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Hacnencreennas neiiponarus Jlebepa — 910 3a00i1eBaHie ¢ IPEHMYIIECTBEHHBIM ITOPKEHHEM MHTOXOHIPHU-
aIIBHOTO aIlllapaTa, KOTOPOe SBIICTCS CHEeNU(PUISCKIM K KIIeTKaM CETYATKH, CHIDKASI UX CIIOCOOHOCTH BHIPaOaTHIBATh
JIOCTAaTOYHOE KOJIMYECTBO SHEPTHH, HEOOXOIMMOE [Tl HOPMAIBHOTO (DyHKIIMOHUPOBAHHS HEPBHOM TKaHu. Yarue Ha-
CJIeZIOBaHHE NIPOMCXOAUT I10 MaTepHHCKOI JHNK. MyTarmu mutoxonapuansHoii IHK, Be3pBaronue naHHoe 3a60-
JIeBaHUE, MOTYT HPOSBHTHCS KaK C POJKICHHS, TaK U MIPH ACHCTBUH ONPEeeIeHHBIX TPHITEPoB. B ocHOBe marorenesa
JIaHHO} NAaTOJIOrMH JIGKUT HApyIIEHHE CHHTE3a OEIKOB IENU NEePeHOCa MUTOXOHIPUI MM UX IIOJHOE OTCYTCTBUE,
B pe3yibTare HacTynaeT Je(HIMT SHEPriu B KJIETKaX 3pHTENbHOro Hepsa. IIpoucxomuT arpodust u ckiiepo3 Hepsa
M3-3a aKTHBAMH (uOpOOIACTOB, MPOAYIUPYIOMNX COCAMHUTEIPHOTKAHHBIC dIeMEHTHL. HacTymaeT 3amelnenue
(yHKIMOHUpYIOIIEH TKaHH COCIMHHUTEILHON U HAPYIIACTCsl OCHOBHAS (DYHKIIMS 3PUTCIBHOTO HEPBA, MPOBEJCHUE
HMITyJIbCa OT CeTYaTKH K OTJeNIaM IOJIOBHOTO MO3ra. B mpescTaBieHHOM cTaTbe ONMHCHIBACTCS KIMHUYECKHIT cirydai
HACJIC/ICTBEHHOI onTHueckoil Heliponatuu Jlebepa. Bbll mpoBeaeH aHaan3 MEIUIIMHCKON TOKYMEHTAIIUK Nal[HeHTKH
(maHHBIC OCMOTpA U OIPOCa OOIBHOTO, TA00PATOPHBIX, HHCTPYMEHTAIIBHBIX U TCHETHICCKUX UCCICAOBAHMIT), TOCTY-
MUBILIEH B OTICJICHHE MEINKO-TeHETHIECKOH KOHCYIIBTalnK BopoHeskckoit 00macTHOI KIMHIIecKoi 6ompHUIB! Nel.
3a BpeMs1 HaOMIOIEHNUS TIPOU3BEICHA O(PTATEMOCKOIIHS, @ TAKKE HCKIIOUCHBI APYTHe BO3MOXKHBIE IPHINHBI 3PHTEITh-
HBIX HApYLICHUH. BBIABHHYTO MpEANOnIoKeHHe O HATMYNH y MAaueHTKH 6onesHn JleGepa, B cBsi3u ¢ Yem oHa Oblia
HalpaBJieHa Ha TEHETUYECKOE MCCIIEI0BAHKE, 110 Pe3yabTaTaM KOTOPOro BhlsBiIeHa MyTauus B rene MT-ND4. Pas-
60p KIMHUYECKOTO CIIydas JaHHOH MAaTONOTUH MOKA3bIBAeT, HEOOXOAUMOCTh B HH(OPMHPOBAHHOCTHU CIICIIHAIIICTOB
B JIaHHO#! 00J1aCTH 1 MO3BOJIACT CBOCBPEMEHHO HPOBECTH HEOOXOIMMOE 00CIICI0BAHNE, @ TAKIKE HAIIPABUTH MAIL[UCHTA
Ha TeHETHYECKOE KOHCYIBTHPOBAHHUE, IS TOTO YTO OBl CBOEBPEMEHHO YCTAHOBHTD JUArHO3 U HAYaTh JICUCHHE.

