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Onpep,enel-me U KNIMHNn4YeckKue nposiBJieHnda

HacnepncteeHHas atpodus 3puTenbHbIX HepBOB Jlebepa
(HA3HJ1) - 310 MUTOXOHAPUANbLHOE 3ab0neBanHre, Npy KOTo-
poOM B MOJIOAOM BO3pacTe NpPOUCXOOUT LBYCTOPOHHEE Mep-
NIEHHOE CHVXEHME OCTPOTbI 3PEHNS, HE CONPOBOXAAIOLLEECS
60sbto B rasHbix s6nokax. CpegHuii BO3pacT Havana cocTas-
nset 20-40 net, 95% naumeHToB ¢ HA3HJ1 TepsatoT 3peHune K
50 ropam, ogHako onMcaHbl OTAeNbHble cnydan pebrota 6o-
ne3nu nocne 70 net [6]. MyxunHbl 6onetoT B cpeaHem B 4 pa-
32 yalle, YeM XEHLLUMHbI, OLHAKO MO HEe BAUSIET HA BO3pacT
Hayana 3aboneBaHns U TAXECTb NoTepu 3peHunst. Cneayert elle
pa3 noA4yepkHYTb, YTO, BOMPEKM pacnpoCcTpaHeHHOMY 3a61y>-
[OEHWIO, XEHLUVHbI HE TONbKO ABASIOTCA HOCUTENSMU MyTaLmK,
HO 1 6oneloT HA3HJT, x0oTs 1 pexe, 4eM My>XUMHbI.

B pamkax TeyeHus 3a60neBaHNS BbIAENSAIOT AOCUMMITOM-
HyI0 CTagumio, ocTpylo dasy 1 atpoduryeckyio ctaguio. Ha no-
CUMMATOMHOW CTaauM y HOCUTENEN MyTauuy BbISIBASIOT Onpe-
[EeNeHHble U3MEHEHUs Ha MMa3HOM [He: MepunanuiansipHble
TENEaHrnakTasMm 1N OTEK CNI0Si HEPBHbIX BOJIOKOH CETYaTKM,
BblPaXEHHbIN B pa3Holi cTeneHun [26]. Mpu onTuyeckoit kore-
PEHTHON TOMOrpadun yaaetcs 3aperncTpypoBatb yTosLe-
HWe BUCOYHbIX OTAENOB CNOSi HEPBHbLIX BOJIOKOH Mepunanii-
napHoi 06nacTu ceTyaTku, YTO NOATBEPXKAAET NPEeNMYyLLECT-
BEHHOE BOBJ/IEYEHNE B MPOLLECC NanMINOMaKyNSPHbIX BOSIOKOH
[33]. Mpwu 6onee geTanbLHOM 0OCNELOBAHN Y HOCUTENEN My-
Tauum, KOTOPbIE HE XanyloTC HA CHUXEHWE 3PEHNUSI, MOXHO
BbISIBUTb HAPYLLUEHNS LIBETHOrO 3peHus, 3aTparvBatoLme cuc-
TEMY KpaCHbIN—3€eEHbIN, HAPYLLIEHNE KOHTPACTHOCTY 3PEHNS,
a TaKKe NorpaHunyHbIe NOKa3aTeny 3NeKTPOPETUHOrPAMMbI 1
3pUTENbHbIX BbI3BaHHbIX NOTeHUmanoBs [30].

Bcnepn 3a LOCMMATOMHOW CTagMen y 4acT HOCUTENEn my-
Taumm HA3HJ1 cHuxaeTcs 0CcTpoTa 3peHuns 1 nossnseTcs “3a-
TyMaHviBaHve” B LLEHTPasIbHOM 4YacTu Monfs 3pPeHns ¢ OLHOM
CTOPOHbI, 3aTEM B TEYEHNE 6 MEC CHUXAETCS 3PEHME Ha BTO-
poit rmas. MpubnnanTensHo y YeTBEPTM MaLUMEHTOB 3peHue
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CHMXaeTCsl Ha [Ba rnasa O4HOBPEMEHHO. dTa cTaaus 3abone-
BaHWS1 HOCUT Ha3BaHKe OCTPOW asbl 1 pa3BmBaeTcs 6e3 BU-
OVMBIX TPUITEPHbIX GakTOpoB Ha (OHE MOSHOMO 340POBbS.
3penne npu HA3HJ1 06bIYHO CHMXKAETCS [0 TaKoW CTemneHu,
4TO BO3MOXEH TOJIbKO CYET MmanbLeB. [py nccnefoBanmm no-
nen 3peHns (NeprMeTpurst) BbISIBASETCS LEeHTpasibHas CKOTO-
Ma, YBENMYMBAIOLLAsACs CO BpemeHeM. ocne octpon dasbl
3ab0neBaHNsi BO3MOXHO YaCTUHHOE BOCCTAHOBJIEHVE 3PEHNS.
CTeneHb BOCCTAHOB/IEHUS 3aBUCHT OT JIOKYCa, B KOTOPOM MPOo-
nsoLuna Mytaums. Hamnyywmii nporHo3 y naunMeHToB ¢ MyTa-
unen m.14484T7>C, Hamxyowuii — y HOCUTENen MyTauummn
m.11778G>A. 3aTem B pamkax aTpodpuyeckon dasbl pa3suBa-
etca atpodua aucka 3putensHoro Hepea (O3H) n dopmupy-
€TCsl LleHTpaslbHast CkoToMa.

