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Ileav pabomvr — onucanue 60avH020 ¢ abuompodghueli cemuamxuy nPU MUMOXOHOPUANLHOU Namoso2uu (CUHOPOM
NARP), o6ycaosaennoii mymayueit m.8993T>G 6 eene ATD-a3zvt, mun 6, 014 yayuuieHus OUaeHOCMUKU HACAeOCHBEHHbIX
abuompoguii. [Ipedcmaesnerst pe3yrbmamol KAUHUKO-MOAEKYAAPHO-2eHeMU1ecK020 00CA1e008aHUs CeMbl, HANPABACHHOU
C U30AUPOBAHHOI NamoouUell 0peana 3peHust 045 YMoUHeHUsS OUA2H03a U onpedeneHusi 2eHemuuecko2o pucka. C nomMoubro
HHK-uccaedosanuit memodom ML PA u anarusa kaunuueckux 0aHHbIX 8 ceMbe YCMAH08AeHA HACAeOCMBEHHAS. CUHOPOM-
Has namonoeus, NPUeeowas K UsMeHeHuto cocmosinus ena3. Onpedenern MamepuHCcKull mun Hacae0o08anus. JaKirouenue.
Cundpom NARP — 3mo cuHOpom ¢ MamepuHCKUM Munom Hacaedo8anus, npu KOmopom abuompogus cemuamku cpeou
Opyeux KAUHUYeCKUX NPOsi8AeHUll A6A51eMCsl OCHOBHbIM OUACHOCMUYECKUM NPUHAKOM U C8A3AHA 8 OCHOBHOM C Mymayueil
m.8993T>G mmIAHK. Imom npumep demoncmpupyem mpyoHocmu OUAeHOCMUKU HACAEOCMBEHHbIX CUHOPOMO8, CONPO-

BOMCaaiOIMMXC}Z namoanoeueti enas.
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MuToxoHIpUaabHAs MaTOJIOTUs OpraHa 3peHus,
KaK M30JIMPOBAaHHAs, TaK M BXOJSINAs B COCTaB CHUH-
JIPOMOB, BBI3bIBACT 3HAUUTEIbHBIC TMArHOCTUYECKUE
TPYAHOCTHU, OOYCJIOBJIEHHbIE BBIPa’KeHHBIM BHYTPU- U
MEXCEeMEWHBIM KIMHUYECKUM TTOJIUMOPGU3IMOM, OT-
CYTCTBHEM YETKOT'O MEHIIEJIEBCKOT'O THITa HACIeIOBAHNSI.

MWUTOXOHIPUM — ITUTOIIIa3MaTUIECKIE OpraHe-
JIBI, TIPUCYTCTBYIOIITME BO BCEX KJIeTKaX yeIoBeKa (KpoMe
3peJIbIX SPUTPOLIMTOB) B KOJIMYECTBE OT HECKOJIBKHX CO-
TEH JI0 HECKOJIBKMX THICSY Konuii. OCHOBHAs (yHKIINS
MUTOXOHAPUIT — CUHTE3 IHEPTreTUIECKOro cybcTpaTa
kaeTku (MoJiekysibl AT®). Kaxnass MUTOXOHAPUS CO-
IepxXut ot 2 10 10 Konuii MoJIeKyJl MUTOXOHApUAIb-
Hoit IHK (MTtIHK). B ee pabore yuyacTByIlOT OoJice
1500 6enkoB. 115 obecreueHUsT OCHOBHOM (DYHKIIUU

MUTOXOHIPU Heobxonumo 83 Oenka, HO TOJIbKO 13,
YYaCTBYIOLIUX B IbIXaTEJbHbBIX LETSIX MUTOXOHAPUA,
koaupytoT reHbl MTIAHK, a octanbHbie 70 KogupytoTcs
SIZIEPHBIM TEHOMOM.