KiioueBble ci10Ba: HaC/IeICTBEHHAsI IATOJIOTH, ATPO(US 3pUTEILHBIX HEPBOB, MUTOXOH/IPHAJIBHOE 3200/1eBaHHe,
0osie3Hb JleGepa, onTHYeckasi HeBPONATHSA
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Leber’s hereditary neuropathy is a disease with a predominant lesion of the mitochondrial apparatus, which
is specific to retinal cells, reducing their ability to produce enough energy necessary for the normal functioning of
nervous tissue. Inheritance occurs more often on the maternal side. Mitochondrial DNA mutations that cause this
disease can occur both from birth and under the action of certain triggers. The pathogenesis of this pathology is
based on a violation of the synthesis of proteins of the mitochondrial transfer chain or their complete absence, as
a result, there is a shortage of energy in the cells of the optic nerve. Nerve atrophy and sclerosis occur due to the
activation of fibroblasts producing connective tissue elements. There is a replacement of the functioning connective
tissue and the main function of the optic nerve is disrupted, the conduction of an impulse from the retina to the
parts of the brain. This article describes a clinical case of Leber’s hereditary optical neuropathy. The analysis of the
patient’s medical documentation (data from the examination and interview of the patient, laboratory, instrumental
and genetic studies), who was admitted to the department of Medical and Genetic consultation of the Voronezh
Regional Clinical Hospital No. 1, was carried out. During the observation, an ophthalmoscopy was performed, and
other possible causes of visual disturbances were excluded. It was suggested that the patient had Leber’s disease, and
therefore she was sent for a genetic study, the results of which revealed a mutation in the MT-ND4 gene. The analysis
of the clinical case of this pathology shows the need for awareness of specialists in this field and allows timely
conducting the necessary examination, as well as referring the patient to genetic counseling in order to establish a
diagnosis and start treatment in a timely manner.
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BBenenue BaCT pCAKO BCTPCHAKOUIYIOCH ITATOJIOTUIO Opra-

TeHeTHYECKHE MATONOTHH OPTaHoB, OTHO- OB SPCHUA, HOCIILYIO ICHCTIHHUCCKYIO OCHOBY.

CSIIMXCSl K aHalu3aropaM, SIBJISIOTCS CaMbl-
MH PEIKO BCTPEUAIOIIUMHUCS 3a00JIeBaHHUSIMU.
B wacTHOCTH, CaMBIMHU PEIKUMH SIBIISIIOTCS 00-
JIE3HU OpPraHoB 3peHus. JlaHHas CTaThs BKIIIO-
YyaeT KJIMHUYECKHM Cilydail, KOTOpbIi OMHUCHI-

K Takomy 3a0o0neBaHUIO OTHOCST arpouio
3puTeNIpHOrO HepBa Jlebepa.

Atpodus 3putenbHoro Hepsa Jlebepa — 3a-
OoJsieBaHME C IPEUMYILECTBEHHBIM MOPaKEHHU-
€M MUTOXOHJPHAJIBHOIO ammnapara, KOTOpoe
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SIBIISIETCSL CTIEU(PHUYECKUM K KJIETKaM CeTdar-
KM, CHWXKasi UX CIIOCOOHOCTH BhIpaOaThIBaTh
JIOCTaTOYHOE KOIIMYECTBO JHEPruH, HEo0XO-
JUMOE JUTsl HOPMAITbHOTO (PYHKITMOHUPOBAHUS
HepBHOW TkaHuW. Yalle HaclieoBaHUE ITPOUC-
XOJIUT 110 MaTE€PUHCKON JINHUH.

