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KITMHUYECKUIA CNYYAIA NALUUEHTA C HACNEOCTBEHHOM
OMNTUYECKOW HEMPOMATUEI NEBEPA

Llenb nccnepoBaHuns — NpefcTaBieHo ONMcaHve reHeTUYeCcky MOATBEPXAEHHOMO CMOPaAMHECKOro Ciy4as HacefCTBEHHOW OnTuYe-
CKow HerponaTtuu Jlebepa.

Matepuan n metogbl. [poBefeH aHanM3 UCToOpM DONE3HN NaUMeHTKM (LaHHble aHaMHe3a, NabopaToPHbIX, MHCTPYMEHTaNbHbIX
(MPT, OKT, nepmmeTpus, ocbTanbMOCKONNS) U reHeTUYeCKX MCCNeAoBaHNiA), NOCTyNMBLLEN B HeBponorndeckoe otaeneHne HIKB Ne 1c
HeyTOYHEHHOW aTpobren 3pUTeNbHbIX HEPBOB.

Pe3ynbTatbl. 3a Bpems rocnuTanvsalmy NpoBefeHo nofpobHoe HermpoodTanbMonorndeckoe obcnenoBaHme, UCKIOYEHbI apyrie
BO3MOXHbIE NMPUYMHBI 3PUTENBHBIX HAPYLIEHWIA. BbIABUHYTO NPEAMNONOXEHME O BO3MOXHOM HaM4MM y naumeHTkn bonesHu Jlebepa,
B CBSA3M C YeM OHa Oblinia Hanpas/ieHa Ha reHeTudeckoe obCNeloBaHNe, MO pe3ysbTaTaM KOTOPOro BbisiBfieHa MyTauus m/11778G>A
B rOMONMJIa3MaTU4eCckoM COCTOSHMM. YCTaHOBEHME AMArHo3a no3Bomio CKOPPEKTMPOBaTh Tepanuio. MaumeHTka BbinncaHa Ha amMby-
NATOPHbIV 3Tan C NONOXUTENbHOW ANHAMUKOW.

BbiBoAbI. TpViBeAeHHbIN KIIMHUYECKUI CIy4al AeMOHCTPUPYET, YTO OCBELOMEHHOCTb O AAHHOW MaToNorvy No3BosseT NpoBecTy
KOMMekcHoe obcrefoBaHMe, HanpaBnTb NaLMeHTa Ha MEAUKO-TeHETUHECKOe KOHCYbTMPOBaHME, CBOEBPEMEHHO YCTaHOBUTbL AMa-
rHO3, a TakXXe Ha3Ha4YUTb MaToreHeTYeckoe ieveHne.

KntoueBble croBa: onTiyeckas HeBponaTus; bonesHb Jlebepa; MUTOXOHAPUANbHOE 3aboneBaHue; aTpodus 3pUTENbHBIX HEPBOB;
HacneacTBeHHas HeEBPOMaTNSA; MyTaLMW; FaHMIVIOHaPpHbIe KNeTKK
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CASE REPORT OF LEBER HEREDITARY OPTIC NEUROPATHY

Objective — the clinical observation of sporadic genetic confirmation of a case of neuropathy.

Methods. There was an analysis of the patient’s medical history (anamnesis data, laboratory, instrumental (MRI, OCT, perimetry, oph-
thalmoscopy) and genetic studies), admitted to the neurological department of NGKB N 1 with unspecified atrophy of the optic nerves.
Results. Detailed neuro-ophthalmological examination was performed during hospitalization. Other possible causes of visual impair-
ment were excluded. It was suggested that the patient may have Leber’s disease. Patient was sent for genetic testing, which revealed
the m /11778 G>A mutation in the homoplasmic state. Establishment of the diagnosis made it possible to adjust the therapy. The patient
was discharged to the outpatient stage with positive dynamics.

Conclusions. The present clinical observation illustrates that awareness of this pathology makes it possible to conduct a comprehensive
examination, refer the patient for medical genetic counseling, establish a diagnosis in a timely manner, and prescribe pathogenetic
treatment.