MuToxoHapuaabHbie 00JIe3HU, O0YCJIIOBJIEHHbIE
MYTalMSIMUA B MUTOXOHAPUAJbHOM T€HOME, UMEIOT Ma-
TEPUHCKUIA TUIT HACJIEJOBAHUST, OCHOBHBIM IMTPU3HAKOM
KOTOpPOTrO SIBJISIETCS TOT (pakT, 4ToO 3a00jieBaHUE TIepe-
JIaeTCsl OT MaTepu IETSIM 000€ET0 10J1a, a 1ajiee repeaada
myTtanuit B reHax MTIHK uget ToabKo yepes KeHIIMH.
Tsxecth 3a001€BaHMsI 3aBUCUT OT TUIIA MyTallUi U
SHEPreTUYEeCKOM MOTpeOHOCTU MOCTpaNaBIIeii TKAaHU.
Haubosee uyyBCcTBUTEIbHA K ITATOJIOTMU MUTOXOHIPUI
ueHTpanbHas HepBHas cuctema (ITHC), cepaeuynas
U CKEJIETHbIE MBI, [J1a3a, B MEHbIIEW CTETIEHU —
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MOYKH, NTeYeHb, IHAOKPUHHAas cucTema. [TokazaHo, 4To
B HOPME BO BCEX KJIETKAaX U TKAHSIX OpraHu3Ma UMeeTCs
OIMH 1 TOT ke HopMabHbIl Bua MTAHK (cocTostHue ro-
Moruia3mMun). IIpy BOSHMKHOBEHUY XK€ MUTOXOHAPUATIb-
HOI MaTOJIOTMM Pa3IMYHOE COOTHOIIEHNE KOJUYECTBA
MyTaHTHOI 1 HopMaibHOI MTIHK B oTHebHbBIX Opra-
Hax 1 TKaHsIX (3(PEKT reTeporuia3Mmum ) UMeeT OrPOMHOE
3HaYeHUE IJIsI Pa3BUTUSI OCOOEHHOCTE KJIMHUYECKOM
kaptuHbl [ 1—3]. BMtIHK BbicOKast yacToTa MyTauuii de
novo (B 6—17 pa3 Bblliie, YeM B SIIEPHOIA), YTO IIPUBOIUT
K YBEJIMUYEHHNIO KOJMYECTBA CMOPATUIECKUX CIYYaeB U
MOXeT MOAM(PUIIMPOBATD XapaKTep KIMHUYECKUX MPO-
SIBJICHUM Y nmanueHTa. MUTOXOHIpualbHble 00JIe3HU
opraHa 3peHus1, o0ycioBiaeHHbIe myTauuein B MTIIHK,
MOTYT ObITh U30JJUPOBAHHBIMU WJIM CUHIPOMAJIbHBIMM.
M3oavpoBaHHbBIE TIPEACTABAEHBI MUTOXOHAPUATbHOMU
ONTUYECKOI HeliponaTtueit Jlebepa U1 MUTOXOHIPU-
aJIbHOI mporpeccupytoueit opranbMmoruierueit. CuH-
JIpoMaJibHas MaTOJIOTUS XapaKTepU3yeTCs COUETaHUEM
o(dTanbMOILIETUN HAPYXHOW M BHYTpeHHe# (mapes
aKKOMOJallK), IUCTPO(UN CEeTYaTKU, YACTUYHOI aTpo-
(UK 3pUTETBHOTO HEPBA C Pa3IUUYHBIMU CUMITOMaAMU
nopaxenus LIHC u/unu 3agepxKoii Gpu3nmIecKoro
pPa3BUTHS U BXOJAUT B CTPYKTYPY CMHIpOMOB: KepHca —
Ceiipa, NARP, MELAS, MRRF u np. [4].