CHWXeHMe 3peHns MOXET CONPOBOXAATLCS NErKUMU HEB-
PONOrMYECKMMN CUMMNTOMaMKU, TakMMU Kak MOCTYPasbHbIA
Tpemop, NONMHEBPONATUS, HecreLumndbuyieckas MmonaTus. AT
nposiBNeHrst 3a601EBaHNS MOXHO BbISIBUTb MPW HEBPONOTNYe-
CKOM OCMOTpE, HO B OONbLUMHCTBE CNYYaEB OHW NaLMEHTa He
6ecnokodat [25]. OnucaHo coveTanne HA3HJ1 ¢ paccesiHHbIM
CKNepo3oM. BonblIMHCTBO MccnenoBaTenien CHnTatoT, YTO
3HaYUTENIbHOE YUCO Ciy4yaeB TakUX COYETaHWA rOBOPUT O
TOM, 4TO 3TO He NPOCTO Ciy4anHoe coBnageHme. ECTb npea-
NOXEHVE O BblAENEHNM OTAENBHOM GOPMbI PACCESIHHOMO CKle-
po3a ¢ myTaumen B MutoxoHapuansHon JHK 1 BbipaXeHHbIMK
3pUTENbHBIMK HapyLieHuamu [3, 14].

B Heckonbkmx cembsix ¢ MyTaupeli B 061acT MATOXOHL-
pransHon OHK, koaupyoLel nepsbii KOMNAEKC ObIXaTesb-
HOW Lenu, onucaHa aTpodus 3pUTENbHLIX HEPBOB B COYeTa-
HUWN C TSXENbIMU HEBPONOTMYECKMMN NPOSIBNIEHUSAMI B BUAE
arakcum, gucToHnm n sHuedanonatum [11, 12, 16, 35, 36].
Oee myTtauum mutoxoHgpuansHon AHK (m.3376G>A wn
m.3697G>A) onuncaHbl B CeMbsX C 60NE3HbIO, UMEIOLLEN KNn-
Huyeckne 4eptbl HA3HJT n cungpoma MELAS (MUTOXOHAPK-
anbHas sHuedanonatus, nakraT-aunao3 U UHCYNLTonoao6-
Hble anNn30abl) [4, 34].

Y naumnenTtoB ¢ HASHJ1 noBbieHa BEPOATHOCTb Pa3BUTUS
HapYyLUEHWI BHYTPUCEPAEYHOM NPOBOAUMOCTY B pesyfbrarte
NOSIBNIEHUS JOMONHUTENbHLIX NyTEN PacnpOCTPAHEHNUS UM-
nynbCOB B Mu1okapae [26]. TeM He MeHee Cepbe3HbIX apUTMUIIA,
TpebyloLwyMX CNeunan3npoBaHHOrO IEYEHNS, Y AaHHBIX NaLm-
€HTOB 0ObIYHO HE BCTPEYaeTCs.

MaTtoreHes

B ocHoge pa3sutus HA3HJT nexut mytaums B MUTOXOHA-
puansHoi HK. B 95% cnyyaes y naumentoB ¢ HA3HJ1 BbisiB-
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Ta6nuua 1. JuddepeHumanbHas AMarHocTka pas3nnyHbiX NaTTepHOB 3PUTESbHBIX HAPYLLEHN