Key words: optic neuropathy; Leber disease; mitochondrial disease; optic nerve atrophy; hereditary neuropathy; mutations; retinal
ganglion cells

BOJIesHb JleGepa (HacnecTBeHHAs ONTHYECKAsA Hell-
ponarust JleGepa — HOHJI) otHOCHTCS K IpyIiiie
HACJIEeCTBEHHBIX MHUTOXOHPHAIBHBIX 3a60JeBaHNH,
BBI3BIBAIONIIX TIPOTPECCUPYIONIee BYCTOPOHHEE CHHU-
JKeHne 3peHus. Bmepsbie Oblno ommcano B 1871 r.
Teomopom JleGepom (remenxuit odramasmonor) [1]. [To
95 % ciyuaeB BOBHUKHOBEHWE TTATOJOTHH OGYCIOBIEHO
OJIHOH M3 cjeLyloluX MyTaluil MUTOXOH/JPHUAIbHON
JIHK: 3460G>A B rerie ND1, 11778G> A B rene ND4,
14484T>C B rene ND6 [2]. B pesyaprare myTtanun Ha-
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pymraercst pabora Genka HAJIH-gerugporeHasbi, BO3-
Hukaer quchyHKIMSA [ KOMIUIEKCA JAbIXATeTbHOI el
HapacTaeT 9HeproJiepUInT, YBETMINBAETCI KOJMIECTBO
CBOGO/THBIX PAINKATIOB U Pa3BUBAETCS KAPTUHA OKCH-
JIaTUBHOTO CTpecca.

Bce atu mporiecchl TMPUBOAAT K JI€T€HEPAIlUN TaH-
TIMOHAPHBIX KJETOK CETYATKH M BTOPUYHOU arpoduiu
gputeapHoro mepBa [1, 2]. PacmpocTpanHeHHOCTD
HOHUJI B nonyrammn B cpefreM coctasaset 1 : 30000 —
1 : 500000 nacemenms [1, 3]. IlpenmyIiecTBEHHO BCTpe-
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yaerca y myskunmH (10 85 % saGomeBmmx) or 18 mo
35 met, cpemHWiT BO3pACT BO3HUKHOBEHHS 23 To1a
[4, 5]. Tlocaennee BpeMst pacCMaTPUBAETCS BO3MOKHOE
MPOTEKTUBHOE felicTBUe 17-B-5cTpagmosia, 4TO MOKET
SIBJISITHCSI TIPUYUHON MEHbBIIEH MeHeTPAHTHOCTH MYy TaHT-
HOTO TeHa y JIMII KEHCKOro mnosa (IeHeTpaHTHOCTD y
MyskumH coctasasier 50 %, y sxenmmu — 10 %) [1, 6, 7].

Boizesennr (hakTOPbI PUCKA, YBEIUIUBAIOIINE BEPO-
aTHOCTb MaHudecTain 3a6oJeBaHus: KypeHue, yIio-
TpebJieHIe ATKOroJIsl, YepernHo-MO3roBast TpaBMa, Ipo-
deccnonabHbIE BO3AENCTBUSI XMMUYECKUX TOKCHHOB,
a Tak)Ke TpUEM IIPEernaparoB, OOJIAMAIONNX MHUTOXOH-
JPUANBHON TOKCcMIHOCTBIO (muesommny, Xaopamdenu-
KOJI, 9PUTPOMUIIIH, UHTEP(EPOHDI, TIIOKOKOPTHKOCTE-
POUJIBI, AHTHPETPOBUPYCHDBIE, MPOTHBOTYGEPKYIE€3HDIE
npenapatb) [7].

