOPEHUIO HEMPOHAIBHOTO TIoBpexaeHus [19].

Hacnenyercss cuHapom 1o MaTepUHCKOW JUHUU (MUTO-
XOHIpUaJIbHOE, LIMTOTUIa3MaTuueckoe HaciaenoBaHue). Hacnen-
CTBEHHBII aHaMHe3 3a00JieBaHUsT BISIBIIsIETCS Y 23%, B TO BpeMst
Kak y 86% MalmreHTOB ¢ MOHOCUMITTOMHBIM MM OECCHUMITTOM-
HBIM TeYEHUEM CUHAPOM UIEHTUDUIMPYIOT TOJIBKO TIO PE3YITb-
TaTaM MBIILIEYHON OUOTICUY WJIX MOJIEKYISIPHOTO MCCIIEJOBAHMS
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Tabnauua 1. Kaunuueckue nposenrenus cundpoma
MELAS (n=110)
CuMOTOMBI/CHHIPOMbI %
[1aBHBIE:
HETIePEHOCUMOCTb (PU3MUYECKUX HATPY30K 100
Hayajio B Bo3pacte mosioxe 40 et 99
WHCYJIBT 99
CyIOporu 96
«pBaHbIe» KPACHbBIE BOJIOKHA 95
JlaKTaT-alMua03 94
Yacrble:
HOpPMaJIbHOE paHHEe Pa3BUTHE 90
JIeMEHLIMS 90
CJ1a0b0CTh B KOHEUHOCTSIX 89
remMuIiapes 83
HHU3KOPOCIOCTh 82
TeMUAHOIICUST 79
ToJIoOBHas1 60Jb 77
TOIIIHOTA, PBOTA 77
HauaJjio B Bo3pacte 10 20 et 76
noTeps ciyxa 75
HECIIOCOOHOCTh K 00YyYEHUIO 60
YPOBEHb OesiKa B IMKBOpE >45 Mr/mi 52
Hpyrue:
Kajplimdukaius 6a3aJbHbIX TAHTJIEB 45
HAaCJIe[ICTBEHHBII XapaKTep 44
MHOKJIOHYC 38
MO3XEYKOBbIE CUMITTOMBI 33
SMU30INYECKIEe KOMAaTO3HBIE COCTOSTHUS 20
arpodus 3pUTENIbHBIX HEPBOB 20
3aCTOWHAas cepleyHast HelOCTaTOYHOCTh 18
MUTMEHTHAST PETHHOATHSI 16
cuHapom Bonbda—ITapkuHcona—Yaiita 14
Tporpeccupylolas HapyxHasi o TaTbMOILIETHsT 13
HapyllleHe CePIeYHO TPOBOAUMOCTH 6
caxapHblil fuader 5