Hauano

MopaxeHue 3pUTenLHOro Hepea

nopocTpoe (| ocTpoe

HacnepncteeHHas gereHepaums (HA3HJT) +
PetpobynbbapHbIin HeBPUT +

NHbuneTpatMBHOE NOpaxeHue
KomMnpeccroHHoe nopaxeHue

NSETCS 0[iHA N3 TPEX MaXOPHbIX MyTaLMiA B MUTOXOHAPWAb-
Hoi JHK: m.3460G>A, m.11778G>A nnn m.144847>C. [aH-
Hble MyTaLMN N3MEHSIIOT CTPYKTYPY FEHOB, KOAMPYIOLLMX 6en-
K/ MEepBOro KOMMIEKCA [AbIXaTesbHOM LEeNnn MUTOXOHAPWIA.
Hanbonee cToiknin nedekT abixaTeNbHoN Lenu 6bin 06Hapy-
XeH y HocuTenen mytaumm m.1778G>A, B TO BPEMS KaK Y HO-
cutenein mytaumm m.3460G>A QyHKUMOHANBHOTO AedekTa
[blxaTeNbHOI Lenu He paserBaeTcs. Kpome Toro, He yaanoch
BbISIBUTb OMOXMMMWYECKMX Pas3nuyunii B aKTUBHOCTW NEPBOroO
KOMMIEKCA AbIXaTENbHOM Lenu Mexay KIMHUYECKN 300PO0BbI-
MU HOCUTENSIMU 1 NAUMEHTaMM CO CHUKXEHNEM 3peHus [21].
Takum 06pa3om, npobnema B3aMMOCBA3U MyTaLmmn, GYHKLM-
OHanbHOro AedekTa ApIxaTenbHOW LENU 1 KIMHMYEecKoro de-
HoTuna TpebyeT AanbHENLIEro N3y4eHus.

MyTauun, npusogsiume K passutuio HA3HJ1, obnapatot
HW3KOW NEHETPAHTHOCTLIO. MpK 3NMAEMUONOrNYECKMX UCChe-
[l0BaHUsX BbINO NOKA3aHO, YTO CHUKEHUE 3PEeHUS!, CBS3aHHOE
¢ HA3HJ1, BcTpeyaetcs ¢ yacTtoTor 3,2 Ha 100000 HaceneHus,
B TO BpeMsl kak MyTaluu, OTBETCTBEHHbIE 3a pPasBUTME
HABHJ, peructpupytotcs ¢ yacToToin 11,82 Ha 100000 Hace-
nenus [20]. Takoe COOTHOLLEHNE OOBACHIETCS HANMYMEM [0-
MOJHUTESbHBIX FEHETUYECKMX, SMUIFEHETUHECKNX 1 CPEAOBbIX
GaKToOpPOB, BAMSIOLLMX HA PA3BUTUE KIIMHUYECKO KapTUHbI 3a-
60neBaHns. OgHUM M3 OCHOBHbIX (AKTOPOB PUCKA CHUXEHMNS
3peHus npy HA3HJT aenseTca myxckon non. Cpeam MyxXymH-
HocuTenen mytaumm 3aboneBaHne passmaetcs y 50%, a cpe-
N XeHWwyH-HocuTenen — y 10%. [daHHoe pasnuume MoXeT
6bITb 0OYCNOBNEHO HANMYMEM X-CLEMNEHHOr0 MoanduLmMpy-
IOLLLEro reHa, NpuyemM aHanm3 CLENIEHNI yKa3blBaeT Ha BO3-
MOXHYIO POJib B pa3BuTKM 6onesHn nokyca Xp21.1 [5, 15, 23].
B psioe paboT 6bilo MokasaHo, YTO MYCKOBbIM MOMEHTOM K
pasBUTUIO KMHMYeckux npossneHnin HA3HJ1 moxeT ctatb
ONuUTeNnbHOE KypeHue, ynotpebnexne ankorons [8, 28], a Tak-
e BO3[eNCTBME TOKCUHOB, NeKapcTB 1 UHdekuuii [7, 18, 29,
31, 32]. KypeHne yBennumBaeT puck pa3BUTUS KIMHUYECKUX
nposienexHnin B 2-3 pasa [17].

B pesynbrate co4eTAHHOrO BO3AENCTBUS FEHETUHECKOrO
nedekra B MuToxoHgpuansHon JHK, npueoasiuero k onpeae-
NeHHOMY BuoxummnyeckomMy aedekTy, hakTOpoB BHELUHEN
cpenbl M MOAMPUUMPYIOWLNX SHAOMEHHBIX HAKTOPOB Mpu
HASHJ1 nponcxoamnt n3bmpatensHas AereHepaums raHmmos-
HbIX KNETOK CETYaTKMN U X aKCOHOB, 00Pa3yIoLLyX 3pUTESbHbIE
HepBbl. [1aTo0BNOXMMMYECKME OCHOBbI AaHHOW N36MpaTenbHO-
CTU [0 KOHLA HE U3Yy4YeHbl, M3BECTHO NINLLb, YTO FAHMIMO3HbIE
KNETKM CeTYaTKM rMOHYT N0 MEXaHN3My NPOrpPamMmMUPOBAHHON
KJIETOYHON CMEPTK, KOTOPLIA 3anyckaeTcst M3BbLITKOM rnyTa-
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MaTa 1 peakTBHbIX GopM kncnopoga [2, 10, 37]. Takum obpa-
30M, no ceoeit eyt HA3HJT sBnsieTcs MHOrodakTOpHbIM HEll-
pofereHepaTBHbIM 32001EBAHNEM.