HOHJI 3anmMaer Bexmymiee MecTO Cpeadl MPUINH
aTpodun 3pUTEIbHBIX HEPBOB B MOJIO/IOM Bospacte [8].
B kamHMueckoit kapTtuHe BBIAEALIOT TPH IOCJEI0BA-
TeJIbHBIE CTAUN: JOKJIMHUYECKAsT, OCTPAsi W XPOHUIE-
ckag [1, 6, 7]. Ha moxkauHNYECKONl CTaguM TAIlEeHThbI
MPAKTUYECKN HE OTMEYAIOT HAPYIIEHUI 3PEHNsI, a m3Me-
HEHUsI BBISBJSIOTCS JIUIIb TPU OPTAIBMOTIOTHIECKOM
00CJIeJOBAHNN: HA TJIA3HOM JIHE — TEPUIATJLISIPHDI
OTeK U TeJIeAHTHOAKTA3UHU, CHIKEHNE TOJIIUHBI CJIOS
HEPBHBIX BOJIOKOH C BHCOYHOW CTOPOHBI TI0 J[aHHBIM
OKT, mHapymrennsi nsetoBoro spenus (Kpacubli — 3e-
JIEHDBIIT), CHMKEHWE KOHTPACTHOW UyBCTBHTEIBHOCTH,
CyOHOPMAJIbHDBIE MAPAMETPBI 3JIEKTPOPETUHOTPAMMBI I
BBI3BAHHBIX 3PUTENBHBIX MOTEHINATOB. OcTpast craaus
MaHU(ECTUPYET C MOSBJICHUS IEHTPATBHON CKOTOMbBI Ha
OJIHOM TIJIa3y, KOTOpasl 3aTeM yBeJMYUBAETCS B pasMe-
pax, u B Teuenne 6-8 Hees b TOPAKAETCS BTOPOIT TJIa3.
K xommy 1-2 Mecama ot ge610Ta 3a607I€BaHISA OCTPOTA
3PEHNsST TTAJIaeT JI0 «CUeTa TMaIbIeB y Juias, 95 % ma-
mmertoB ¢ HOHJI tepsior 3penne k 50 rogam. CHmke-
HUE 3DEHUsI He COIPOBOKIAETCS] OOJEBBIMU OIIYIEHU-
MU B rJIa3HoM si6yoke. Uepes 6 MecsieB 3a0osieBaHne
[ePeXO/IUT B XPOHUYECKYIO CTANIO, XapaKTepU3YIOILy-
10Cs1 IByCTOPOHHEH aTpodueil 3pUTeJbHBIX HEPBOB.

Berpevaioresi ¥ 9KCTPAOKYJISIPHBIE  TTPOSIBJIEHUS
HOHJI, takme Kak: cepjieunas apuTMus, TPEMOp, Je-
MEHIUsI, JBHUTATEIbHbIE PACCTPONCTBA, mepudepuye-
cKas Heifipomnatus, HectenudmiecKne MAIOTIATHH, TUCTO-
HUW, MUOKJOHUH, YTO MOKET ObITb CBSI3aHO C MHUTOXOH-
JIPHATBbHON AUCHYHKIUEN B APYTUX IHEPTO3aBUCUMBIX
opranax u TKaugx [9].

JluarnocTnka JaHHOTO 3a60JeBAHNS OCHOBBIBAETCSI
Ha MOJHOM KOMILJIeKce HelfpooTaIbMOJOTHIECKUX 06-
CJIe/IOBaHuil, KOTOpbIE BKJIOYAIOT B celsi: HCCae0Ba-
HUE TJIA3HOTO [IHA, TOJIell 3peHnst Ha GeJIblil U 1[BETHDIE
CTUMYJIbI, PETUCTPAINIO BBI3BAHHDBIX 3PUTEIBHBIX MO-
tennmanos (3BID), snexrpopernnorpaduio (IPT), omn-
Tueckyto korepentayio tomorpadmuio (OKT), meiipo-
BU3YAJIU3AIUI0 CTPYKTYP OPOUTHI U TOJIOBHOTO MO3Ta,
JIHK-mmarnocTuky u reHeTnuecKoe KOHCYJIbTHPOBAHIE
[2, 10].