|20, 21]. IMoBbIlIEHUE YPOBHSI JIaKTAaTa B CBIBOPOTKE U YACTUYHO
B JIMKBOPE CUMTAETCS] BAXHBIM TSI TUAarHOCTUKM, TaK KaK 3TO
OTpaxkaeT MUTOXOHApUaIbHYIO AuchyHKImo [19, 21-23].
Pannee Havanmo 3abosieBaHUs SIBJISIETCS TUIMUYHBIM W
Bcrpeuaercst y 90% natuenTos [20. 21, 24]. BospacT Havana 3a-
6oneBanus — ot 3 no 40 set. [Ipu cunapome MELAS B iepByto
ouepeab CTPANalOT OpraHbl U TKAHU C BBICOKMMM DHEpreThie-
CKMMHU TIOTPEOHOCTSIMM — MBIIIEYHAasI YU HEPBHAsi CHCTEMBI,
MPUYEeM CTeTIeHb BBIPAXKEHHOCTU HEBPOJIOTMUYECKUX ITPOSIBIIC-
HUI ¥ MUOMATUIECKOTO CHHIPOMAa 3HAYUTENIbHO BapbUPYET.
Knmangeckne ciMITOMBI TaKKe BapruabenbHBI [25]. Xapakrep-
HO TMPOTPECCUpyIolliee TeUeHNE C BOBICUCHUEM Pa3TNIHBIX OP-
TaHOB U TKaHei [26]: moKeTyI0uHOM Kele3bl, Cep/alia, opraHa
3peHMs], MeYeH! U Moyek. OCHOBHbIE TUAarHOCTUYECKUE CUM-
ntoMbl cuHapoMa MELAS: HenepeHOCUMOCTh (hU3NYECKUX Ha-
rPYy30K, WHCYJBTOMOMOOHbBIE 3MU30/bl, CYAOPOTU, «PBaHBIE»
KpacHbBIE BOJIOKHA B OMOTITaTaX MBIIIIEUHO! TKaHW, JIAKTAT-alli-
103 1 ne61oT 3aboaeBanus no 40 et [24, 27, 28]. Dnuzoauyde-
cKasi ToJI0OBHast 00J1b C PBOTOM — TakxKe yacTblii cuMmnToM. Cyno-
poru oTMmevaioTcs y GosnpmuHcTBa (95%) manmenrtoB [17, 21,
24]. Tak, J.C. Chen u coaBr. [12] HaOmonanu 20-JIeTHETO MyX-
YUHY C OCTPbIM HayaJloM OujiaTepajibHOW MOTepU ciyxa, dMu-
JIENTUIECKUMU TIPUTIANKAMU W IBYMST MHCYJTBTOTIONOOHBIMU TN -
30/1aMU, pa3peluBIIUMuUcs 6e3 mocieacTsuii. [Ipu mMarHUTHO-
pe3oHaHcHoit Tomorpaduu (MPT) rogoBHOro Mmosra y 1aHHOTO
MalyeHTa perucTpUpoBaICs TMIEPUHTEHCUBHBIN CUTHAT B 00e-
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VX BUCOYHBIX JIOJISIX, @ B CBIBOPOTKE OBLT TIOBBIIIEH YPOBEHBb
MMMpyBaTa ¥ jlakrata. MbleyHast OMoIcus ToKa3aia HaJudue
«pBaHBIX» KpacHBIX BOJIOKOH, BBbISIBJIeHa MyTalldsl TeHa
A3243G. Tloxoxuit cayyait onucanu J.C. Matsumoto 1 coaBT.
[30]. M. Hirano u S.G. Pavlakis [24] npeacTaBuJiM 4acTOTYy OC-
HOBHBIX KJIMHWYECKUX MposiBieHni y 110 maneHToB ¢ CUH-
npomoMm MELAS (ta6m. 1).

XapakTepHasl yepTa WHCYJIBTOIOAOOHBIX 3IN30I0B MpPHU
cunapome MELAS — «3amHsisi» JIoKaJM3alusl 04aroB mopaxke-
HUS B roJJOBHOM Mo3are. Hanbosee yacto ouaru pacrnosiararorcst
B 3aTbLIOYHOM, TEeMEHHOI Y BUCOUHOI N0JIsIX [5], pexke — B JI00-
HOW JI0JIe, MO3XeUKe MJIM 0a3ajbHBIX TAHTJIUSIX; HEPEIKO OHU
ObIBaloT MHOXeCTBeHHBIMU [31, 32]. YacTo MOBTOpHBIE «WH-
(apKThl MO3ra» pa3BMBAIOTCS C MHTEPBAJIOM B 1—3 Mec B CUM-
METPUYHBIX ydacTkax [33]. DT ouyarm MOTYT OBITH MEIKUMU
WY KPYITHBIMU, OAMHOYHBIMU WJIM MHOXKECTBEHHBIMU, OOBIYHO
OHM HECUMMETPUYHBIE U UX JJOKAIU3ALIMSI HE COOTBETCTBYET 30-
He KpoBocHabxeHus [7, 21, 34]. XapakrepHa uiyKryauusi oda-
roB, onpenensiemas npu MPT. IlopaxeHue Genoro BeliecTBa
MpeACTaBICHO HecIeM(PUICCKUMUA U3MEHEHUSIMU TIePUBEHT-
PUKYJISIPHOTO G€JIOro BelllecTBa, MOXKET HaOII01aThCsl BOBJICUE-
HUE MO30JIMCTOIO TeJia, OCTAeTCsl COXpaHHBIM TJTyOOKOe Oesioe
BeniecTBO [35—38]. M30uparesbHOCTD JTOKAIM3alUU 0UYaroBbIX
M3MEHEHUI 00YCIOBIMBAET OCOOEHHOCTU OYaroBhIX HEBPOJIO-
TUYECKUX CHUMIITOMOB (TeMUAHOICUSI, CeHCOpHas adasus,
aKaJbKyNnusi, arpadusi, ONTUKO-IIPOCTPAHCTBEHHBIC HapyIIe-
HUSI, aTaKCUsl, U3BMEHEeHUsI CO3HaHUs1). MHCYIBTHI MOTYT paspe-
1IAThCSl WU JUTUTEIbHO OMPENeNsThCS B BUAC KIMHMUYECKUX
U/VUTA PEHTTEHOJIOTUIECKUX U3MEHEHUHA.