AunarHoctuka n gupdepeHumanbHas

AnarHocTuka

Inarno3 HA3HJ1 yctaHaBnmBaeTcs nocne nogpobHoro o6-
CnefoBaHus, B KOTOPOE BXOAUT UCCNEA0BAHME MMa3HOro AHa,
nccnepoBaHve nonent 3peHns ANns BbISBAEHWUS LEHTPabHON
CKOTOMbI, PEFUCTPALMS 3PUTENBHBIX BbI3BAHHbBIX MOTEHLMANOB
[N NOATBEPXIEHNS BOBNIEYEHNS B MPOLLECC 3PUTENBHOMO HEp-
B, ANEKTPOPETMHOrpadus AN UCKI0YEHNs 3ab0oNeBaHnii CeT-
yaTku, OMTUYECKAs KOrepeHTHas ToMorpadus Ans BbiBAEHNUS
XapaKTePHbIX CTPYKTYPHBLIX USMEHEHWIA CIIOS HEPBHBIX BOJIOKOH
CeTyaTku, HeMpPOBM3yanu3aums oS UCKIYeHNs apyrux 3abo-
nesaHuii n JHK-anarHocTvka gnsa sepudukaumm guarHosa.

OnddepeHumanbHylo AMarHOCTUKY CneayeT npoBOAUTb C
Lpyrumu 3a601eBaHUSMU, NMOPAXAIOLLMMUN 3PUTENBHBIA HEPB.
YCnoBHO Bce 3TM 3a00neBaHMs MOryT OblTb pa3aeneHbl B COOT-
BETCTBMWN C NATTEPHOM 3pUTESIbHbIX HapyLLeHui. Bolgensior
naTTepH petpobynsbapHoro Hesputa (PEH), mwemnyeckoit
HEeBpOMNATUM, MHOUNBTPATUBHOIO NOPAXEHUS, KOMMNPECCUOH-
HOrO BO3ENCTBMUS, TOKCUYECKOW HEBPOMATUN U HACNEACTBEH-
HoW pereHepaumun. HASHJT, ona koTopoit xapakTepeH naTTepH
HacneoCTBEHHOW AereHepauunn, OnMCaHHbIN Bbile, B OCHOB-
HOM npuxoauTcs anddepeHLmMpoBaTb C ABYCTOPOHHUM PBH,
NHPUILTPATUBHLIMWU 1 KOMMPECCUOHHLIMU MOPaXeHUIMN
(tabn. 1). Ons PBEH xapakTepHO MogocTpoe Hayano (4achl,
OHW) ¢ 6onblo B ra3HOM f010Ke, “neneHol nepes rmasom”,
CHVXEHVEM OCTPOTbI 3PEHNS U LIBETHOMO 3PEHUS, LLeHTpanb-
HO CKOTOMOW 1 HapyLLUEHNEM MPSIMO 3Pa4KOBON peakLum Ha
ceeT. B ocTpoit ctagumn B 30% cnydaeB HabniogaeTcst oTek
[3H, a B xpoHuyeckoi ctagun — nobnegHeHne BUCOYHbBIX Mo-
nosuH O3H. B 6onbluMHCTBE CnyyaeB 3peHune npu PBH xopo-
L0 BOCCTaHaB/MBAETCS, HO BO3MOXHbI peuymamBebl. [ofo6HbI
naTTepH XapakTePeH A5 NOPaXeHNs 3pUTENbHOMO HEPBA NpK
pacCcesHHOM CKJIEPO3€e, OCTPOM PACCESHHOM 3HLUedanomve-
nute, 6one3Hn [esmka (ONTUKOMUENUTE), CUCTEMHON Kpac-
HOW BONYaHke, cuHapome Llerpena, capkongose. [1ByCTOPOH-
Huin PBH vale Bcero passmBaeTcs npy OCTPOM PaCCESHHOM
3HUedanoMmenuTe 1 nNpu paccesHHoOM cknepose. KnmHunyec-
Kas KapTvHa MHOUNLTPATUBHOIO MOPAXEHWUS 3PUTENBHOMO
Hepsa cxogHa ¢ PBH, ogHako CHvXeHve 3peHus nporpeccu-
pyeT 6onee MeaneHHo, a 3dHEKT OT KOPTUKOCTEPOUAOB KpaT-
KOBPEMEHHbIN. [laHHbIN NaTTEPH MOXET HabMoAaTLCA MPU MH-
dunbTpaumn 3pUTENBHOrO HEpBa OMYXOMEBLIMU KneTkaMu, a
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Ta6nuua 2. leHodpeHoTUnmyeckune koppensumm npu HA3HJ

Myraums Puck paseutus sabonesanus, % | Meguana eospacra My>KuuHb : KeHwuHp | BOCCTaHOBNGHUE | |\
MY>X4UHbI )KEHLLUHbI ne6loTa, rogpbl 3peHuns*, %
m.3460G>A 32 15 20 43:1 22-25 [26, 13]
m.11778G>A 51 9 22 51:1 4-25 [20, 24]
m.14484T7>C 47 8 20 7,7:1 37-58 [19]

* [lonsi NAUMEHTOB C YaCTUYHLIM BOCCTAHOBJIEHVEM 3PEHMS NOCE OCTPON (Gadbl 3a601eBaHUS.