[TpuumHoii 3TOTO 3a00JNEBaHUS SBISECTCS
MyTauus B mMutoxoHapuansHoi JIHK, xoro-
pas IPUBOIUT K HapyIIEHUIO 3HEproobecte-
YeHWsI HEpBa, W3-3a CHIDKEHHUS aKTHBHOCTH
(hepmenToB muToXOoHIpHH. [lo MUMO M3MeHe-
nuit B JIHK, ecTb akropsl, KOTOpBIE SBISIOT-
Csl «IYCKOBBIMI» B Pa3BUTHH 3a00JICBAHMS:
CTpecc, KypeHue, ynoTpeOieHle alkoroJIbHbIX
HaIUTKOB, YEPEIHO-MO3roBasi TpaBMa, BO3-
JeficTBHEe HAPKOTHYECKUX BEIIeCTB, HHTep(de-
POHBI, CTEPOUIHBIE TOPMOHBI, TIPOTUBOTYOEP-
KyJIe3Hble aHTUOMOTHKH, JI000€ OCTpoe COo-
MaTu4eckoe 3a0oJieBaHNe U ApyrHe QaxkTophl,
CIOCOOCTBYIOIIE BO3HHUKHOBEHHIO JTAHHOM
maroyioruu [1].

B ocHoBe marorene3a JEXHT KOAHPOBa-
HHUEe WHOOPMAIIMH O CHHTE3UPYEMBIX OeTKax
n ¢epmentax monekyiroid JHK. B pesyns-
Tare HapyueHus, npousomenmero B J{HK,
CHI)KAaeTCAd CHUHTE3 OCJIKOB IeNH IMepeHoca
MHUTOXOHJIpUH. 3-3a M3MEHEHUS CTPYKTYphI
JHK uckaxkarorcsi mpoliiecchl TPaHCKPHUIIITUU
Y TPAaHCIAIHNH, B Pe3yJabTare 4ero CHHTE3U-
pyroTCcs TU0O0 OTIUYHBIC O CTPYKType Oeli-
KH ¥ BBIOJHSIOMHKE Apyrue QyHKIUH, 100
OeJiku, HeoOXOIMMBIE ISl TPOLIecCOB 00pa3o-
BaHMsI PHEPTUU B KJIETKaX BOOOIIE HE CHHTE-
3upytorcsa. K Takum GenkaM MOXHO OTHECTH
peayKTa3bl, yOUXUHOHBI M IPyTHe OCIKH mep-
BOTO KOMIUIEKCA MHUTOXOHAPUNA. DTH OeNKu
WUTPalOT Pojib TpaHCcoOpTepoB Mojekya ATO,
a TaKXe 3TH COEIMHEHHUS Yy4acTBYIOT B METa-
0onu3Me BeIIecTB C JalbHEWIel BhIpaboT-
Kol sHepruu. [lpm CHWKEHWHM WX BBIPAOOT-
KU mamaet mporecc cuaTe3a ATD B kieTke.
W xak cinencTBUE KIETKU 3PUTENbHBIX HEPBOB
HCIIBITBIBAIOT THUIIOIPTOTUYECKOE COCTOSTHUE
WU COCTOSIHUE HeXBaTKM sHepruu. Cueno-
BaTeJIbHO, HapylIaeTcs (yHKIUS HepBa B Ie-
JIOM, 3peHUE HaYMHAET MaJaTh U B KOHEUHOM
cdyeTe HEepB mepecTaeT (QYHKIIMOHHPOBATH.
[Ipoucxoaur ero arpodus U CKIepo3UpoOBa-
HHE€ TeX y4acTKOB B TOJIOBHOM MO3Te€, OTBET-
CTBEHHBIX 3a MPUHATHE UMITYJIbCA C PELENTO-
poB ceTuarku [2].

Jns cBOEBpEMEHHOW TMarHOCTUKU U pac-
HIMPEHUS]  BO3MOXKHOCTH  3THOJIOTUYECKOMN
M TIATOTEHETHYECKOW Tepamuu PeaKo BCTpe-
YaIOMIUXCS TEHEeTHYECKHX aHOMaJ il opra-
HOB 3pCHHUS HEOOXOAMMO YAENATH 0co00e
BHUMAaHHE KIMHUYCCKOM KapTHHE 3a00JeBa-
HUHN y KaXJOTO OTJIEIBHO B3SITOTO TAIUCHTA.
Kak npaBuno, nedeHuss HACICICTBCHHON OII-
TUYecKoi HeBporaTun Jlebepa He CyIIecTBYeT,
HO MOXXHO 3aMEJUIUTh MPOTPEeCcCHpOBaHME 3a-
OoreBaHus, MyTeM NpHeMa Pa3IUYHBIX BHTAa-
MHUHOB B KOQEPMEHTOB.

