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PEDEPAT

Llenb. BbiABUTb KnuHUYeckne n MophohyHKLMOHaNbHbIE 0COBEHHO-
CTU HacneACcTBEHHOM onTUYeckon Herponatum Jlebepa (HOHJ) y nauu-
€HTOB C BOCCTAHOBJIEHHOW 0CTpOTO 3peHua (03).

Marepuan u metoabl. 06cneposaHo 70 nauunentos ¢ HOHJ ¢ myTtaum-
amMmum.11778G>A, m.14484T>C, m.3460G>A, m.4171C>A, m.3635G>A,
m.13513G>A, m.14597A>G, m.13379A>G, m.3472T>C. MNauyunenTam npo-
BOAMIN NPOBEPKY MakcuManbHoi 03, onpeseneHue LBETOBOrO 3peHus,
CTaTUYeCKyI0 KOMMbIOTEPHYIO NEePUMETPUIO, ONTUYECKYIO KOTePEHTHYIO TO-
morpaguio (OKT) ceTuaTKu v 3pUTeNbHOrO HepBa.

Pesynbratbl. ¥ 20 (29%) 13 70 HabntoaaeMbIx nauneHToB 6bino oT-
MeyeHO YacTuyHoe BoccTaHoBNeHKe 03, conpoBoXAaloLeecs CHIKEHN-

€M MOTHOCTU U Pa3MepoB LieHTPabHOM CKOTOMBI, yNy4LleHVeM LiBETOBO-
ro 3peHus B nepuog c 12 no 78 mecsy ot Hayana 3abonesanus. Yactuy-
Hoe BoccTaHoBseHve O3 nponcxoamnno Ha GoHe BblpaXXeHHbIX CTPYKTYp-
HbIX U3MeHeHuI no aaHHbiM OKT, 04HaKO CHUXeHVe cpeHelt TONLWMHBbI
nepunanuaaApPHOro CNOA HePBHbLIX BONOKOH CETYATKN BblN0 MeHee Bbl-
paXeHo y NaLMeHTOB C YaCTUYHO BoccTaHoBneHHon 03.

3akntouenume. B 29% cnyyaesy naumentos c HOHJ1 oTMeyeHo YacTuy-
HOe BOCCTaHOB/EHWE 3PEHUA N0 AaHHbIM OCTPOTbI 3pEHUA, MoKa3aTenen
KOMMbIOTEPHOI NEPUMETPUN 1 LLBETOBOTO 3peHUA. HacTMYHOe BOCCTaHOB-
nenune 03 nponcxoanT Ha GoHE BbIpaXeHHbIX CTPYKTYPHbIX U3MEHEHWIA.

KnioueBble cnoBa: HacsedcmseHHas onmuyeckas Heliponamus Jle-
6epa, MUMOXOHOPUANbHAA NAMOJI02UA, YACMUYHAA aMPOPUA 3pumesns-
Ho2o Hepsa, Mymayuu mm/JHK. &

Touka 3peHus. Boctok - 3anag. 2020;2:47-49.

ABSTRACT

Clinical features of vision improvement in patients with Leber hereditary optic neuropathy
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Purpose. To identify the clinical and morphofunctional features of
LHON in patients with improved visual acuity.

Material and methods. 70 patients harboring different LHON
associated mutations were examined m.11778G>A, m.14484T>C,
m.3460G>A, m.4171C>A, m.3635G>A, m.13513G>A, m.14597A>G,
m.13379A>G, m.3472T>C. Patients were tested for BCVA, color
perception, static perimetry, OCT.

Results. 20 (29%) out of 70 observed patients had a partial VA
recovery, accompanied by the central scotoma size and density decrease
and color perception improvement during the period of 12 to 78 months

starting from the disease onset. VA partial recovery occurs in the
confext of severe structural changes according fo OCT, but the decrease
of average peripapillary RNFL thickness of the was less significant in
patients with partial VA recovery.

Conclusion. 29 out of 70 LOHN patients have experienced partial
eyesight recovery according fo VA testing as well as computer perimetry
indices and color perception tests. VA partial recovery occurs in the
confext of severe structural changes.