TakXe Npv CUCTEMHOWN KPaCHOWM BONYaHKe, Capkounao3e U Cu-
dwunmce. KomnpeccrmoHHas HeBponatus MeaneHHO nporpec-
cupyeT, 60/b 00bl4HO oTCcyTCTBYET, I3H MOXET ObiTb OTeueH
nnm atpoduryeH. B 3aBuCMOCTM OT nokannsaumy 06beMHOr0
npoLecca, CAABANBAIOLLErO 3PUTENBHLIA HEPB, MOTYT HabI0-
patbCcs ak30dTaNbM, Ma3oaBuraTeNibHble HapyLweHns 1 pas-
NNYHBIE HAPYLLEHUS nonen 3peHnst. [IByCTOPOHHSAS KOMMNpec-
CVsi BO3MOXHA Npv MeamanbHbiXx 00pa3oBaHUSX B NepesHei
yeperHom MKe.

“3010TbIM CTAHAAPTOM” AMArHOCTUKM, KOTOPLIA NO3BOAS-
eT anddeperumporats HASHJ1 ot apyrvix 3abonesaHuii ¢ no-
paxeHnem 3puUTenbHOro Hepea, aensetca JHK-anarHoctumka.
CnenyeT noa4epkHyTb, 4T0 B 5% cnyyaeB npuyvHoin HA3HJ
CTaHOBUTCS “pepkan” myTaums. Mo gaHHbIM IMTepaTypbl, B 0C-
HOBe 3a00/1eBaHUS MOTYT IeXaThb Kak MUHUMYM 20 pasnnyHbIx
MyTaLMii, 3 N3 KOTOPbIX ABNISOTCA MaXOPHbLIMM (0COOEHHO Ya-
cTbiMK). [0O3TOMY €CIM Y NaUMEeHTa C KIMHUYECKOM KapTUHOM
HASHJ1, xapakTtepHbiMu pe3ynbtaTtamy MHCTPYMEHTaNbHOro
06cnenoBaHNS Y MONOXUTENbHBIM CEMENHBIM aHAMHE3OM HE
YOAETCS BbISIBUTb OAHY 13 TPEX MAXOPHbIX MyTaLuiA, cneayet
NPOBOAMTL MOWCK APYrov MyTaumu C UCMOSIb30BaHUEM pas-
NINYHBIX METOAMK, BMIOTb OO CEKBEHUPOBAHWS MUTOXOHOPW-
anbHovi IHK. OGHapyXeHve MyTaumu no3BOASET HE TONbKO
NOCTaBWUTb AMArHo3, HO M MPOBECTU MeOMKO-reHeTU4YecKoe
KOHCYNLTMPOBaHWe NpobaHaa 1 YNEHOB Ero CEMbY.

MeJJ,VIKO-FEHETVI'-IeCKoe KOHCYyJibTUPOBaHUe

HA3HJT aBnsieTcs MUTOXOHAPWANbHBIM 3a00/1IeBaHMEM,
MO3TOMY OHO MepesaeTcs No MaTePUHCKON NMHMKU. MaTb nNpo-
GaHOa SBNSETCS HOCMTENEM MyTauun B MUTOXOHAPUANbHON
OHK, HO MOXET 1 He UMETb KIIMHNYECKMX NPOosBNeHnii 6ones-
HW. B 60NbLUMHCTBE CNyYaeB yAaeTCs HANTWU POACTBEHHMKA MO
MaTEePUHCKOW JIMHUW, Y KOTOPOro B MOJIOAOM BO3pacTe Mnpo-
N30LWN0 ABYCTOPOHHEE CHMXKEHME 3peHns, oaHako B 40% cny-
YaeB He yAAeTCs MOAyYMTb Takmx CcBeAeHUi. MyxynHa-HoCK-
Tenb MyTaumm B MUTOXOHAPWansHom IHK He MOXeT nepenatb
3aboneBaHve CBOEMY NOTOMCTBY. XKeHLUMHA-HOCUTENb nepe-
naeT mutoxoHapuanbHyto JHK ¢ mytaumein Bcem cBovM ae-
TaM. ECnny XXeHLMHbI eCTb reTeponna3mus, T.e. ee KNeTku co-
[epxaT OOHOBPEMEHHO U MYTAHTHYIO, M HOPMasbHYD MUTO-
xoHzpuanbHyto IHK, To 910 cHuxaeT puck pa3snuTus 601e3HM
y notomcTtaa [9].