[lns meiiponatun JleGepa, Kak ¥ [T BCEX HACTE/-
CTBEHHBIX MATOJIOTUH, «30JI0THIM CTAHAAPTOM> IHATHO-
CTUKHN SBJIAETCA TeHeTHYecKoe wHccaefoBanme. Jlis
YCTAHOBJIEHUS IHArHO3a HEOOXOMMO MOJIEKYISIPHO-Te-
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HETHYECKOE TECTHPOBAHNE C BBIABICHNEM MYyTAIIH
m.3460G>A [7].

OcHoBHBIE TPYAHOCTH BO3HUKAIOT TpH AnQdepeH-
IIIATbHON JAMAarHOCTHKE C TAKMMM TATOJIOTHSAMM, Kak
paccestunbiii cxnepod (PC) u saloseBaHus crekTpa
neiipoonrrukomuenura (3CHOM). TIpu PC cuumskenue
3PEHNS XapaKTepPU3yeTcs TOJOCTPBIM TedeHueM, Of-
HOCTOPOHHEH JOoKagn3anueil, HapylIeHHeM IIBETOBOC-
IpuATHS, GOJE3HEHHOCTHIO TIPH JIBIDKEHWN TJIA3HDBIX
A6JI0K, HaIM4neM TIeHTPAJbHON MM MapareHTpaIbHOH
CKOTOMBI, OTCYTCTBHEM W3MEHEHHH Ha TJIA3HOM He.
XapakTepHO HaJMUNE MEXDAACPHON 0(pTaTbMOIIETHH
u cumnroma Yrrodda (upexojsiiee «3aryMaHUBaHe
3peHns» ¢ morepell SPKOCTH I[BETOB, KOTOPOE CBA3aHO
C HANPSIKEHUEM UJIU [OBBIIIEHHEM TEMIIePaTyPbl TeJa).
[Ipn PC Bo3MOXkeH perpecc 3pHTENbHBIX HAPYUICHUH,
B TO BpeMa kak mpu HOHJI cmontanHoe BoccTaHoBIIE-
nne 3penns He mponcxoant. IIpm HOHJI mepsuunoe
TMOBPEXX/ICHIE 3PUTEILHOTO HepBa JOKAIN30BAaHO B WH-
TPAOKYJISIPHOI 4acTH HepBa, a He PeTpoOyabOapHO.
IIpu 60ne3nn JleGepa nuccaenosanne 3BII BoisBIISIET He
yBeJnYeHne JAaTeHTHOTO Mepro/a, a CHIDKEHHNEe aMILIH-
TY/JbI 3PUTENbHBIX MOTeHIMAIoB B ormume ot PC, a
TaK’Ke OTCYTCTBHE HAKOIJICHWS KOHTPACTa B 3PUTEJD-
HBIX HepBax npu mposegennn MPT [11]. Bcmomora-
TEJbHBIMU METO/IaMU JMArHOCTUKHM BbicTynailor MPT
TOJIOBHOTO MO3Ta C KOHTPACTHBIM YCHUJIECHUEM W HICCTe-
nposanne CMJK Ha onmrokjoHaTbHBIE aHTHTENA.

[l 3a0osieBaHmil  ClIEKTpa HEHPOONTHKOMUEINTA
6oJee XapaKTepHO CHIDKEHIE 3PEHNS, COMPOBOXKIAIO-
1ieecst 6OJIEBBIM CHH/POMOM B TJIA3HBIX $I0JIOKAX, BbI-
TajieHne 3peHns 10 TUIY HeI[eHTPATbHBIX CKOTOM JH60
KBAJ[PAHTHLIX TeMHAHOINCHI, OTEKOM 3PHUTEILHOTO
HEepPBa, BBIABIAEMBIM PN 0(PTATBMOCKOIIH, OTCYTCTBH-
em 3BII (BcreacTBre MOBPEKAEHNST aKCOHOB). B pam-
HOM cJyiydae TpeGyercs TpoBefienne npuiieabaoir MPT
CTPYKTYD OpOUTHI M 3pUTENbHBIX HepBoB, MPT meii-
HOTO OT/leJIa TO3BOHOYHWKA, a TAKKe BBIABJICHNE aHTU-
Ten K akBamopuny-4 [10, 12].