Key words: Leber’s hereditary optical neuropathy, mitochondrial
pathology, partial optic nerve atrophy, mtDNA mutations. ®

Point of View. East - West. 2020;2:47-49.

LIENb

ACJICACTBCHHAA OIITUYECCKAA
H neriponarus Jledbepa (HOHJT) —
peaxas HacJIeACTBEHHAs MUTO-
XOHAPHUAIbHAA MATOJIOTHA, CBA3AHHAA

¢ myranuamu MTJHK, KoTOopas xapak-
TEPUBYETCA BHIPAKEHHBIM OUHOKYIIAP-
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HBIM CHIDKEHHMEM 3DEHUA M HEOGIAro-
NPUATHBIM IPOIHO30M 3PHUTENBHBIX
¢pyuxknun. OJHAKO B PEIKHUX CIyda-
AX 4€PE3 HECKOJIBKO MECALEB WX JIET
MOKET IIPOUCXO/IUTD CIIOHTAHHOE BOC-
CcTaHoBjIeHue 3penus [1, 2].

BpIABUTD KJIMHHUYECKHE M MOP-
(POPYHKIIMOHATBHBIE  OCOOEHHOCTH
HOHJI y mariueHToB ¢ BOCCTAHOBJICH-
HOI OCTPOTOM 3PECHUA.
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Ta6nuya 1

[luHaMuKa BocCTaHOBNEHUA OCTpOTbl 3peHuA B 3aBUCUMOCTHN OT MyTaLluu MTAHK

Yuncno rnas ¢ KoHeyHon O3 B yKazaHHOM AuanasoHe, % nauneHToB
MyTauua MTHK (HayanbHan-KoHeyHan 03) (OTcHyOncy:iE::Ei:Esl:r?()B

0,1-0,3 0,4-0,7 0,8-1,0 C AaHHOI MyTaLmeil)
m.11778G>A 4 (0,006-0,2) 1(0,1-0,66) 3(0,02-0.8) 10,5
m.3460G>A 2 (0,04-0,3) 3(0,05-0,66) 2(0,03-0.,8) 30,7
m.14484T>C 0 2 (0,06-0,66) 8(0,02-1,0) 57.1
m.3635G>A 1(0,003-0,2) 1(0,005-0,5) 1(0,01-0,8) 40
m.13513G>A 0 0 2 (0,008-1,0) 50
m.4171C>A 1(0,02-0,13) 1(0,1-0,66) 0 50
m.14597A>G 0 1(0,03-0,66) 1(0,02-0,8) 100
m.13379A>G 0 0 2 (0,035-0,8) 100
m.3472T>C 2 (0,035-0,2) 0 0 100

MATEPWAN U METOJbI

O6cnenoBano 70 TALUMEHTOB C
HOHJI ¢ anmuTeIbHOCThIO HAOMIOACHUS
HE MeHee 24 MecAnes: 38 MalueHTOB
¢ myranuen m.11778G>A; 7 manuen-
TOB — M.14484T>C, 13 nmanueHToB —
m.3460G>A, 2 manpenTa — m4171C>A,
S manueHToB — m.3635G>A, 2 ma-
muenrTa - m.13513G>A, 1 ma-
oueHT - m.14597A>G, 1 mnanu-
edHT — m.13379A>G u 1 manueHT —
m.3472T>C [3]. Bcem mnamueHTam
ONPEJESIN MaKCUMAJIBHYIO OCTPO-
Ty 3penud (O3), IBETOBOE 3pEHUE 10
Tabmunam M.B. Pabkuna, npoBoau-
JI1 KOMITBIOTEPHYIO NMEPUMETPUIO (C
IIPUMEHEHUEM CTATHYECKOH HEBPO-
JIOTUYECKOM nporpaMmmel N1 u mpo-
I'paMMbl HU3KOro 3peHus LVC Ha me-
pumetpe «Octopus 900», Interzeag AG,
Switzerland), OKT ceryaTku U 3pu-
TenpHOTO HEepBa (RTVue-100, CIIA).