Kak 6b110 cka3aHo BblLLE, PUCK pa3BuTWs 3ab0neBaHuUs 3a-
BUCUT OT JIOKyCa, B KOTOPOM MPOM30LLIa MyTaLus, OT BO3pac-
Ta, nona n GpakTopoB BHeLUHel cpeabl (Tabn. 2).

Y MyX4MH-HOCUTENEN MyTaUMU PUCK CHUXEHUS 3PEHUS
coctasnset 50%, a y xeHwwmH — 10%. MNpw npoBeaeHun meau-

KO-reHeTUYECKOro KOHCYIbTUPOBaHWS CleayeT UMEeTb B BUAY
BO3PacCT NauyMeHTa: TakK, y KMHUYeCKkn 30poBoro 50-neTHero
MYXYUHbI-HOCUTENS MyTaLMW PUCK Pa3BUTMS BONE3HW CO-
cTaBnseT nuwb 5%, a'y 50-netHen xeHuwmHbl — 1%. Cnenyet
TakXke NoCTaBMUTb B U3BECTHOCTb HOCUTESS MyTaLLMK O TOM, 4TO
KypeHue, ynotpebeHne ankorons 1 BO3LENCTBUE PYruX TOK-
CVIHOB YBENIMYMBAIOT PUCK PA3BUTUS KIIMHUYECKMX MPOSIBNEHWIA
3ab0neBaHus.

B cembsx ¢ HASHJ1 BO3MOXHO NPOBEAEHNE NPEHATANIbHOM
[OMarHoCTUKU, OAHAKO MYTALMOHHAS Harpy3ka aMHUOLMTOB He
OTpaXaeT MyTaUMOHHYIO HAarpy3Ky B Apyrux KieTkax nnoja u
OyayLLero B3poC/Ioro opraHMama 1 He npeackasbiBaeT BEPO-
ATHOCTb pa3BuTUs OONE3HW, BO3PACT Hadyana, TAXeCTb U CKO-
POCTb MPOrPeCCUPOBAHUS.

JleyeHue

B nuTepatype onuncaHbl 0TAeNbHbIE HAGMOAEHNS, YKa3blBa-
loLme Ha apdekTnBHOCTbL Tepanum HASHJT naebeHoHOM, CUH-
TETUYECKMM MPEALECTBEHHMKOM KO3H3MMa Q10, B kayecTBe
MOHOTEPanuM 1 B CO4eTaHMM C BUTaMMHamu [22]. Tem He Me-
Hee B paboTe MCNaHCKKX aBTOPOB 3PDEKTUBHOCTb naebeHoHa
He noaTeepavnack [1]. Cnop momkeH GbiTb paspeLleH nocne
3aBEPLUEHNSI PaHAOMU3NPOBAHHOMO MiaLeboKoHTPOAMpPyeEMO-
ro wuccnepoaHus 3dodekTnBHOCTM uaebeHOHa B [03e
900 mr/cyt B Tepanum HA3HJI (lhon.ncl.ac.uk). Kpome Toro, B
Tavnanze B HacTosiLLee BpeMsi MpoBoamTcs paboTta no nsyye-
HUIO 9P DEKTUBHOCTM KypKyMMHa (fo3a 500 mr/cyT), npmpoa-
HOrO aHTMoKCuaaHTa, B neveHunn HASHJ (clinicaltrials.gov).

lpynna aBTOpOB Nog, pykoBoacTeom J. Guy u3 YHuepcu-
TeTa dnopuabl NOAYYMIN pe3ynbTaTthl, KOTOPblE OTKPbIBAKOT
BO3MOXHOCTb pa3paboTkm reHHon Tepanun HA3HJT. B kynbTy-
pe kneTok ¢ mytaumein m.11778G>A 6bin0 NokasaHo, YTO BBE-
[EHVe afeH0accoLMMPOBaAHHOMO BMPYCa, HECYLLENO FEH MUTO-
XOHApWanbHOM cynepokeuaancmytassl (SOD2), ysennumsaet
BbDKMBAEMOCTb KJIETOK 32 CYET YMEHbLUEHUS BbIPAXEHHOCTU
OKUCIUTENBHOrO cTpecca [27]. KnuHuyecknx ncecnenoBaHuii
reHHon Tepanuu npu HA3HJ1 B HacTosiLLee BPEMS HE NPOBO-
auTes.