Ilo manubM nubdy3noHHo-B3BeeHHo MPT ormeva-
Jloch cHUXeHue Koaddbuimenta muddy3uu (apparent diffusion
coefficients — ADCs) B pe3ynbTate IUTOTOKCHMYECKOTO OTeKa B
obmactu uHcynsTa. ADCs Obl1 HOpMasIbHBIM [39] WK TIOBBI-
meHHbIM [40, 41] B mopaxKeHHBIX TTPU MHCYJIBTOIOA00OHBIX 3IU -
3011aX 00J1aCTSIX TOJIOBHOTO MO3Ta, OJTHAKO OMUCAHO TaKXKe CHU-
xxenre ADCs [40]. B GonblIMHCTBE McCIeNOBaHUN MMOKA3aHO
rnoBelleHUe KoadduimeHta auddy3uu B octpyio ¢dasy HH-
CYJILTOITOIOOHBIX 3TTM30/I0B, YTO SIBJISIETCS OTIIMYMEM 3TUX SITH-
30/I0B OT UIIEMUYECKOTO MHCYbTa |39, 42—47].

[Tpu rucTonmaTosOrnyecKux MCCACIOBAHUSIX BbISIBAECHO
HaJIMuue CMOoHrMohOopMHON 3HIledanonaTuu, MpeuMyIiecT-
BeHHO KopkoBoii [48]. [Ipu uccienoBaHuM ceporo BelllecTBa B
30HaX «MHGAPKTOB» YCTAHOBJIEHO, YTO TIOBPEXICHUE TIPOUCXO-
QAT CKOpee Ha KJIETOYHOM YPOBHE, HeXKeJIn Ha cocyaucTom [49],
HO BBISIBJISIIOTCSI U COCYAMCTBIC TTopaxkeHus [50].

OCHOBHBIE KJIMHMYECKHUE TIPOSIBJICHUSI CHUHIpOMa
MELAS, 1o 1aHHbIM OT€UECTBEHHON 1 3apyOekHOI JuTepary-
peI [27, 51—56], BkiTtoyaloT B ceost:

® WHCYJITOMOOOHBIE SMM30/IbI, KOTOPHIE Yallle TTPOSIBIIS-
I0TCA TEMUAHOIICHEH, HApYIIEHUSIMIA PEUM M JIPYTUX BBICIINX
KOPKOBBIX (pyHKIIMIA. Pexke HabOI0ma0TCa reMumnapes, Mo3xed-
KOBBbIE CUMIITOMbI, SMUJICNTUYECKNE TMPUMATKU, MUTPEHEINO-
JI0OHast roJIOBHAst 00J1b C TOILTHOTOM U PBOTOM (HEPEIKO 3TO Mep-
BOE TIPOSIBJICHUE OOJIE3HM), STMU30IbI KOMBI, OCTPbIe TICUXO3bI.
OCcOoOEHHOCTh 3TUX OCTPBIX 3TMU300B, C OMHOI CTOPOHBI, — ObI-
CTPBIN (OT HECKOJIBKMX YaCOB JI0 HECKOJIBKMX HEIelNb) perpecc
CUMIITOMOB, C IPYTOii — CKJIOHHOCTb K PELIMANBUPOBAHUIO;