Cunapom NARP (OMIM: 551500), sapnsttomiuiicst
YaCTbl0O KOHTUHYYMa MPOTPECCUPYIOIINX Helipoaere-
HEpPaTUBHBIX 3a00JIEBaHUIA, BI3BAHHBIX aHOMAJIUSIMU
BbIPAOOTKM 9HEPTMY MUTOXOHIPUI, BIIEPBbIE OMUCAH B
1990 . I. Holt u coagr. [5]. HazBaHue cuHapOMa rpouc-
XOJIUT OT aHIVIMMCKOI aO0peBUATYPhI CIIOKHOIO TEPMMU-
Ha: «HeWpoIaThs, aTaKCHs, TUTMEHTHAs IereHepalys
ceTyaTKu». 3abosieBaHUEe MaHU(ECTUPYET B IIUPOKOM
BO3pacTHOM auanasoHe: oT 6 mec 10 12 net. YacTo yxke
C POXIEHHUS OTMeYaeTcs 3aJepKKa (GPU3NIYECKOTO pas3-
BUTUS U yMEpPEHHasl MbIllIeuHasi TMIIOTOHUS, COTIPO-
BOXJalo1Iasics 3aepKKOi TEMIOB HAaOOpa MOTOPHBIX
HaBbIKOB, KOTOPBIM HE MPUIAIOT T10KHOTO 3HAYEHUS U
paclieHUBAIOT 3TU MPOSBIACHUS KAaK CUMIITOMbI IETCKOTO
uepedpaibHoro napamya (JILLIT). PaHHUMY TipU3HaKaMu
CUHJIIpOMa SIBJISIETCSI aOMOTPO(PUST CeTYaTKU U HUCTATM.
TTosiBieHME APYrUX CUMIITOMOB, OCOOEHHO aTaKCUU U
TPYAHOCTU OOY4YeHUSsI, IPOUCXOAUT OOBIYHO B paHHEM
JIETCTBE, MPU3HAKM CEHCOPHOM ITOJMHENPOIIATUM, CEH-
COHEBPAJILHOU TYrOyXOCTH MOSIBJISIIOTCS 3HAYUTEJIbHO
nozxe. Ha nmo3aHux craausx 3abojeBaHUsT BO3MOXHO
pa3BUTHE CYIOPOXHOTO CUHApPOMA U AeMeHLmn [6—11].
Boszpact MaHudecratu abuotpouu ceTyaTku Bapbupy-
eToT 3 10 25 j1eT faxke B ogHoM cembe [5, 12]. [TurmeHTHas
abuoTpodus ceTyaTKu He crielinpUIHa TOJIBKO JJ151 3TOrO
3a00JieBaHMs 1 onrcaHa Impu cuHapome Kepraca — Celipa
[13—15], nporpeccupytoiieit Hapy>kHOI opTaibMoO-
mwieruu (CPEQO) u MUTOXOHIpHUAIbHBIX MUOIIATUSIX O€3
HapyXHo# opraabmoruiernu [ 16, 17], a Takke Ipu MUTO-
XOHZIpUaJibHOM sHLIehaomuornatum [ 18]. Kpome aToro,
MMUTMEHTHAasl a0MOTPOdUs ceTyaTKu MOXKET ObITh M30-
JIMPOBAHHOM HACJIEACTBEHHOM MAaTOJIOTMEN NIIN BXOAUTh
B COCTaB CMHJPOMOB C MYTallUSIMU B SIIEPHOM T'€HOME.

IMpuunnoit cuuapoma NARP B 80 % cinyuaes
aageTcsa mytauusg m.8§993T>G B reHe AT®-a3wl,
tun 6 [19], B pe3yibrate KOTOPOil MPOUCXOAUT U3ME-
HeHue CTPYKTYpbl uin GyHKuuu AT®-cuHTa3bl, UTO
MPUBOIMUT B CBOIO OYepeab K YMEHBIIECHUIO CIIOCO0-
HOCTH MUTOXOHJpUI BbIpabaThiBaTh MOJeKyly AT®.
BoJbIIMHCTBO ONMMCAHHBIX B JIUTEPAType OOJBHBIX C
cuagapomoM NARP nmeror takyro myraruio B 70—90 %
CBOMX MUTOXOHIpHIi. Korma ata MyTaiysi mpucyTCTBYeT
B 6oJ1ee BeICOKOM MporieHTe — 0T 90 10 95 %, Bo3HMKaeT
OoJiee TSKeJIoe COCTOSTHME, M3BECTHOE KaK TOA0CTpast
HEKpOTU3MpYIOoIas JelHKo3HIIeDaTOMHUEIONaTHs, WIN
cunapom JIu [20]. CocTosiHMS, TPU KOTOPBIX AOJISI aHO-
manbHO#I MTJITHK Hitxe 60 %, 00bIYHO GECCUMIITOMHBI
WX TIPOSIBIISTIOTCS TOJIBKO MSITKOI MMUTMEHTHOM abuo-
Tpodueit ceTyaTKu 1 MUTPEHETTOA00HBIMU TOJIOBHBIMU
O6oyisiMu. OIHAKO B JIUTEepaType ONMCAHBI B3POCIIbIE
NalueHThl 6€3 KIIMHUYECKUX TTPU3HAKOB 3a00J1€BaH U
¢ yposHeM anomanbHoi MTIAHK 10 75 % [1, 21].