JlononuTebHbIE TPYAHOCTH B ANATHOCTHKY BHOCAT
kom6unnposannsie (opmer HOHJI m paccesunoro
ckJepo3a, Hocsimume naspanue Harding-cungpom. Ilo
pesyabTaTaM psia COBPEMEHHBIX NCCJIETOBAHMI c/ea-
HBI TIPEATIONOKEHNS, YTO UMEHHO MUTOXOH/pPHATbHbBIE
nedeKTol mpu HeliponaTtnn Jlebepa 3amycKaioT ayTonM-
MYHHBIH BOCIQJNTEIbHBI MpOIlecc, NMPUBOAAMMNN K
G opMHIPOBAHNIO 0YATOBOTO MOPAKEHNS, aKCOHATBHOTO
TMOBPEXX/ICHUS W HelpojereHepaIii TP PACCesTHHOM
ckiepose [1, 12].

Heiipomatusa JlebGepa sBjsgeTcs OJHUM U3 TEPBBIX
MHUTOXOH/[PHAJIBHbBIX 3a00JI€BAaHUM, [/ JIeYeHUs] KOTO-
poro ObLIO TIPe/IOKeHO TpuMeHeHne uaebenona. Ilo
JIAHHBIM  T171a11e60-KOHTPOJIUPYEMbBIX  HCCJIe[OBAHMIT
YCTAHOBJIEHO, UTO JUINTEIbHOE MPUMEHeHNe nie6eHoHa
(ne menee 12 mecsinen) B mose 900 Mr/cyT 1mO3BOSIAET
JIOCTUTHYTD perpecca 3pUTEJbHBIX HapymreHuil [4, 13,
14]. B cBs3u ¢ ueM jlaHHbIe PEKOMEH/AIMN ObLIN BHe-
CeHbl B KOHCeHCyC o Jedennn manuentoB ¢ HOHJI B
2017 romy [1, 13].

[IpoBozaTcs nccae[oBaHNsS 0 BO3MOKHOCTH TPIIMe-
HeHNs TeHHOW Tepamuu ansg Jedenns HOHJL.
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Wayuaercss 9¢dpPeKTUBHOCTh BBEEHUS TE€HOTEPATEBTH-
YECKOrO BEKTOpPa HAa OCHOBE a[eHOACCOIUHUPOBAHHBIX
BupycoB AAV?2 (Y444,500,730F) PIND4v2 nenocpes-
CTBEHHO B CTEKJOBHUAHOE Tesao [6, 16].

KITMHNYECKOE HABJIIOAEHUE

IMamuentka E., 47 ner, nocrymmna B mapte 2021 roga
B HeBposormdeckoe otaenenne I'AY3 HIKB Ne 1 co
CTIEYIONMMH KAT00aMU: CHUIKEHHE OCTPOTHI 3PEHHs
BOJIM3K U BIAJIM, CHIDKEHNE PE3KOCTH U YETKOCTH U30-
OpaskeHnst, YyBCTBO «TyMaHa, Pa3pesKeHHOCTH», OHeMe-
HIE B KUCTSIX U CTOIAX, YyBCTBO «IIO/YIIEK» HA CTOMAX.