* Ipyrue NposiBIeHUs] — MMOKJIOHUM, 3a1epKKa IMCUXuIe-
CKOTO Pa3BUTHS B IETCKOM BO3pacTe, IeMEHIIUS B IIO3MTHUX CTa-
IUsIX 3a00JIeBaHMS, KaTbIIM(bUKAINS 0a3abHBIX TAHTIIUEB, TT0-
BBIIIIEHNE collepkaHusl Oesika B TuKBope (6osbiire 0,45°/w);



* 0Yary KOPKOBO-ITOIKOPKOBOM JIO-
KaJu3aliu, He COOTBETCTBYIOIINE CUCTE-
M€ KPOBOCHAOXEHHUsI KaKOi-Tnubo apre-
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Kaunuueckue nposssenus/cumnmomos. npu cuHopome
MERRF (n=62)

Kinmnnyeckue nposiieHus

Yacrora CHMITOMOB

pUM, KOTOPbIE OMPEAENSIOTCSI TPU PEHT- n %
TEHOBCKON KOMIBIOTEPHOU TOoMorpadun
(KT) unmu MPT rosnoBHoro mo3sra; Muoronye 62/62 100
* MBIIIEYHAsT TTaTOJIOTUSI — HeTle- DIWIETICHST 62/62 100
PEHOCUMOCTh (PU3MIECKUX HATrPy30K
(YXyIIIEHHe CcaMOYyBCTBUS, MHAJITHN), HopmanbHoe paHHee pa3BUTHE 17/17 100
MHOTATHYECKUA CHHADOM (MbIlIEYHAS «PBaHbIe» KpacHbIE BOJOKHA 47/51 92
ciiaboctb, rurnorpodus). I1pu smekTpo-
muorpaduu omnpeaessoTcs MpU3HaKu IToteps ciyxa 41/45 91
TOpaXeHUsI MBIIIEYHOW TKaHU, B OMO-
NITaTax MBINIEYHO! TKAHU — «PBaHBIE» Jlakrar-aunnos 24/29 83
KpacHbie BOJOKHA (TIpM OKpacke Tpu- HacnenctBeHHbI XapakTep 34/42 81
xpoMoM 110 [oMopu);
® DJHIOKPUHHO-OOMEHHBIE Hapy- HenepeHOCHMOCTh (hU3MUECKUX HATPY30K 8/10 80
IIEHUs] — JIaKTaT-alua03 (B KPOBU U JI-
KBOpE), HU3KOPOCIOCTh, KalblMbUKa- LG e 72
usi 6a3aTbHBIX TAHTINEB, BBISBISEMbIE Hesporatus 17/27 63
npu KT rosoBHOro Mmosra, caxapHblii v~
a0eT, TUIONapaTUPEOUIN3M; Huskopocnocts 4/7 57
* nopaxeHue nepudepruiecKoit
. N CHIXEHUE BOCTIPUSTHS 9/18 50
HEpBHOW CHUCTeMbl — HelpoceHcopHast
TYrOyXOCTb, HEMPONATHH; Atpodust 3puTeTbHBIX HEPBOB 14/36 39
* TIATOJIOTHSI CePMIa — KAPAUOMHUO-
[aTHs1, IPUBOMISILIAS K CEPACIHON HEI0C- Kapanommomnarust 2/6 33
TaTOIHOCTH, CHHAPOM Bombga—Ilap- CunapoM Bombsha—ITapkiuHcoHa—Yaiita 2/9 22
KMHCOHA—YaliTa, HapyluIeHUs] Cepiaey-
HOW MTPOBOAVMOCTH; ITurmMeHTHAs! peTUHONATHS 4/26 15
* TJa3HbIE CUMIITOMBI — aTpodust
3PUTENILHBIX HEPBOB, MUTMEHTHBII PETH - TupamMunHble CUMITOMbI 8/60 13
HUT, TPOTpeccupylomiasi HapyxHas od- e ——— 3/28 11
TaJIbMOTLIETHSI;
* pasanyHble (hOPMBbI TOYESUHOI Ma- Jlumomaros 2/60 3

TOJIOTMM — TIPOTEUHYPHUsI, XPOHUIECKAst
WU OCTpasi IOYevHast HeIOCTaTOYHOCTD;

* MOpakeHue TIeYeHN U XKeTyIOUYHO-KUIIIEYHOTO TPaKTa.