KnuHuyeckoe HabnoaeHue

B HUH PAMH B mapTte 2010 r. o6patunack naumeHtka b.,
36 net, ¢ xanobamu Ha HeYKIIOHHOE CHIKEHWE 3peHuns Ha 06a
rnasa. /13 aHamHesa n3BecTHO, 4TO nauyeHTka B nione 2009 r.
BNepBble 00paTuia BHUMAHME Ha CHUXEHWE 3peHnus Ha npa-
BbI rnas3, 6011 B rmasHom s650ke He Gecrniokounu. 3peHne
MEJIEHHO, HO HEYK/IOHHO MPOZOJIKANI0 CHUXATLCS, B aBrycTe
NPUCOEONHWNOCH HAapYLLIEeHWe 3PeHWs Ha JieBbli rmag. 1o mec-
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Puc. 1. 3puTenbHble BbI3BaHHbIE MOTEHLUMAbI HA LLIAXMaT-
HbI NATTEPH NaumneHTkun b.
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Ty XuTenbcTea B ceHTa0pe 2009 r. naumeHTKy KOHCYNbTMPOBan
0pTanbMONOrN, BbISIBIEHO NOOAEOHEHWNE BUCOYHBIX MOMOBUH
[3H, ocTpoTa 3peHus cocTtasnsna B ceHtsope 2009 r. 0,2
cnpasa un 0,4 cneea. CoenaHo 3aknilo4eHWe O HUCXOOALLEN
atpodun 3pUTeNbHLIX HEPBOB. lpOBEAEH aHaM3 KPOBM Ha
MapKepbl CUCTEMHbIX 3a00/1eBaHNIA: peBMaTOMAHbLIN dakTop,
aHTUHYKIeapHbIn hakTop, aHTuTena K dochonunuay. MNonyye-
Hbl OTpULATENbHbIE pPe3ynbrathl. [Py Ceponornyeckom uc-
CnefoBaHNM BbISIBAEHbI NOrPaHNYHbIE 3HAYEHNS! YPOBHEN aH-
Tuten knaccos IgG v IgM k B. burgdorferi, He noATBEPXAEH-
Hbl€ NPV NOBTOPHbLIX aHaNM3ax. TeM He MEHEeEe Ha 3TOM OCHO-
BaHMM, a TakXke Ha OCHOBAHMMU TOro, 4YTO 7 NEeT Hasapg,
nawumneHTKy Kycan ke, Obi10 cienaHo 3aklioyeHne, YTo Npu-
YMHOW ABYCTOPOHHEN aTpodumn 3pUTENbHLIX HEPBOB ABNSETCS
XpOHMyeckunii 6oppenno3 (6onesHb Jlaiima). MNpoBeneH Kypc
aHTMbMoTMkoTepanun — 6e3 adpoekra.

3peHne NpooMkano HEyKIOHHO YXYALIaTbCs, B siHBape
2010 r. coxpaHancs nuwb cyeT nanbues. Mpu ocMoTpe oKynu-
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Puc. 2. Pe3ynbTaThl ONTUYECKOM KOrePEHTHOM TomMorpadun naumeHTki b. Ha aByx BEpXHMX NIEBbIX N300PaXKEHMAX YEPHOW JIN-
HMen 0603HaYeHa TONLLMHA CI0S HEPBHbIX BOJIOKOH CETYATKM NaumeHTky Bb. [JaHHas nuHMs foskHa NpoxoauTh B npenenax 3e-
JIEHOW 30HbI, 0AHAKO BUAHO, YTO B BMCOYHbIX OTAENAX NEPUNANUINAPHON 061acTy (Mo KpasiM) OHa 3ax04MT B KPaCHyIo 0651acTb,
4YTO CBUIETENLCTBYET 06 MCTOHYEHMM CNOSI HEPBHbIX BOJIOKOH CETHATKM B COOTBETCTBYIOLLMX 06n1acTax. HuxHee neBoe n3obpa-
XEHVEe AEMOHCTPUPYET CUMMETPUYHOCTb M3MEHEHNI TONLLMHbI CJI0S HEPBHBIX BOJIOKOH CETHaTKM nauveHTku b. cnpasa (cnioww-

Has NMHUSA) 1 cneBa (NYHKTUPHASA NNHNS).
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Puc. 3. leHeanornyeckas cxema naumeHTkn b. Obpatiaet
Ha cebsi BHUMaHWe, YTO YMCSI0 6OJIbHbLIX MYX4YMH B AaHHOW
ponocnoBHol ¢ HA3HJT npeBbiwaeT Yncno 6051bHbIX XEeH-
LLMH B CEMbE B 3 pa3a, 4TO COOTBETCTBYET AAHHbLIM IUTEPA-

Typbl.