Anamnes sabonresanus: B xouue utonst 2020 roga
HalMeHTKa CTajla 3aMeyaTb HeYeTKOCTb 3PeHHs — H30-
Gpakenne cTajgo «Gy/ATO B YepHYIO TOUKY». B aBrycre
2020 roma ob6paTmiaach 3a MEIUIMHCKON TOMOINILIO K
odrampmouiory. ITposeneno ¥ 3U riasubix sa6710K: 6e3
narosiornu. Ilo pesysbraTaM roOHHOCKOIIMHU 3aI0/103Pe-
Ha IEeHTPATbHASI CEPO3HAsl XOPHOPETUHONATHS, HEO6-
xoauMo uddepeHnnpoBarb ¢ perpolyibOapHbIM He-
BpuroM. Hasnauen psiz pooGenenosanuii — OKT ma-
KyJSIpHON o6JacTi: aTpoduiecKie M3MEeHEHHs Talu-
gomakyssipaoro myyka OU. Ilo pesympratam MPT ru-
nousa ¢ KOHTPACTUPOBAHNEM BbISIBJIEHA MUKPOA/IEHO-
Ma runodusa. KoHcyabTupoBaHa 5HIOKPUHOJIOTOM,
IIPEe/IBAPHUTENBHO YCTAHOBIEH JIarno3 « MuKpoaienoMa
runodusa, 6Ge3 YTOUHEHHOH TOPMOHATIBHON AKTHBHO-
ctu». MPT rosoBHOro Mo3ra ¢ KOHTPACTHBIM YCUJICHU-
eM (Omuuckan 20 M) or 02.11.2020: B GesoM Belie-
cTBe JIOOHBIX U TEMEHHBIX JI0JIell 04aru COCy/ANCTOro re-
Heza d < 4 MM, 04aroB JAeMHUEJTNHHU3AIMN B TKAHU TO-
JIOBHOTO MoO3ra He BbIsgBieHo. HaGmonanach amOysia-
TOPHO € JinarHo3oM «Yacruunast arpodust 3puTebHBIX
HepBoB». Ha dome mposoanmoit HefipoMeTaboImaecKoit
Tepanuu Obla OTMeYeHa MUHMMAJbHAS TTOJIOXKUTENb-
Hasl JMHAMUKA B BHJIE YJIYYIIEHHS YETKOCTH 3PEHUsI.
Jlist 1poBejieHust JOTOJHUTENBHOTO 00C/Ie/OBAHNS 1
YTOUHEHHS [[arHo3a OblIa HAlPaBJIeHa HA TOCIUTAJIN-
3aruio B HeBpostorndeckoe otaenenre Ne 2 HI'KB Ne 1.

Anammne3 xusnu: XpoHUdeckrme 3a00J€BAHUS: TH-
neproHnyeckasi 6osesnp I craguu, puck 2 Ha npoTsixKe-
HUM 5 JIeT, MakcuMasibHbIil ypoBerb A/l 1o 150,90 MM
pr. cr.; agantupoBada k AJ[ 120,/80 mm pr. cr.; mo-
CTOSTHHO npuHuMaer Bajcapran 40 Mr, GUCONPOJION
2,5 mr. Habuofanach y 9HIOKPUHOJIOTA C THPEOTOKCH-
KO30M, IMPUHUMATa MEPKA30JIMJ, B HACTOSIIEE BpeMs
KOMIIEHCHPOBAHA, FOPMOHAIBHYIO TEPAINIO He M0oJIyYa-
et. I'unekonormuecknii anamue3: MII peryaspubrii, Ge-
peMerHOCTH — 2; pogapl — 2. OTATOIEH aHaMHe3 I0
Cep/IeuHO-COCY/IUCTOI MATONOTMN — MaTh CKOHYAIACH
ot uHcyJbTa. [1006HBIX 3pUTENbHBIX HAPYIIEHWIT Cpe-
JI1 POJICTBEHHUKOB He BbIsIBIeHO. PaGotaer MactepoM
OTK na yroabnoit ¢pabpuke.

Heeponozuueckuii cmamyc npu nocmynienuu:
Cosnanne gcnoe. OpHEeHTHPOBAHA TPABUILHO TI0 BCEM
napamerpaM. I'masusle mesan D = S, 3paukn OD = OS,
paBWIbHON (OpMbI, cpe/iHeil Besamdanibl. DoTOpeaKius
npsMasi ¥ COZIPY’KecTBeHHasi coxpaHena. /[IBisKeHus
[JIA3HBIX SI0JI0K — OTpaHnyYeHne KOHBEPreHIIMN YacTny-
Ho. Jluo cummerpuuno. Ciayx ve Hapyuien. Iyoranne