Cunnpom MERRF (Muokinonyc-anuiencust u ungapkT Mo3-
ra, RRF-Bosokna). CouetaHre MUOKIOHYC-3MWIETICUU C «pBa-
HBIMU» KPACHBIMU BOJIOKHAMU CKEJIETHBIX MBILIL OOHAPYXUIU
B 1973 . Huapuc u coasT., HO B KauecTBe cuHapoma MERRF
aTa marojiorust O6buTa ommcaHa PykKyxapoii 1 coaBT. B 1980 T.
B ocHoBe cunapoma MERRF nexxut ToukoBast MyTalius B O3U-
uuu 8344 B rene mm3uHoBoi tPHK. [1pu aToM cHMKaeTcst cuH-
Te3 Oenka, KogupyeMblii MutoxoHapuanbHoii JIHK, B nmepsyio
ouepeab 3TO KacaeTcsl CyObeIMHUL LIMTOXPOMOKCHAA3bl. 3200~
JIeBaHWE HacCJle[yeTCsl 0 MUTOXOHIPUATEHOMY (MaTepUHCKO-
My) TUIY U TIpuMepHO y 80% MalueHTOB UMeEEeT HACACICTBEH-
HbIl xapakTep [57].

Cunagpom MERRF — mynsrucucremHoe 3abojieBaHHME C
MUOKJIOHYCOM (4acTO OH ObIBAaeT MEPBbIM CUMIITOMOM) U TOC-
JIENYIOIUM Pa3BUTHEM TeHEPaTU30BAHHBIX SMUICTITUYECCKUX
TIPUTTATKOB, aTaKCWH, ciabocth u meMeHIUH. OOBIYHO CHH-
JPOM BO3HUKAET B IETCKOM BO3pacTe, MocJie HOPMaJIbHOTO paH-
Hero pa3Butus. M. Hirano u S. Di Mauro [58] npeacTaBuiu ya-
CTOTY OCHOBHBIX CUMIITOMOB y 62 marueHToB (Ta0. 2).

IIpu KT BBISIBASIIOTCSI MHOXKECTBEHHbIE LiepeOpabHbIE
uHpapkTel, a npy MPT — atpodus u kanbuudukaTel 6azaib-
HBIX TaHTJIMeB. Hapsimy ¢ aTuM omnmcaHbl IBYCTOPOHHEE Mopa-
JKE€HUEe CKOPJIYTIbI, aTpo(ust CTBOJIAa MO3Ta U Mo3xkeuka. meH-

HO 3TU U3MEHEHUsI U 00YCIOBIMBAIOT OCHOBHYIO HEBPOJIOTHYE-
cKyto cumnToMaTuky rpu cuaapome MERRF [59, 60].

B GuomnTatax cKeJeTHBIX MBI 0OHAPYKMBAIOTCS TUITNY-
HbIE «pBaHbIe» KPaCHbIE BOJOKHA, MPU (hepPMEHTHO-TUCTOXU-
MMUYECKOM aHaJIN3¢ — HEOCTATOYHOCTh IIUTOXPOM C-OKCHAA3HI,
MPpY SJIEKTPOHHON MUKPOCKOIUYU — YBEIMYCHUE Pa3MEePOB MU-
TOXOHpUI, UX AedopmaLust, TUITUAHBIE BKIIIoueHus [ 1], onHa-
KO «pBaHbIe» KpacHbIe BOJIOKHA MOTYT He OIpenessiTbest [61].