LEJIBIO Hairero coo0111eHUS SIBJISIETCSI OITMCaHUe
00JIbHOIO ¢ aduoTpodUeii CeTYaATKU TP MUTOXOHIPU-
ajbHOM matonoruu — cunapome NARP, oOycioBieH-
HoMm mytauueir m.8993T>G B rene ATM-a3w1, THI 6,
JUTSL YITYYIIIEHWST TUarHOCTUKY HACeICTBEHHBIX aOMO-
Tpouii.

PE3VYJIBTATBI 1 OBCY2KJIEHUE

B HayuyHo-KoOHCynbTaTUBHOE oTaeieHue ®I'BbHY
MTI'HI s yrouHeHUs OuMarHo3a U OIlpeaeaeHUs
FTeHETUUYECKOTO pUCKa oOpaTuiach XKEHIIUHA —
M. 35 neT — mo moBoAy HapylIeHUsI CyMePeYHOro 3pe-
HUS Y TPOTPECCUPYIOLIETO CHUXKEHUS OCTPOTHI 3pEHUS.
TTaumeHTKe MPOBENEHO KOMIIJIEKCHOE CTaHAApTHOE
0o TaJIbMOJIOTMYECKOE 1 HEBPOJIOTMUEeCKOe 00CIea0Ba-
nue. IHK-uccnengoBanus meronom MLPA (Multiplex
Ligation-dependent Probe Amplification) Ha JIHK, BbI-
JIeJIEHHOW M3 KJIETOK KPOBU MallME€HTa, MPOBOAMUINUCH
B J1abopaTOpUM HaCIEICTBEHHBIX 0OJie3Hell oOMeHa
Beurects ®T'BHY MI'HLI.