PE3YNIbTATbI U OBCYXKAEHWUE

Kimmnnueckas kapruna HOHJTy Bcex
MAIIUEHTOB XAPAKTEPU30BAJIACH CHIDKE-
HHUEM 3PEHUs HA 060muX m1a3ax jio 0,1
u Huxke. Y 20 (29%) uz 70 nabaonae-
MBIX MAIMEHTOB OBLIO OTMEYCHO Ya-
CTUYHOE BOCCTAHOBJIEHUE OCTPOTHI
3pEeHU: y 4 MALUEHTOB — C MyTaLlUel
m.11778G>A B TOMOIITIA3MHUYECKOM CO-
CTOSHUY, Y 4 MMAITUEHTOB — C MyTALIUEN
m.3460G>A: y 2 B TOMOTITA3MHUYECKOM
COCTOSIHUM M 'y 2 — B I'€TEPOIIa3MUYe-
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CKOM COCTOSIHUH, Y 4 IMAIIUEHTOB C MY-
Taryen m.14484T>C:y 2 — Bromoruias-
MHUYECKOM U Yy 2 (MATh U ChIH) — B I'e-
TEPOIUIA3MUYECKOM COCTOSIHUH. Kpo-
M€ TOTO, €€ y 2 MAIMEHTOB C MyTaI[U-
eit m.3635G>A u 1o 1 manueHTy ¢ My-
TanuaMu  M.13513G>A, m.4171C>A,
m.14597A>G, m.13379A>G, m.3472T>C.
CreneHp BOCCTAHOBJICHUS OCTPOTHI
3PEHUS BAPBUPOBAIA OT HE3HAUYUTEIb-
noro yny4menus (0,1-0,3) 10 moaHoro
BOCCTAHOBJICHUSI OCTPOTBI 3PEHUSA IO
1,0 (maon. 1).

Hauyano BOCCTAHOBJIEHUS 3PEHUS
y HaIMEHTOB OBUIO 3aA(PUKCUPOBAHO
B IWana3oHe oT 12 1o 78 Mecsaues oT
Haya1a 3a60JI€BAHNS, IPUYEM MAKCH-
ManbHag O3 HA TEKYIIUN NEPUO]] HA-
OMIOZIEHUS COXPAHSIETCS B TeueHue 14-
244 mecs1eB.

T1o JaHHBIM JIMTEPATYPBI, CIIOHTAH-
HOE BOCCTaHOBIEeHUE O3 3aMEYEHO
NPUOIUBUTEIBHO Y 5% IMALUEHTOB C MY-
Tanueit m.11778G>A, npumepHo'y 22%
NAIUEHTOB — C MyTarueit m.3460G>A,
y 37-65% MALUUEHTOB — C MyTaI[Uei
m.14484T>C [4]. Cpeay HaOIIOAAEMBIX
HaMHM 58 MAaIMEHTOB C YACTBIMU MYy-
Tamuamu m.11778G>A, m.3460G>A u
m.14484T>C, yny4ieHue 3peHust OblIO
OTMEYEHO COOTBETCTBEHHO B 10,5%,
30,7% v 57,1% ciy4daes.

ITosrimenue mnoxasarencun O3 y
BCEX MMAIIMEHTOB, BHE 3aBUCUMOCTH OT
BBIIBJICHHOM MyTallMH, CONPOBOX/A-
JIOCh CHUJKEHHEM IIJIOTHOCTU U Pa3Me-
POB LIEHTPAJIBHOM CKOTOMBL, IIOJIOXKH-
TEJIbHOM JIMHAMUKOU I10 UH/IEKCAM I1e-

PUMETPHUM: CPETHETO TTOKA3ATEIS CBE-
TOBOW 4yBCTBUTEIBHOCTH (MS — Mean
sensitivity) u cpejHero jaedekra cae-
TOBOU 4yBCTBUTENBLHOCTH (MD — Mean
defect) (p<0,02). (mabn. 2). CpaBHe-
HUE JIAHHBIX, [TOJYYEHHBIX 110 HEBPO-
JIOTUYECKOM nporpamme N1, He mpo-
BOJIMJIU, YYUTHIBASI HEOOJIBIIOE YHCIIO
HAOMIOAEHUI: 1 MaMEHT C MyTaluen
m.14484T>C 1 1 mauMeHT ¢ MyTanu-
eit m.3460G>A.