Cunapom Kepuca—Ceiipa — criopaauyeckasi MyJIBTUCU-
cTeMHas MUTOXOHApuaibHas marosorus. B 1946 . T. Kearns
BIIEpBBIC OMUca 3a00JcBaHUE C XapaKTePHBIM KIMHUYECKUM
CHUMIITOMOKOMILJIEKCOM: ITPOTpeCCUpYIolias HapykKHast 0Tab-
MOILJIETHSI, TTUTMEHTHAsI PETUHOIATHSI, KapAMOMUOIIATHUs C Ha-
pyLIEHUEM MPOBOASIIEH CUCTEMbI M Pa3BUTHEM TOJTHOI aTproO-
BEHTPUKYJISIpHOI GytoKael [62]. Bonee metanbHO 3TO 3a601eBa-
Hue uzydwn Ceiip, U B TaJTbHEHIIEM 3TOT CUMITTOMOKOMILIEKC
MOJTy4rJT Ha3biBaHMe «cuHApoM KepHca—Ceiipar. [lToHUMaHUIO
MPUPOIBI CUHAPOMA CITOCOOCTBOBAIM MOJIEKYISIPHO-TEHETUYE-
CKHe UCCIeI0BaHMS U OOHAPYKEHUE MyTallMii MUTOXOHIPUATb-
Hoit IHK [63—65]. ITpu cunapome Keprca—Celipa nneHTHUDU-
LIMPOBAHO HeCKOJbKO ThToB MyTarmii MTAHK: kpymHbIe niepe-
crpoiiku MTIAHK — «ob1as neneuus» (r-mytaluu), TOYKOBbIE
mytammu MTJIHK—TPHK (syn-myramum), a Takke TyTUICKIIVST
MTAHK [63, 66—69]. BriepBbie rMCTOXMMUYECKHE U YJIbTpa-
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CTPYKTYPHBIE U3MEHEHUSI MBIIIIEYHBIX BOJIOKOH B BUIIe (heHOME-
Ha «pBaHbIX» KpacHbIX BoIOKOH (RRF), siBiisttoiiierocst BaxkHbIM
KpUTEPUEM MUTOXOHIPUATbHON TATOJIOTMHU, TIPU CUHIPOME
KepHca—Celiipa 0b111 00HapyxeHbl B 1972 1. W. Olson u coaBT.
[70]. BT HaxoaKM MTO3BOIMIN OTHecTU cuHapoM KepHca—Ceii-
pa K rpyririe MUTOXOHApUabHbIX Oosie3Heit [70, 71].

Kimmanueckast Mmanudectanus cuaapoma Kepraca—Ceiipa
OTHOCHUTCS KO 2-My WIH JaXe 3-My OeCATUICTUIO KU3HU. DTOT
(eHOMEH OOBSICHSIETCS TeM, YTO CyMMapHasl (PYHKIIUS MUTO-
XOHIPUM ITUTEIBHO MOXET OCTaBaThCsl YIOBIETBOPUTEIbHOIA.
ITpu 3TOM uyeM paHblie MPosIBIsieTCsl 3a00aeBaHue, TeM OoJiee
TeHepaJIM30BaHHBIN XapaKTep W XYM MMPOTHO3 OHO MMEET.
NuddysHble MaTONOTUYECKUE U3MEHEHUS B MUTOXOHIPUSIX
Pa3IMYHBIX OPTAaHOB M TKaHEH OOBSICHSIIOT MO3aMUYHOCTh KJIH-
HUYECKOM KapTUHBI C BOBJICUEHUEM Pa3JIMYHBIX OPTaHOB U CUC-
TeM. CHUHAPOM XapaKTepu3yeTcsl IPOrpecCUpyonieii HapyKHOM
o(TanbMoIIerneil, MMrMeHTHOM nereHepauyeil ceTyaTku, 10-
TTOTHUTEJILHO OIPENeSIIoTCs OJIoKama cepiia, MO3KeUKOBbIE
paccTpoiicTBa UM TIOBBILIIEHNE YPOBHS OeJTka B TUKBOpe (OKO-
70 100 Mmr%). OTMeuatoTcs 3aepkka (hU3MIecKOro 1 MmoJioBOoro
pPa3BUTHSI, UXTUO3 C OYaraMM TUTIEPIIMTMEHTAIlMU, BaJblyCHas
JeBUAlMsI TOJeHE M BBICOKUII CBOI cTOMbl. HapymieHus co
CTOPOHbBI HAOKPUHHOUN CUCTEMbI — AeUIUT TOPMOHA POCTa,
TUTIOTOHAIM3M, CaXapHbIii TUabeT, TUIToNapaTupeo3, Hapylie-
HMe aapeHantoBoro ooMeHa [63, 66, 72—80].