B cBs3u ¢ 3TUM, OCHOBHOU IEJIBIO HCCJIe-
MOBAHUS SBISCTCS ONUCAHUE KIMHHYECKOTO
ciydast 3a0oneBaHusl aTpo(UU 3PUTEITHHOTO
HepBa JleOepa, koTopas U3 OOJBITHHCTBA 3a-
0osieBaHNT OpPraHOB 3PUTEIHBHOTO arapara,
SIBJISIETCS CaMOM pelIKOH.

MartepuaJjbl 1 METOAbI HCCIIETOBAHUSA

HWccnenopanue npoBoausiock Ha 6aze bY3
BO «Boponexckoit 001acTHOW KIMHUYECKON
0opHUIIEI Nol» B OT/IENEHUN MEIUKO-TeHETH-
YECKOW KOHCYJBTAllMU TEPHHATAIBHOTO IICH-
Tpa. OCHOBOW HJIsi COCTaBIEHHS CTaTUCTHKHU
[0 YacTOTE BCTPEYAEMOCTH TAHHOW MAaTOJO-
TUU SBISUTACH MEIUIIMHCKHUE KapThl, KOTOPHIC
paccMaTpUBaNIKMCh 3a IOCIACAHHME IMOJrOAa
2023 rona.

CornacHo TMONy4eHHBIM JaHHBIM 4YacTOTa
BCTpEUYaeMOCTH OONBHBIX C arpodueil 3pu-
TeJabHOro Heppa JleOepa 3a mocnenHue 6 Me-
csaueB Ha 6asze bY3 BO BOKbB Nel cocrasu-
na 9,09%, T.e. 1 ciyuaii u3 11 oOparuBIIMXCS
OOJIBHBIX C TMONO3peHHEM Ha aHoManuro Jle-
Oepa (Tabmuia). Hapsiay ¢ 3TUM KOIM4ecTBO
OONBHBIX, OOPATUBITUXCS B CTAITOHAP OOIb-
HUIIBI TI0 TIOBOAY MPUOOPETEHHBIX MMAaTOJIOTHH,
TaKuX KaK MHOIHUS, TOMyTHEHUE XPYCTaUKa,
MOBBIIICHHOE BHYTPUITIA3HOE JABICHUE U IPY-
rux 3a00JIeBaHUM, COCTABUIIO OKOJIO 223 ueno-
Bek, 4To B 20,27 pa3 Ooibllie, 4eM KOJTMIECTBO
JOnieH, ¢ TeHETUYECKUMHU OTKIIOHEHUSIMH 3pH-
TEeTHHOTO ammapara. YTo MOATBEPKTAET pel-
KOCTb 3TOM IaTOJIOTMM B KJIMHUYECKOH Ipak-
THUKE U MIPAKTUKE Bpauci-reHETUKOB.

HUccnenoBanue METOIOM MYJIBTUILICKCHOM
JIUra3Hol moJuMepa3HoOM UenHoM peakuuu
(MLPA), oquH 13 9aCTO HCIOIB3yEMBIX METO-
JIOB JIJISl TIOATBEPIKICHUST OOJIBIIMHCTBA ICHE-
TUYECKUX IaTOJIOTUH.

Yacrora BcTpedaemocTH arpoduu 3putenbHOro HepBa Jlebepa B mpaktuke bY3 BO
«Boponexckoit 00macTHON KIMHIIECKOH OOTBHUITBT Ne 1y

IIprobpeTeHHBIE TATOIOTHH
OpraHoB 3peHHs,
KOJIMYECTBO OOJILHBIX

OO011€ee KOJIMIECTBO OOJIBHBIX,
C MPeanoaracMbIMH
TCHETHYCCKUMU aHOMAITHSIMH 3PCHIS

KomnmaecTBo 60BHBIX aTpodueit
3puTenpHOTrO Hepea Jlebepa
3a nocienaue 6 mecsues 2023 roma