coxpaneno. Peub uerkasi, donaius ajexBarHas. SI3bik
cpepnino. Pedercebl opasibHOTO aBTOMATH3MA OTPHIIA-
TeJabHble. /[[BuratenbHas cdepa 06e3 TATOJOTHH.
UyBCTBUTEIBHOCTD CHUYKEHA 110 TIOJHHEBPUTHYECKOMY
Ty ¢ pyk u HoOr (ypoBeHb BBICOKMX TEPYATOK U
rosb — GosieBast, MEPYATOK U HOCKOB — TaKTUJIbHAS),
MPOIPHOIENTUBHAS 4YYBCTBUTEIBHOCTb COXpaHEHa.
MenuHreaabHble 3HAKU OTPUIATENbHBIE.

ITo pesymbraraM JaGOPAaTOPHBIX UCCJAEOBAHIN BbI-
SIBJIEHA THIIOXPOMHAST AHEMHSI JIETKOI CTEIeHN TSKECTH
Hs — 108 t/x1, sputpormtsr — 2,9 x 1012/, THIep-
6ummpy6unemust 50,1 MKMOJDL,/ 71, OCTaTbHBIE MTOKa3a-
TeJM KPOBM M KOAryJorpaMMa B IIpeesaX HOPMBbI.
Hosbimenne AT k TIIO — 169 ME/mMn (N no 34),
OCTaJIbHbIE MOKA3aTesN IUTOBUIHON JKeJe3bl B Ipe/e-
max HopMbl. Artutena IgG k SARS-CoV 2 — momnoxn-
tespubl — 11,6 (N — orpunaresho).

Uccaeqosanne CMIK 10.03.21: GeciiBernasi, mpo-
gpaunasg, pH 8,5, peaknua Ilangn, Hone-Amempra —
orpunarestbub, 6eok 0,509 r/a (N 0,150-0,450), mu-
103 — 1 ®K1/ME1 (N 0-6), xm0puasr — 110 Mmoms,/ 1,
TJIOK03a — 3 MMOJTb,/J1. [Ipn MOJIERy ISIpHO-GHOJTOT IYe-
ckom wuccrenoanmn CMJK: AT x IIMB, Bupycy
Ommreiina-bappa, BIIT 1, 2, Mmuko6akrepun Ty6epKy-
Jlesa — OTPUIATEJNbHBI, K BO30YANTETSIM HKCOIOBBIX
KJIENeBbIX GOPPENO30B — HE BBISIBJIEHO.

OHMT BepxHUX U HIDKHNX KOHEYHOCTEH: MpH3HA-
KH JIeMUeTNHU3UPYIONIeil CeHCOPHO-MOTOPHOI OJIH-
HeliponlaTuyl BepXHUX KoHeuHocTeidl. IIpusHakos 1mosu-
HEHpPOaTHi HUKHIX KOHEYHOCTEN He BBISBJIEHO.

Ogpmanvmonozuuecxoe ob6caedosanue: Ocrpora
gpermsi: OD — 0,07, OS — 0,07. OdrambMmockonusg:
[I3H 6menno-po3oBble, TPAHUIIBI YETKUE, COCYIUCTBIN
my4dok B Ientpe. Cocyancroe cooTHomenue 2 : 3, He
n3MeneHo. O4aroBbIX M3MEHEHH He BbISBJIEHO.

TTo pesy/bTaTaM KOMIBIOTEPHON mepuMerpun (puc.)
pacnpocTpaHeHHble IeHTPaIbHbIE CKOTOMbI 060UX IJIa3,
6osbmie OS. YabTpazByKoOBoe WCCIelOBAHUE TJa3
(ta6n.): B-ckanuposanue: o6a riasza — rJasHble s6710-
KI OKPYIJION (DOPMBI, JIeTKast JIeCTPYKIUST CTEKJIOBHU/I-
Horo Ttesa. OTcJOliKa CeTYATKH HE OIpPe/esisieTcs.
PerpoGy.ibbapHoe MpoCTPaHCTBO (€3 MaTOJOrNYeCKHX
00pa30BaHmil, X0/l 3PUTEIbHBIX HEPBOB He M3MEHEH.