Hespomnornueckue npossienus: cuHapoma Kepraca—Ceii-
pa KpaiiHe BapruabeJbHbl. DTO MUOMATUYECKUI CUHAPOM, TTHpa-
MUIIHas M BKCTpalmupaMUIHas CUMIITOMATHKa, MO3XKEUKOBbIC
HapylleHMs, HEHPOCEHCOpHas IJIyXoTa, CHUXKEHUE MHTEJUIeKTa.
Muonatnyeckuii cuHapoM ripu cuHapome Kepraca—Ceiipa nipa-
KTUYECKH HE UMEET CeIM(PUISCKUX YepT IO CPABHEHUIO C IPY-
TUMU XPOHUYECKUMU TIPOTPECCUPYIOIMMU O TaTbMOILIETYe-
CKMMU MUOTIaTHUSIMU. MBllIeuHas cJ1aboCThb B OOJBIIMHCTBE CITy-
YyaeB CTAHOBUTCS OTYETIMBOM CIYCTSI HECKOJIBKO JIET MOCe BO3-
HUKHOBeHMs1 nTo3a [81, 82]. OmHUM U3 caMbIX YaCTbIX CUMIITO-
MOB SIBJISIETCSI MO3KEUKOBasl aTaKCHsI, XapaKTepeH WHTEHIIMOH-
HBII TpeMOp. Y MHOTHX OOJIBHBIX HAOIIOJAETCSI YMCTBEHHAS OT-
CTaJIOCTh, OMHAKO CTEIICHb CHIDKCHUS UHTE/UIEKTa BapbUPYyeT OT

YMEPEeHHO BBIPaXXEHHO IO TIporpeccupylonieii nemeHu. Bos-
MOXHO TIOpaxeHune TieprudepruiecKoil HEPBHOM CUCTEMBI B BUIE
nepudepryecKoii MoJIMHEBPONIaTUH, HEIPOCEHCOPHOI TYTOyX0-
ctu [80]. [NaToreHes nepudepruyecKoil MOJTMHEBPONATUU CBSI3aH
C MOBBILIEHHBIM CKOTUIEHWEM MUTOXOHIPUI U WX YIBTPaCcTPyK-
TYPHBIMU U3MEHEHUSIMU B 9HIOTEJIMH, TIEPUOLIMTAX Y MUOIIUTAX
Pa3IMYHBIX COCYIOB KaK WHTpallepeOpasbHO, TaK U B 9HIOHEB-
PYM ¥ STIMHEBPUHU TTeprudepruecKux HepBoB [71].

OnucaHbl cydyan MHGApKTa Mo3ra y O0JIbHBIX C CUHIPO-
moMm KepHca—Ceiipa [83]. C. Kosinski u coaBr. [84] Habaonanu
33-7eTHIOI MAalMEHTKY C O(TaJIbMOIUIETUe, ABYCTOPOHHUM
TITO30M, aTaKCUel, MUTMEHTHBIM PETMHUTOM W STWJICTICHUEH,
KOTOpOW oOHa cTpamajia ¢ nerctBa. JlmarHo3 cuHIpoma
Kepnca—Ceiipa 0b11 ToaTBepkIeH onorncueii B 17 set. [TozaHee
rocJie UMIUIAHTalUU TieficMeKepa o MOBOLY OpaguapuTMuu y
MalMeHTKU Pa3BUJICS JIEBOCTOPOHHMII remMumnape3 BCIeICTBUE
MPaBOCTOPOHHEr0 MHMAPKTa B MOJOCATOM Tejie W BHYTPEHHEM
karcyse. [Ipn IymiaekcCHOM CKaHWPOBAaHUU COHHBIX apTepHii
U3MEHEHU He BBISBIEHO, TIPU YPECTIUIIIEBOIHON 3XOKApANO-
rpacduu o6HapykeH TPOMO B JIEBOM TPEICEPINN.

ITpu MPT rosoBHOro Mo3ra y B3pOoCibIX 00JbHBIX HAU0O-
Jiee 4acTo OOHAPYKMBAIOTCS CylIpaTeHTOpUaIbHast U UH(paTeH-
TopuajbHast aTpodus, a y 1eTeil — oyarn B GeJIOM BeIeCTBe U
OIIVH WU 60Jiee 0YaroB B CTBOJIE, Oa3aIbHBIX TAHTJIASIX U Taja-
myce [37, 85].