ITpu paccrnipoce BBISICHUIOCH, UTO MAallUEHTKY
TakxXe O€CIOKOUT MPOTPECCUPYIONIEE CHUXEHUE CITy-
Xa, HapylIeHUEe TOXOJIKM T0 TUITy aTaKCUM, ObICTpast
YTOMJISIEMOCTb, TIJ10Xast IEPEeHOCUMOCTb HAarpy30K, M-
MePrupo3, OHEMEHKE U TTOXO0J0AaHUE KUCTEN U CTOTI.
Ee akyuiepckuii aHaMHe3 OTSITOIIEH: Ta30BOE MpeJie-
>KaHUWe MJ10/a, UCTI0JIb30BaHUE TPUEMOB BbIIaBIMBAHUS
MpU POXKIEHUU, POXKIEHUE B COCTOSIHUM CUHEN acPuK-
CUM, 3aKpryaja He cpasy. PaHHee pa3BUTHE C TEMITOBOM
3aJepKKO. XOAUT CAMOCTOSITEILHO C MOJyTOpa JET.
IToxonka Bcerma OblL1a HEyCTOMYMBA, AE€BOYKA 4acTO
najaajia, Ho BcTaBajia cama. Habtonanach HeBpoJIOromMm
M0 MECTY XKUTEJIbCTBA IO MOBOLY aTaKTUKO-TUITOTOHU-
yeckoii ¢opmbl JIIII. TTonyyana jneyeHue ¢ MOJOKU-
TEJbHOM JMHAMMKOI, HO HE IO IOJHOIO YCTPAHEHMUS
HEBPOJIOTMYECKOI cuMnToMaTuku. B 3 roga oOparuiu
BHMMaHWE HAa CHUXKEHHE CYMEpPEUYHOTO 3peHus (yxymi-
1IaJlach YCTOWYMBOCTD TIPU TEPEX0JIe B TEMHOE TTOMe-
meHue). B 14 jeT BhIsIBIEHO 3HAUUTEILHOE CHIXKEHUE
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OCTPOTHI U Cy>K€HHUE MOoJIel 3peHMsI, TTaTOJOTUsl 1IBETO-
OLLYLIEHMSI, AUCTPOdUS ceTyaTKy o0oux I1a3. [IBa pasa
B IO/l TIOJIYYAET OMNEPATUBHYIO KOPPEKIINUIO MATOJIOTUN
IJ1a3 — UMILIaHTauuo ajutoruiaiToB. C 18 jieT BbisiBiie-
Ha CEHCOHEeBpasbHasl TyrOyxoCTh, 00Jiee BbIpaXKeHHast
crnpaBa. OKOHUYMJIA BY3, ITOCEILIAET 3aHATUS TaHLIAMU U
JeyeOHO TMMHACTUKOM JIJIST MHBAJUIOB JIETCTBA, aK-
TUBHO 00111aeTCs cO cBepcTHUKaMU. [Tpu obcnegoBaHur
Ha MPT roiaoBHOro Mo3ra ¢ KOHTPaCTHBIM YCUJIEHUEM
BBISIBJICHBI IPU3HAKY YMepeHHOM 11 dy3HOIt aTpodun
TOJIOBHOI'O MO3Ta M MO3XeuKa (pacliupeHue 00KOBBIX
xenynoukoB no 14 mwm; III xxenymouka — g0 7 MM;
IV xenynouka — mo 18,3 MM, pacuinpeHue cybapaxHo-
WUIAJIbHBIX TTPOCTPAHCTB MO KOHBEKCY OOJIbIIIUX TOJTY-
1IapUii TOJJOBHOTO MO3Ta M MO3XeuKa), a TakK>Ke 30HbI
Jielikoapro3a NepuBEHTPUKYJISIPHO T10 33 JHUM POTaM 1
nctoHyeHue mozosuctoro Tesaa. Ha DXO-KI BoisiBiieH
IpoJiaric MuTpajabHoro kiamaHa I crerienu. Ha aiaekTpo-
Helipomuorpaduu (OHMI') — npu3Haky aKCOHAJIbHOIO
nopaxkeHus1 nepudepuIeckux HepBoB, OOJIbIlIE BbIpa-
JKEHHbIE B HUDXKHUX KOHEUHOCTsIX. [To MecTy XXuTeabcTBa
B 2017 r. 6bu1a 3aI1I0003peHA CUHAPOMAJIbHAS ITATOJIOTUS
1 peKOMEHI0BAHO MPOBENECHUE MOJIEKYISIPHO-TEHETH -
YeCKOW JUarHOCTUKU MYTEM CEKBEHMPOBAHMS 9K30Ma.
ITpu npoBeaeHUM ITOTO MccaenoBaHus B «I'eHOTeKe»
BBISIBJIEHA BEPOSTHO raroreHHast myrtauus ¢.7186CT,
MPUBOASAIIAS K 3aMeHEe aMUHOKHCIOTH B 2396-i1 110-
3unuu 6enka (p.Arg2396Trh) B reTepo3UroTHOM CO-
crossHUU B reHe LAMAI, OTBETCTBEHHOM 3a pPa3BUTHUE
cunapoma I[Mopertt — Bosbrinaysepa (OMIM: 615960).
OnHaKo 3TOT CUHAPOM UMEET ayTOCOMHO-PELIECCUBHbBIN
TUIT HaCJeA0BaHMsI (U151 €ro pa3BUTHSI HEOOXOIMMO Ha-
JINYME JABYX MATOTEHHbBIX MYTallMii) U XapaKTepU3yeTcsl
0oJiee TsDKeIoi KIIMHUYEeCKOM KapTUHOM C paHHMM Hava-
JIOM, IUCTLJIa3Ue-TUNonjaa3ue 1 KUuCTaMu MO3KeukKa,
BBICOKOM CTENEHbIO MUOITUU, IUCTPO(UEI CETIYATKU U
AHOMaJIbHBIMU IBUXKEHUSIMU 1J1a3. Takue 60JbHbIE YaCTO
UMEIOT C POXIEHUS IpyOy10 3a1ep>KKy MOTOPHOTO pa3-
BUTHS U 3aJIEPKKY PEUU B COYETAHUU C KOTHUTUBHBIMU
HapylIeHUSIMU, BILUIOTh A0 ojuroppeHuu [22]. Kpome
TOT0, K Pa3BUTUIO 3TOTO CUHAPOMA Yallle MPUBOISIT He
TOYKOBbBIE 3aMEHbl aMUHOKHUCJIOT (MUCCEHC-MYTAIIMN),
a JieJellMi B KOMIAYyH/-T€TePO3UTOTHOM COCTOSIHUM.
ITpuBeneHHbIE BbIlle TaHHBIE TTO3BOJUJIM HaM € O0JIb-
11101 BEPOSITHOCTBIO UCKJTIOUUTh HAJTMYME ITOTO CUHPO-
Ma ¥ IPeKPaTUTh IMOMCKU BTOPOI BO3MOXKXHOU MyTallun
BreHe LAMAI, OTBETCTBEHHOM 3a pa3BUTUE CUHAPOMA
ITopertu — bosnbTinaysepa.