223 11

1
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MLPA — 5T0 MeToa MONEKYJISIPHOUN TeHe-
TUKH, CIy)KalllUi AJIsl ONpEeAeieHHs] OTHOCHU-
TEJIBHOro KojumyecTBa konui ywyactkoB JIHK.
Wcnonp3yercst nisl MOATBEPIKACHUS MyTaIllul
B rene MT-ND4, kotopass u XapakTepu3yeT
arpoduio 3purenbHBIX HepBoB Jlebepa [3].
Metonq MLPA mnpoBoxmuTCst clieayromum o00-
pa3om, cHayasa 3a0upaioT KPOBb B MIPOOUPKY
C aHTHKOAryIstHTOM. Ha miepBoM 3Tamne camoro
aHanu3a npoBoautcs paspyiienue JJHK u ee
«CIUSTHUE» CO CIenn(UISCKUMH 30HIAMHU.
30HIBI pacrnonararoTcsi ONM3KO JPYr K Jpy-
ry. 1 x oHOMY M3 MX KOHIIOB IIPUCOEIUHEHA
KOMOMHAIMS HYKJICOTHIOB WIM MOCIeI0Ba-
TENBHOCTh JUISl TIPUKPEIUICHUS YHHUBEPCAlb-
Horo mpaiimepa. Ha cienyromem srtame mpo-
BEJICHHS aHAJIN3a TPOUCXOIMIIO pacIleIuIeHne
po6 ¢ momonreio pepmenta — nuraspl. [lanee
IIPOM3BO/INIIACH MYJIBTHILIEKCHAs MOJIMMepas-
Has ILenHas peakuus-aMIUTUUKAIUS C HC-
MIOJIb30BAaHMEM YHHBEPCAIBHBIX TpaliMepoB,
IIPH ATOM MHOTOKPATHO YBEINYHBAETCS KOJH-
YECTBO TOJBKO JUTHPOBAHHBIX (HhParMeHTOB.
B pesynbrare peaknuy amrumMHUKaIK TTOITy-
YarTCAd MNPOAYKTLI, KOTOPbIE HMCIOT pPa3HbIC
pasMepsbl, OHU OyAyT CenapupoBaTbCs WU OT-
JIENSATHCS C TTIOMOIIBIO KAMTMIUIIPHOTO AJIEKTPO-
(hopeza. Ha xommbroTepe Oymetr oToOpakarhest
UK W €ro BBICOTA, KOTOPBIE Ha AIIeKTpodope-
rpaMMe OTPaXKaroT COCTOSTHHUE TaHHOTO I'eHEeTH-
4yecKoro Jiokyca. To ecTh mpousoluia jau aesie-
LS, AyIUTMKALMS WK [Iepes HaMu HopMa [4].

OObIUHO, JUIA  ONpe/eleHUus  Haclel-
CTBECHHOH ONTHYeCKoW HeBpomarnn Jlebepa,
B kKoMOmHanmu ¢ metomom MLPA wmzper cek-
BeHupoBanne mo Cenrepy [5]. Hna Hagana,
y HCCIIEeyeMOro 3a0MpatoT KPOBb B TIPOOUPKY
00BEMOM OKOJIO 4-5 MUJUIMIIMTPOB, COnIEpKa-
IIYI0 ATHICHINAMUHTETPAYKCYCHYIO KHCIIOTY,
BBICTYIAIOLIYIO B ponu aHTHKoaryiasHTa. JTHK
pa3mensior Ha 4 OT/eNbHbIE PEaKIUU CEKBEHH-
pOBaHMUsI, COAEpIKaIlINe BCE YEThIPE I€30KCHHY-
kneoruna (dATP, dCTP, dGTP, dTTP) u JIHK-
MoJIMMepasy, J0CTPauBAIOUIYIO KOMIJIEMEHTap-
HBIC IIeTTH. B pesynbrare J0CTpauBaHUs IEMH
MOYXHO TIONyYUTH Ha MOHHTOpPE KOMITBIOTEpa
TOYHYIO KapTHHY, B KOTOPOW BUIHBI OOPBIBBI
nenu u3-3a Hajauuaus mytaiuu B ee JJHK [6].