Hepenko MoxeTr HabIIOMaThCS TMEPEKPECTHBIM CUHIPOM
MERRF/MELAS [14, 86, 87] uiu nporpeccupoBaTh HapysKHast
odTasbMOIUIETUs] U PETUHOMNATHUSI, HATOMUHAIOLIME CUHAPOM
Kepnca—Ceiipa [88].

Crparerust IedeHUs MUTOXOHIPUATBHBIX 3a00IeBaHUIA Ha-
TIpaBJieHa Ha yJTydIlleHe SHEPTEeTUIECKOT0 MeTaboIM3Ma KIIeTKI
Y BKJIIOYAeT Ha3HauYeHWe KosH3uMma Q win uaeOuHoHA (HOOEH),
TIpenapaToB SHTAPHOI KUCI0Thl, BUTaMuHOB Ki u Ks, HuKotTrHamum-
na, pudbodaaBrHa, L-KapHUTHHA, aHTUOKCUIAHTOB (MEKCUAO,
MuapoHat, ButaMuHsl E 1 C), KOppeKTOpoB JIaKTaT-alua03a
(mumedocdon). Heobxonumo nsberath UCMOAb30BAHUS Mpena-
paToB, yrHetaolUX (YHKIUIO MUTOXOHApPUiL (O6apOouTypaThl,
BaJIBIIPOATHI, TIIOKOKOPTUKOMIBI, CTAaTHHBI) [26, 89—91].
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@I'BY «Hayunuiii yenmp nesposoeuu» PAMH, Mockea

BO3MOMHOCTH aroHMcTa AOHaMHHOBLIX PELEenTopoB
npaMUNeKcona B NeYeHnH nauneHTos ¢ bonesHbio

Bedyweii cmpameeueii papmaxomepanuu 6oae3nu llapkuncona (bI1) ocmaemces dogpamunepeuneckas cCmumyaayus ¢ NOMOwbo npenapa-
moe 1e6000nbl (0U0102UMECK020 NPeOlecCmBeHHUKA 00pamuna) u aconucmos dopamunoswix peyenmopos (AAP). lnumenvHoe npumenerue
1€6000Nbl UPeeamo pazeumuem XapaKmepHoix GAYKMYayuil CUMRMOMO8 U AeKAPCMBEHHbIX OUCKUHEe3UIL, NOIMOMY 8 pAoe cAy4aes NapKuH-

COHU3BMA, 0COOCHHO Y NAUUEHMO08 M0100020 eospacma, AP seasiomes npenapamamu 8b100pa u Mo2ym NPUMEHAMbCs KAK U30AUPOBAHHO,

mak u 6 cocmage KomouHuposanHoii mepanuu. O0num u3 Haubonee 3gpgexmusHvix npedcmasumeneil AJ[P He3peoaurosoil npupoost, ume-

HOWUX 00WUPHYI 00KA3aMENbHYI0 0a3Y, A6A1eMCs NPAMUNEKCOA (MUPANeKc).

B cmamue nodpobro ananuzupyiomes pazHoHanpaeaentvle c80lCMEa NPAmMUneKcola, e2o 6AusHIe Ha 0sueamenvioie (6 Mom yucie mpe-
Mop) u Hedsueamenvhuvle (denpeccus) nposeaerus BII, oocyucdaemes 6o3modicHoe Hetliponpomexkmuenoe oelicmeue npenapama. OmaoenvHo
paccmMomper NOMeHYUAA HOB0U YHUKAAbHOU (hOPMbL NPAMUNEKCOAA C KOHMPOAUPYEMbIM 8bic8000JCOeHUeM U 24-4acobim delicmeuem:
npuMeHeHle npenapama 3Ha4UmenbHo COKpauaem nepuod mumpayuu 003sl U NOBbIUAEm KOMAAAEHMHOCMb O0NbHbIX.

Karoueevie caosa: 6one3us [lapkuncona, seuenue, aeonucmsl 00aMUHOBbIX peyenmopos, NpamuneKcon.
Konmaxmeot: Cepeeii Hukonaeeuu Unnapuowrun snillario @gmail.com
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