cta B sHBape 2010 r. BbIsiBNeHO NobneaHeHne BUCOUHbIX NOJIO-
BuH [3H, octpoTa 3peHnsa coctasnsana 0,05 ¢ 06enx CTOpoH,
nepumeTpus GUKCMpoBana ABYCTOPOHHUE LIEHTPAIbHbIE CKO-
Tombl. B mapTe 2010 r. nocne obpauenns 8 HUUH PAMH naum-
EHTKe MpoBeAeHO LonoNHMUTeNbHoe obcnenosaHue. MNpu pe-
rMCTPaLMN 3PUTENbHBIX BbI3BAHHBLIX MOTEHLMANIOB BbISIBIEHO
BbIP@XEHHOE [IBYCTOPOHHEE aKCOHAIbHOE NOBPEXIEHNE 3pU-
TenbHbIX HEPBOB (puc. 1). MNpy ONTUYECKON KOrePEHTHOW TO-
Morpadum BbISIBIEHO CUMMETPUYHOE MCTOHYEHWNE CIIOS HEPB-
HbIX BOJIOKOH B BUCOYHbIX OTAEaxX NepunanuiisapHoi obnactu
(puc. 2). Mpun HEBPONOTMYECKOM OCMOTPE OTKJIOHEHMI OT HOP-
Mbl He 0OHapY>XeHo.

Ha oCcHOBaHMM JaHHbIX aHaMHE3a, KIMHUYECKON KapTUHbI
1 Pe3y/bTaToB AOMOSHUTENBHLIX METOA0B 06CNe0BaHUS An-
arHo3 XpoHn4Yeckoro 6oppennosa Obin NOCTaBAEH NOA COMHE-
HWe. Y NauMeHTKM He ObIN0 CUCTEMHBIX MPOSIBNEHWIA MHDEKLM-
OHHOro npoLecca, He ObII0 YETKOrO CEPOSIOrMYECKOro NOA-
TBEPXAEHNS AMarHo3a B BUAE HapacTaHUs TUTPA aHTUTEN, He
ObINI0 M3MEHEHWI B NMKBOpe. Kpome Toro, N3BecTHO, 4TO 130-
NPOBaHHOE NOBPEXAEeHNE 3pUTeSbHbIX HEPBOB NP 6ONEe3HM
Jlaima BCTpevaeTcs KparHe peako M xapakTepuayeTcs nar-
TepHOM PBH.

BaxHo nob6aBuTb, 4TO Y NaumeHTkn b. Habnogancs oTyeT-
NMBBIA NATTEPH HACNEACTBEHHON AereHepaumn 3pUTENbHbIX
HepBoB. lNpu nogpobHoM cOOpe CEMENHOro aHamMmHe3a BbIsiC-
HWUOCh, YTO Y HEE N0 MaTePUHCKOW JIMHUM €CTb POACTBEHHU-
Ku, NoTepsiBLIVEe 3peHne B MOJI0A0M Bo3pacTe (puc. 3). bbino
COenaHo NpeanonoxeHne o Hannymmn y naumeHtkn HA3HJL.
Mpn AHK-TectupoBaHun amarHO3 NOATBEPAMICS, BbisSiBNEHA
myTaums m.3460G>A. MaupeHTke Ha3Ha4yeH naebeHoH B no3e
500 mr/cyT 1 BUTaMKHbI Fpynnbl B.

Y naumeHTkn b. eCTb KNMHNMYECKM 300POBAs A04b B BO3pa-
cTe 16 net. PeweHne Bonpoca o OHK-gnarHocTuke govepu
OT/IOXEHO [0 ee CoBepLUeHHoneTus. Jljouepn pekoMeHA0BaHO
BO3OEPXKATbCA OT KYPEHMS U MPUEMa ankorons, Tak Kak aTu

(aKTopbl YBENMYMBAIOT PUCK PA3BUTUS KIIMHNHECKOW KapTUHbI
HASHJ.

3aksoyeHue

HASHJ1 aBnsieTcs 04HOM M3 OCHOBHbIX NPUYUH MELJIEHHO
nporpeccupyloweii AByCTOPOHHel 6e3boneBoit aTpodun
3puUTeNbHLIX HEepBOB. [pu pas3BuTUM NOAOOHOro naTTepHa
3PUTENBHBIX HAapYLUIEHWA O0MKeH ObiTb COOpaH NOAPOOHLIN
CeMelHbIn aHamHe3 1 npoeeaeHa OHK-gnartoctuka ans mc-
kmoyeHnst HA3HJI. MocTaHoBKa BEPHOrO AnarHosa no3soauT
n3bexaTb He0OOCHOBAHHBIX HA3HAYEHWIN (KaK 3TO MPOMU30LLIIO
B OMMCAHHOM HaMU KJIMHUYECKOM CJlydae), MPOBECTU naTore-
HeTMYecKoe le4eHne U MeanKO-reHeTUYeckoe KOHCYbTUPO-
BaHMe.
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