Knunuueckuii cnyuau

B urone 2023 roma na mpuem B bY3 BO
BOKB Nel B odramsmonoruueckoe oTiesne-
HUe nocTynuia skeHuuna 30 et ¢ xanodamu
Ha pe3Koe najieHne 3peHus. M3 anamuesa: cun-
TaeT ceds 0ompHOM ¢ aBrycra 2022 roma, Korma
Ha (OHE MOIHOTO 3/[0POBbSI CTAJIO MOCTETCH-
HO CHIDKaThCs 3peHue. B aBrycre 2022 roma
CTala TOSBIATHCA IUIEHKA Mepe] Ivla3aMHu
¢ o0oux cropoH. Bpau-odransmonor B aBry-
cre 2022 roma ompeneiawsl OCTPOTY 3PEHHUSL:
cmpasa 0,6-0,7, a cieBa — 0,02. bein mocTas-

JIEH TpEeABAPUTEIbHBIN AMATHO3 MPOTrPECCU-
pytomass Muomnusi. C 3TOro MOMEHTa 3pEHHUE
MOCTENEHHO yXyamanock. B utone 2023 roga
0o TaIBEMOIIOT HANPaBWII JKEHIINHY Ha oOcIe-
JIOBaHWE, JUISI yYTOYHEHHS HEBPOJIOTHYECKO-
ro craryca mnamnueHtku. [Ipm oOcnemoBanuu
y Bpaua HEeBpOJora ObUIO YCTaHOBIEHO: BBIC-
1K€ MO3TOBBIC IICHTPHI Y MAIIMEHTKU HE Ha-
PYIICHBI, 32 MOJIOTOYKOM TIPH HCCIIEOBaHUU
OonpHAs HE CIIeAUT (TaK KaKk HE BHIUT €r0),
00bEeM JIBIKECHHUS TIA3HBIX S0JIOK HE OTpaHu-
YeH (CMOTPUT 1O MpockOe Bpava BBEpPX, BHU3,
BIIPABO U BJIEBO), ITO3a M HUCTarMa He HaOJIo-
JIAJIOCh, MUMHKA CUMMETPHYHA, Mape30B HET,
CYXO)KWJIBHBIE ¥ TIEpPUOCTaJbHBIE PeQIeKChI
C KOHEYHOCTEW pPaBHOMEpPHBIE J>KUBBIE, S3BIK
10 CPeIHEH JIMHHUH, TyBCTBUTEIHHOCTE (O0ITe-
Bas M MBIIICYHO-CYCTaBHOE YYBCTBO) HE Ha-
pywena. B mpobe Pombepra ycroitunBa, yka-
3aTeNIbHbIC MPOOBI BHIMOJHSACT YIIOBICTBOPH-
TenbHO. [loka mpoucxomunm 1000Ce0BaHMS,
Bpa4-0PTaIBEMOJIOT TIPU TIOBTOPHOM OCMOTpPE
IIa3HOTO JHA Yepe3 HECKOIBKO THEH HaOmoman
CIIEYIONUIYIO0 KapTHHY: OTEK M OJIeTHOCTh 3pH-
TCJIBHOTO AWCKAa W TOYCYHBIC KPOBOU3IUAHUSA
B ceTYaTKy miaza. HacnencTBeHHBI aHamMHE3
OTSATOIIIEH: MaTh OOJTLHOM B Bo3pacte 28-29 net
roTepssia 3peHre Ha 06a rasa, B 32 roga ymep-
Jla BO CHE (TIpUYMHA HEW3BECTHA). Y CHIHA ITa-
IIUEHTKH TIYX0Ta ¢ 3 JIeT — eMy ObUI yCTaHOB-
JICH KOXJICOBECTHOYISIPHBIA UMITIaHT.

B KkayecTBe WHCTpYMEHTaJbHBIX METO-
JIOB HICCTIEIOBaHUS OOJHHON OBLIO Ha3HaYCHO
MPT rosnioBHOro Mo3ra ¢ BHyTPUBEHHBIM KOH-
TpacTupoBaHueM. beima oOHapyxeHa KapTh-
Ha CJMHAYHOTO CYMPaTCHTOPHUAIBHOTO OYara
IMo3a (pa3pacTaHusl COCTUHUTEIBHON TKaHU
B MpaBo# JOOHOM /10JIe, COCYIUCTOrO reHesa),
WHTpaKpaHUAIbHAS AaCUMMETpPHUsI CETMEHTOB
MMO3BOHOYHBIX ApPTEpPU M Cy>KEHUE MpaBoil
MO3BOHOYHOM aptepun. Mcxons U3 KapTHHBI
MPT u HEBPOJIOTMUYECKOTO CTaTyCa MAlUEHTKU
Bpay-o(TaIbMOJIOI Ha3HAYMJI TCHETUYCCKUUI
tect JJHK meronom MLPA, nist monTBepske-
HUS MaTOJOTHH aTpo(uu 3pUTEIHHOTO HEpBa
JleGepa, ¢ mambHEWITUM HaNpaBICHUEM IIa-
[IUEHTKH B OT/AEJICHHE MEINKO-TeHETHYECKOI
KOHCYJIbTalluH.