Hecmorps Ha nosbimenue O3 y ma-
nuenTos ¢ HOHJL, He yaanock o6Hapy-
SKUTBb KOPPEJSAIHIO MEXKY ITOKA3ATE-
MU KOMIIbIOTEpHOU nepumeTrpun u O3.
BeposTHee Bcero, mosne 3peHus MO-
JKET U3MEHATHCA B JIYUIYIO CTOPOHY 34
CYET NOSABJICHUS PA3PSLKEHUS IVIOTHO-
CTH LJEHTPAJIBHOU CKOTOMBI, KOTOPbIE
IIO3BOJISIIOT MAITUEHTY Pa3Inu4yaTh 4a-
CTH OO'bEKTA B OOPA30BABIIEMCSI OKHE.
[Ipu 3TOM TaKOE PA3PSIKEHUE MOXKET
HE OTPA3UTHCS HA ITIOKA3ATEIIAX CBETO-
BOM YYBCTBUTEIBHOCTH [5, 6].

CoxXpaHEHHUE JICNIPECCUN CBETOBOU
YYBCTBUTEIBPHOCTU B IIEHTPAIbHON
06J1ACTH MOJISL 3PEHUS IAKE Y NTAITUEH-
TOB C BBICOKOH O3 B/1ajib, IO-BUUMO-
My, ONPEAEIAN0 HU3KHE NOKA3ATEIN
ee BOu3u. Tak, O3 B6JIM3HM OblJIA CHU-
JKEHA, 110 CPABHEHUIO C TAKOBO B/1AJIb,
NpUOGIN3UTEIBLHO B /IBA Pa3a.

IIpu HAJIMYUU Y TALIUEHTOB XaPaK-
Tepro 11 HOHJI eHTpagbHOM CKO-
TOMBI U OCTPOTHI 3peHusa Humxe 0,1,
KOPPEKITUA [JJA)KE€ BBICOKOH CTEIIEHHU
Q.MCTpOHI/II/I OOBIYHO HE MNPpUBOJAUT K
CylecTBeHHBIM udMeHenudam O3. I1o-
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Tabnuya 2

[luHaMmuKa nokasatenei KoMnbloTepHoit nepumerpumn MD, MS,
BbINoNHeHHoW no nporpamme LVC y naumnenToB ¢ BocctaHoBneHHoi 03

MS, ab (MSD)

MD, 5 (M+SD)

lMpwv nepenyHOM 06palleHnm

B anHamuke

lMpv nepenyHOM 06palernm

B anHamuke

18,9+8,9

25,8+5,7 14,2+8,8

7,8+5,8

3ToMy nanueHTsl ¢ HOHJI npaxkruye-
CKH HE TIOIB3YIOTCSI OYKOBOH KOPPEK-
nuer. OMHAKO IPU IOBTOPHOM OCMO-
TpE, MOCJE JIATEIBHOTO MEPEPBIBA Y
1 marmpenTa ¢ MUOIIUEH C/1a00¥ CTeIIe-
Hu (Sph. Concav -2,0), 6b110 BBIABIEHO
cymecTBeHHoe ynyumenue O3 ¢ Kop-
pekuweit (¢ ucxoauoit O3 B 0,1 10 0,6
OMHOKYIAPHO). CaM MallMEHT HE MOT
3AMETUTb 3TU U3MCHEHUS, ITIOCKOJIBKY
HE I10JIb30BAJICSI OYKOBOW KOPPEKITU-
€M yKe B TeYeHHE 2 JIET.

[ia manuentos ¢ HOHJI xapaxrep-
Ha BBIPAKEHHAS AUCXpoMaToncust. [1pu
[IEPBOM BU3UTE KOTUYECTBO YUTAEMBIX
MMOJIUXPOMATHYECKUX TAOJIUILL U WC-
cnenosanud useroomymenns E.B. Pab-
KMHA COCTABWIO B CpejHeM 5,548 ¢
pas6pocom ot 0,5 1o 21 (Mmeauana 4,0,
HWKHUHI/BEPXHUN KBAPTWIbL 2/8)5).
[Ipn IpOBEpPKE LBETOBOIO 3PEHUA Yy
3TUX MAIMEHTOB HA MOMEHT ITOBBIIIIE-
HHUA O3 OTMEUAETCA YBETUYEHUE KOJIN-
4eCTBA YUTAEMBIX TAOJIHUIL, YTO COCTABU-
JI0 B cpegHeM 12,9+6,6 ¢ pazbpocom oT
2 1o 25 (meguana 13,0, HIDKHUI/BEPX-
HMI KBapTWIb 7,5/17,5), p<0,000003.