I1pu opranbmonornyecKoM 00cieI0BaHUM OCTPOTa
3peHust oboux rina3 cocraBwia 0,02—0,01. Daekrpope-
TUHOTpaMMa He ompenessieTcsi. 3puTeibHbIe BbI3BAaHHbBIE
MOTEHIMAJIbl YKA3bIBAIOT HA CHUXKEHUE aMIUIUTYIbI U
yIJIMHEHUE JaTeHTHOCTHU. TITo3a Bek HeT. JIBuxeHue
J1a3 B IoJIHOM o0beMe. HabmmomaeTcst ciabocTh Kpyro-
BOIt MbIILIBI T71a3. [Tpr 0MOMUKPOCKOIIMY yCTaHOBJIEHA
BpOX/IEHHAas 3aIHEKATCYJIsipHast KaTapaKTa, OI03pEHUE
Ha 3aJHUI JIECHTUKOHYC 000MX IJ1a3. JIMCKM 3pUTEIbHBIX
HEPBOB OJIeIHbIE, TPAHULIbI YETKUE, COCY/IbI CY>KEHBI, TTO

BCEMY IJIa3HOMY JIHY TTUTMEHTHbBIE «KOCTHBIE TEJbLIa»,
MakyJsipHasi 00J1acTh He A depeHIrpyeTcs (PUCYHOK).
ITpu HEBPOJOrMUECKOM OCMOTPE: CO3HAHUE SIC-
HO€, KPUTHKA K COOCTBEHHOMY COCTOSIHUIO HECKOJIBKO
CHMXK€HA, OTMEUEHbI JIETKME KOTHUTHUBHbIE HAPYILIEHUS.
YacTo nepecnpaliuBaeT U3-3a TPYAHOCTU KOHLIEHTpa-
LIMM BHUMaHUS U CHUXeHUs ciayxa. [IpeanoxkeHHbIe
MPOCHOBI BBITIOJHSIET MOCAE HECKOJbKUX MOBTOPOB U
IeMOHCTpaluu 3amgaHus. [lepemeriaeTcss B OCHOBHOM
C MOAAEPKKOU COMPOBOXKAAIOIIETO U3-3a CHUXEHUS
3peHUs M aTaKCUM, HO MOXET XOIUTh caMa. [Toxonka Ha
mmpokoii 6ase. TangemHast xoap0a 3aTpyaHeHa. B yc-
JIoxKHeHHOoI mpobe PoMmbepra He ycToitunBa. MHTeHIIUS
MPU MaJiblie-HOCOBO MPoOe, MO YePEeTHO-MO3TOBbIM He-
pBaM: HerpyOasi nu3apTpusi. Ci1aboCcTb KPYroBOI MBILLILIBI
IJ1a3 IpU 3aKMYpUBaHUH, HO 00Jiee BhIpaXkeHa cJ1adb0CTh
HaayBaHus weK. [Tpu nmpociaexxuBaHUM MOJIOTOUKA B
TOPU30HTAJIbHOM MOJIOXKEHUU MEPUOIUYECKU BO3HU-
KaloT IJIaBalolve ABMXKEHUS TJ1a3 10 TUIly aripakChM.
OTtMeuaeTcs Jlerkoe OTKJIOHEHUE SI3bIKa BIPAaBO MPU
€ro BBITSITUBAHUU. MajleHbKUI SI3bIY0K — I10 CpeAHEN
nuHuU. Msrkoe HEOO cBucaeT cBoOoaHO. Pe3ko ycu-
JIeHbl HEOHBIM U TJIOTOYHBIN pedieKchl. BhI3bIBaroTCS
BCE IMaTOJOTMYeCKre OpaJibHble U KUCTEBbIE aBTOMa-
TU3Mbl. TOHYC MBILIL YMEPEeHHO OIU(P(Y3HO CHUXKEH.
Cuna Mmbin gocratouHast. CyxoxXuabHble pedIeKChl:
KOJIEHHbIE — XUBbBIE, C PYK — MOBbIIIEHbI. CTOIMHbIE
MaToJIOTMYEeCKre 3HAKM BCE Ca0OMOTOXUTEIbHbIE.
IIpusHaku HapylleHUs TIyOOKOM M ITOBEPXHOCTHOM
YYBCTBUTEJIbHOCTU BbIPAXKEHBI HE SIPKO.