C yueToM mporpeccupyiorniero 6e360JeB0ro JABYCTO-
POHHETO CHIKEHHS 3PEHMUsT, OTCYTCTBUSI KIAMHUYECKUX
U HEHPOBU3YATU3AIMOHHBIX U3MEHEHUI, XapaKTEePHDBIX
JUTST IEMUETMHU3UPYIONNX 3a60JIeBAHUIA, [TPEIOI0KEH
JUaTHO3 HACJeJCTBEHHON OITHYECKOH HellpornaTun
JleGepa, mnanmeHTKa HalpaBieHa HAa MOJIEKYJSPHO-Te-
HeTHYecKoe o6ceioBanne. Bbut poBejieH MOUCK Tpex
mytanuii: G11778A B rerie ND4, G3460A B rene ND1,
G15257A B rene muroxpoma b. Ilo pesysbraTaMm BbIsB-
gena mytaiust m/11778G>A B TOMOTIa3MaTHIECKOM
COCTOSTHUH.

Yeranosien duaznos: «Haciencrsentas meiiporna-
THS 3pUTEJIBHBIX HEPBOB 000X T1a3 — 6osesnb Jlebepa
(myratms m/11778G>A), cnopaanueckas QopMa,
arpoduueckas CTajusi».

B crammonape npoBojuiach HelipoMeTadomaecKast
1 AHTHOKCHJIAHTHAST TePAINs C MOJOKUTENbHOI [[iTHa-
MHKOIl B BU/le HAPACTAHWS YETKOCTH 3PEHMUS.

| |
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CNYYAI N3 MPAKTUKMN

Tabnuua

Pe3synbTaTbl A-ckaHMpoBaHus rnas nauneHTku E., 47net
Table

Results of A-scan of the eyes of patient E., 47 years old

A-ckaHupoBaHue MN/kamepa (Mm) Xpyctanuk (Mm) N30 (mm)
MpaBbIv a3 3,33 4,72 24,67
JleBbIn rnas 3,26 4,80 24,60

PucyHok

KomnbloTepHasi nepumMeTpus naumneHTku E, 47 net. YepHbiM 0603HauYeHbl y4acTKu BbiNageHUs Mons 3peHust.
PacnpocTpaHeHHOCTb CKOTOMbI GosibLUe C/1eBa, a TaKXKe BbIIB/IEH LLeHTPalnbHbIV XapaKTep CKOTOMbI

Figure

Computerized perimetry of patient E, 47 years old. Black indicates areas of loss of the field of view. The prevalence of
scotoma is more on the left, and the central nature of scotoma is also revealed

ManuTEn M et -

80°* 80°

[TarmenTKa BbIMCAHA U3 CTAI[HOHAPA B Y/OBJIETBO-
PUTENBHOM COCTOSTHUM C CYIIECTBEHHON TTOJIOKUTETb-
HOW JAMHAMUKOW, PEKOMEHIAIUSMU Ha aMOyJIaTOPHOM
aTare HaOI0IeHNs O(PTATBMOTIOTOM, SHAOKPUHOTIOTOM,
HEBPOJIOTOM IO MECTY KUTETHCTBA.

3AKNIOYEHUE

[lmarnocTrka Hac/aeJCTBEHHON ONTHYECKONH HEBPO-
natnn JleGepa ocraercs CIOXKHON 3agadeif. YCTaHOB-
JIeHTIe TaHHOTO JINaruo3a TpedyeT TeCHOTO B3anmMo/eii-
CTBHUSI MEKIy HeBposoraMu 1 odTasbmosoramu. He-
CMOTPS Ha [OBOJBHO PEAKYI0 PaCHPOCTPAHEHHOCTD
Hy>kHo momMHUTh, yro HOHJI gaBaserca ogHolt us Be-
JYHUIUX TPUYUH JBYCTOPOHHETO T'PyGOro CHUMKEHUs
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