YactuyHoe BoccraHosnaenue O3
NPOUCXO/IUT HA (POHE BBIPAKEHHBIX
CTPYKTYPHBIX U3MEHEHUM [7]. ¥V BCex
narnreHTos ¢ HOHJI, BHE 3aBUCHMOCTU
ot nnokazareneit O3, mo nanaeim OKT B
MAaKYJIIPHOM 30HE OTMEUEHO UCTOHYE-
HHE KOMIUIEKCA TAHTJIMO3HBIX KJIETOK
CETYATKH, KOTOPBIIT OOBEAUHACT CJIOM
HEPBHBIX BOJIOKOH ceTyaTku (CHBO),
I'KC u BHYTPEHHHUH IIJIEKCU(POPM-
HBIA ciion (p>0,05). OHAKO CHIXKE-
HHUE CPEIHEN TOJIUHBI TEPUITATINII-
snapuoro CHBC, a Takke OTAeNnbHO €ro

TOYKA 3PEHNA. BOCTOK - 3AMA/L - Ne 2 - 2020

IO BCEM KBA/IDAHTAM MCHEC BBIPAXKE-
HO Y MALMEHTOB C YACTUYHO BOCCTA-
HoBsieHHOU O3 (p<0,05).

Bce HammM MNAUMEHTHl IOTy4Yaau
3HEPrOTPOIHYIO TEPANHIO, YIIydIla-
IOIIYI0 BHYTPUKJICTOYHBIE IIPOIECCHI
3HEProoOMEHA, U IOKA3AHHYIO IIPHU
MUTOXOHAPUAIbHON maronoruu. Of-
HA4KO MEXAHU3MBl BOCCTAHOBJICHUS
3PEHUA Y YACTH ALUEHTOB HEIIOHAT-
HBI, HE U3y4YE€HBI OHU U JIPYI'UMU ABTO-
pamu. HemsBeCcTHO, ABJSIETCS JIX BOC-
CTAHOBJICHUE 3PCHUS CAMOIIPOU3BOJIb-
HBIM, OOYCJIOBJIEHHBIM OCOOGEHHOCTSI-
MU I'€HETUYECKOTO 1e(PEKTA, UIIU KOP-
DPEKTUPYIOIIEE BIMAHUE OKA3bIBACT
IHEProTPONHAA Tepanus [8].

3AK/IOYEHUE

HacnencrBeHHAsA ONTUYECKASA HENU-
ponatus Jlebepa — TsKeNas UHBATU-
JIN3UPYIOINIAST TATOJNOTHS 3PUTETBHO-
ro aHaAU3aTOPa, MOpPaXKAIONas Ipe-
HMVIIECTBEHHO JIIOJIEH MOJIOJIOTO U
CPEHETO BO3PACTA. DTO ONPEAECIIET
BO MHOTHUX CJIy4asX HEMPOCTOE IICH-
XOJIOTUYECKOE COCTOSHHE MaAIUCH-
TOB BIUIOTH /IO OTKa3a OT HAOII0/E-
HHSI Yy Bpaya IIOCJIE HECKOJbKUX JIET
O€3yCHENTHOTO JIEYEHUS. B 60IbIINH-
CTBE CJIy44€B U BPA4 OI[CHUBACT JIaH-
HYIO IIATOJIOTUIO KaK OECIIEPCIIEKTHB-
HYIO. B TO ke Bpemsd, ynydmenue 3pe-
HUA Y 29% HAGMIOAAEMBIX HAMY HaITH-
€HTOB JIOJUKHO YCHJIUTh B3AMHBIN MH-
TEPEC MAIMEHTA U Bpaya K JI0O0M U3
BEPOSITHBIX BO3MOKHOCTEN ITOBBIIIE-
HUS 3peHUs, Oy/Ib TO SHEPTOTPOITHAS

TEPATHS WIN TIATETHHAS KOPPEKITHS
aAMETPOINH.
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