Pe3yabTaThl Hcce10BaHUS
U UX 00Cy:KIeHne

ITo pesynbsraram metoga MLPA Obuia BbI-
sBieHa myTtauus m.11778G> A B rene MT-
ND4 B roMoria3aMH4eCKOM COCTOSHHU. DTOT
TeH OTBETCTBCHECH 3a CHHTE3 CIICITHATIH3UPO-
BaHHBIX OCJIKOB IIEPBOI0 KOMILIEKCA JIbIXa-
TEJIbHOW LENHU MUTOXOHAPUMA, K HUM OTHOCST-
Cs pa3jMyHbIC BUJBI PEIyKTa3, YOUXWHOHBI
U apyrue OelIKi JaHHOTO KOMIUIEKca. JTo 00-
yCIIaBJIMBAae€T HapYIICHHE IPOILECCOB TPaHC-
nopra mojekyn AT®D B kieTkax, B pe3ysbra-
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T€ Yero magacT JHEPreTUYCCKUN MOTCHIIUAI
KJIETOK 3PUTEIbHBIX HEPBHBIX BOJIOKOH U Ha-
cTynaer ux arpodus. B moarBep:kneHue na-
0OpaTOpHBIX W WHCTPYMEHTAIBHBIX METOJIOB,
YKa3aBIINX Ha TEHETUYCCKH OOYCIOBICHHYIO
arpoduio 3putenbHOr0 Heppa Jlebepa, ObLI
MPOBEJIEH TaK K€ aHaliu3 poaociaoBHOH. [lo-
CJIe€ COCTABJICHUSI CXEMbI POAOCIOBHOM, KOTO-
past mpejicTaBlieHa Ha PUCYHKE, ObLT TIPOBE/ICH
ee TIaTeIbHBIN aHaTN3 BpadaMU-TeHETHKAMH.

4/1

‘& '

993 1991r. 4

2016 rox 2018 rox
ChIH ¢ 3a0posas
TIIyXO0TOMH 109b

Cxema poOocio6HOU NAYUeHMKIL:
1 — mamv nayuenmxu, 2 — nayuenmka,
3 — cecmpa nayuenmxu, 4 — coln nayuenmxu,
5 — 0oub nayuenmxu

B ponocnoBHOM manuMeHTKH C €€ CIOB,
MaMa Tepsila 3peHHe TOYHO TaKXKEe KaK U OHa,
CJIEZIOBATENILHO OHA SBJISIACH HOCUTEJIbHULEH
MYTaHTHOT'O T€Ha, JIOKaJU30BaHHOTO B MHUTO-
xouapuaneHoit JIHK. V mauuentku umeercs
pornHasi cectpa, poxkaenHas B 1991 roay, y ko-
TOPOM HUKAKKX OTKJIOHEHUU B 37J0pOBbE HE Ha-
Omonanock. Y 0OJIbHON ObLTH POXKIACHBI IBOC
JeTeit: Manpuuk — ponuBmuiica B 2016 romy
U 00JaNaronIvii TIyXOTOW, W JEBOYKA, PO-
nuBliasics B 2018 rogy, Ha JaHHBI MOMEHT
HE UMEIoIIas B 3/I0POBhE HUKAKHX OTKIIOHE-
Huil. Ho BBICOK puCK mepenayu reHOB, OTBET-
CTBEHHBIX 32 JAHHYIO IMaTOJIOTUIO KaK JCBOYKE,
TaK U MaJlbuUKy, TaK Kak Iepeaada MpOuCXo-
JUT TI0 MaTePUHCKOHM JWHHMU. Puck B moToM-
ctBe BbICOKMH U cTpemutca K 100%. beimm
JaHBl CJEeMYIOINe PEKOMEHIAINH: MPOBECTH
ananu3 JJHK cwiny u iouepu, ocMOTp B OTJie-
JICHUU MEIUKO-TCHETHUECKON KOHCYIBTAIlUU
B JuHaMuKe. Tak e ObLJIO Ha3HAYCHO Jieue-
nue: kosH3uM Q10 (kymeButa 30 mg BHYTpPb
2 pasza B geHb 1o 1 tabnerke), L-kapHuTHHA
ITIOCTOSTHHO B CTaHAAPTHBIX JTO3UPOBKAX (DIIb-
Kap 1o 2,5 ml BHyTpb 3 pa3a B JICHB).