TakuM oOpa3oM, y MalLMEeHTKU C BPOXKIEHHON
KaTapaKTol, CMEIIaHHOW MUTMEHTHOM NaJIOYKO-KOJI-
00YKOBOIT abMOTpOoduret ceTyaTKu B COYETAHUH C ITPO-
TPECCUPYIOLIEH TYTOYXOCThIO M CMEILIAHHOM aTaKCUEM,
OHMI -nipu3HakaMy aKCOHAJbHON MOJIMHENPOIIaTUH,
MPT-npusHakamMu aTpoduu roJJ0BHOr0 MO3ra U MO3-
>Keuka Obljia 3a1o103peHa MUTOXOHApUaabHas aToJ0-
Tusl, €1 ObLIO MPEIOKEHO UCCIEOBAHNE YPOBHS JJaKTa-
Ta B CbIBOPOTKE KPOBU, IMOBBIIIIEHUE KOTOPOTO SIBJISIETCS
MaTOTHOMOHUYHBIM, HO HEe OOJIMTaTHBIM MPU3HAKOM

PucyHok. 'nasHoe aHo naumeHTkn ¢ NARP-cvHOpPOMOM.
Figure. Condition of the fundus of the patient with NARP-syndrome.
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MUTOXOHIpUAJIbHBIX 3a00JIeBaHUI. Y CTaHOBJIEHBI HOP-
MaJibHBIE 3HAUEeHUS TTPY aHAJTM3¢e TToKa3aTeseli HaToIak
(1,9 MMoOaB/JT) ¥ TIOBBIIIIEHNE 3TUX 3HAUCHMIT yepes
40 MUH TIOCJIe HATPY3KHU CIAIKUM 10 4,4 MMOJIb/JI IPU
HopMme 10 2,2 mmoiab/a. [Tocae aToro mpoBeneH aHa-
JIM3, HAIIPABJICHHBIA HA ONpeIeICHUE YaCThIX MyTallMiA
Mt HK, B pe3yibTate KOTOPOro BhISIBIEHA MyTalLlus
m.8993T>G B rereporIa3aMMYeCKOM COCTOSIHUU (TTPU-
MepHO 89 % 1o MyTaHTHBIM KomusiM) B reHe MT-ATP6,
KoaupymoiieM 6-10 cyoreanuuiny AT@®-cuHTa3HOrO
komruiekca. [1o mTaHHBIM TUTEPATyphl, TaHHAST MyTaIlusI
B COCTOSIHMM reteporuiazMuu 10 90 % npuBoauT K pas-
Butuio cuHapoMa NARP. TakuM o6pa3oM, y maliueHTKU
. ycTaHOBJIEH W TIOATBEPXKIEH Ha MOJICKYJISIPHO-TE-
HETUYEeCKOM yYpOBHE ITMarHo3: « MUTOXOHIpHUATbHOE
3abosneBaHue. Cunapom NARP».

Hama manueHTKa, KaK M OOJIBIIMHCTBO APYTUX
OMUCAHHBIX B JIUTepaType OOJBHBIX C CUHAPOMOM
NARP, umena ymepeHHYI0 IPOKCUMAJIbHYIO HEeHpo-
TeHHYIO MBIIIIEUHYIO CJTa00CTD C SIBJIEHUSIMU CEHCOPHOI
MTOJIMHENRPOITATHH, AaTAKCUTO, TUTMEHTHYO IeTeHEePALINIO
CeTYaTKM, HeBBIpaKeHHbBIE TPYAHOCTU B OOYUYEHUU U
JIeTK1e KOTHUTUBHBIE HapylIeHus. OMHaKo y Hee He OT-
MeYajaoch 3aePXKKHN (DU3NUECKOTO pa3BUTHS, HU3KOTO
pocTa, Cyaopor, IeMEeHIMU U HAPYLIEHUIN CEepAcUHOM
MMPOBOAMMOCTH, OITMCAHHBIX PSAOM aBTOPOB IMPU ITOM
cuHapome [7—9].