3akiaouenue

TakuMm oOpa3om, MyTalus, KOTOPYIO yaa-
JI0Ch OOHAPYKHUTh y KEHIUHBI SBISIETCA, T10-
JKaTyH, cCaMoii arpecCUBHON 1 HanOomee TsKe-
Jioii ¢opmoli maHHOM marojorud m.11778G>
A — camas TspKenast popMa aTpouu 3pUTEITb-
Horo HepBa JleGepa, a nHampumep m.3460G>
A — 6ostee nerkas popma. Tak ke cyliecTByIOT
OOJBHBIE C €Ile OAHUM BHIOM MYyTallliHd MUTO-
xouapuanbHoi JIHK m.14484T> C — ona maer
HauOoJIee OIaroNPHUSITHBIN IPOrHO3 JICUCHHMSL.

Uccnenys 3aboneBaeMOCTh OpraHOB 3pe-
HUSI, KOTOPbIE HOCST T€HETHYECKYIO0 OCHOBY
Ha Oaze BY3 BO «BopoHexckoil o0nacTHOM
KITMHIYeCcKo OombHUIBI Nely, ymamochk BbI-
SICHUTB, YTO HauOoOIJIee PEIKO BCTPEUArOIIeHCs
T€HETUYECKOU aToorue OpraHoB 3peHUs sAB-
nsietcst Heliponatust JleOepa, B TaHHOW KITMHU-
Ke BcTpeuaeMocTh cocTarisieT 9,09 % u3 oOpa-
TUBIIKXCS 11 YenoBeK MO MOAO3PEHUIO HA ATY
MIATOJIOTHIO, TO €CTh TOJIBKO Y OJHOTO M3 HHUX
9TO 3a00JIeBaHNE TMOATBEPIMIOCH. TaK e JTa
MATOJIOTHSl MMEET DPA3JIMYHBIN BHJ TPOSBIIE-
HU. JTa 00Ie3Hb MOXKET MPOSIBIISITHCS C POXK-
JCHHS, a MOXKET M HE MPOSBHUTHCS, U OBITh
B (opme HOcuTenbctBa. Ho mpu neiictBum
OTIpe/IeTICHHBIX (PAKTOPOB, TAaKUX KaK CTpeECC,
KypeHHe, aJKOTOJbh, BO3MOXKHO TPOSIBICHUE
arpoduu 3putenbHOro Hepsa Jlebepa ¢ Obl-
CTPBIM TIPOTPECCUPYIOLIAM TCICHUEM.

JlaHHBI KIMHUYECKUH ciydail MOKa3bl-
BACT, YTO OCBEIOMIICHHOCTb O JaHHOW Ooes-
HU TIOBBIIIAET HWH()OPMHUPOBAHHOCTH Bpaya-
KIMHUIACTA B JaHHON 001acTH, MO3BOJSET
MPOBECTH TIOJIHOE 00CIe0BaHNE, HANPABUTH
MalnyueHTa Ha TEHETUYECKHE HCCIIEI0BaHus,
CBOEBPEMEHHO yCTAHOBUTH JIMATHO3, a TAK ¥KeE
Ha3HAYUTh HEOOXOAMMOE JICUCHHE, KOTOpOE
OyZeT HampaBJIeHO Ha 3aMeJIeHHe TTPOrPecCH-
pOBaHUS 3a00JICBaHNS.
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