3AKJIIOYEHUE

IMTauuenTam oboero moJjia ¢ IMpU3HaKaMu JIto0oit
KJIMHUYECKOU (hopMbl aOMOTpOGUM CETUATKU C Ma-
HudecTalrei maToJornueckoro npoliecca Ha mepBbIxX
rogax xku3Hu u 10 30 JieT uejaecoodpa3Ho 00caeI0BaHIE
HEBpoJIora, cypjojora, Kapauosaora. B oTsromeHHbIx
CeMbsIX MOKa3aHO KOMILIEKCHOE o0cyiefoBaHue od-
TaJIbMOJIOTA B IEPBBII FOJ1 XKU3HU C MOCAEAYIOIIUM 1 -
HaMU4YeCKMM HabogeHueM. B MexxayHapoaHOM Ipak-
TUKE CTPOTMX KPUTEPUEB [JI1 JUATHOCTUKU CUHApPOMA
NARP B HacTosIIIMI MOMEHT He pa3paboTaHO, OJJHAKO
MpU HaJWYUU MUTMEHTHOM JiereHepallui CETYaTKU B
COYeTaHUM C CUMIOTOMaMU yMepeHHOU Auddy3Hoi
MBILLIEYHOH C1a00CTU, aTAKCUU, TPYTHOCTU OOyUeHUS,
AKCOHAJIbHOM HEUPONATUU U STUJIENITUIYECKUX ITIPUCTY-
OB PEKOMEHAYETCSI MOMUMO O(DTaTbMOJIOTUYECKOTO
0CMOTpa MPOBOJUTH OLIEHKY (PU3UUYECKOTO Pa3BUTHUS,
MPT ronosHoro mo3dra u DHMTI c ucciegoBaHuem
MPOBOAMMOCTHU MO NMeprudepruIecKruM HEPBAM, OLIEHKY
CepAeYHOM AeATENbHOCTU (XOJITEPOBCKOE MOHUTO-
pupoBanue DKI'), a Takxe MccleJOBaHUE YPOBHS
KOHILIEHTpAallMY JlaKTaTa W MUpyBara B IJIa3Me€ KPOBU
U 1epeOdpOCTIMHANBHON XKUAKOCTU, aHAJIM3 MOYM Ha
opraHuyeckue KUciaoThl [19].

I1pu oOHapyXeHuU crieuuPUIecKoro CUMIITOMO-
KOMIUIEKCa: MUIMEHTHAas IeTeHepalus CeTYaTkKu, aTak-
CUsl, aKCOHAJIbHAs MOJIMHEepomnaTus, porpeccupyo-
mee cHkeHue ciyxa, LI — anropurm JIHK -nmoncka
3TUOJOTUYECKOro (pakTopa MOXKET ObITh ITOCTPOEH
cJIeyIolIMM 00pa3oM.

Bapuanm I (npeanouruteseH ajis aereit). Lleaepoit
aHaJIU3 IJIS IBYX paclpOCTPAHEHHBIX MATOTEHHBIX Bapy -
anToB m.8§993T>G num.8993T>C B MT-ATP611ipoBOIUT-
Cs OMHOBPEMEHHO C AaHAJIM30M JIeJICIIH/TyOIMPOBAHUS
JHK neiikouuroB. IIpu oTCyTCTBUU pe3yibTaTa Mmpo-
BOJIUTCS MCCJIEIOBAHUE MUTOXOHIPUATBLHOTO TEHOMA.

Bapuanm 2 (npennodtutesieH ajis B3pocibix). Ie-
JieBoit aHanu3 nocaenoBaTeabHocTH JIHK nefikonnTon
JUIS. IBYX PAacIpOCTPAHEHHBIX MAaTOTEHHbBIX BAPUAHTOB
MT-ATP6. ITpu OTCYTCTBUU PE3yJIbTaTa CIeIyeT OLIEHNUTh
MOCJIeA0BATEIbHOCTh MUTOXOHIPUAJIbHOTO TeHOMa.

Bapuanm 3. Cpa3sy BbIIIOJIHSIETCSI CEKBEHUPOBaHUE
reHotuma MutoxoHapuii [19]. Takoit moaxoa K aTUOI0-
TMYECKOM TUAarHOCTUKE HACJIEICTBEHHbBIX 3a001€BaHU I
CeTYaTKU JTOJKEH MPUBECTU K paHHEMY BbISIBICHUIO
TSKEJIbIX MHBATUMAM3UPYIOLINX 3a00I€BaHUM, onpese-
JICHWIO TEHETUYECKOTO PUCKA MOSIBJIEHUST TOBTOPHOTO
CJIy4asi B CEMbE U aJICKBATHOM COLIMAIbHOM aIanTalliu.

I'eHeTHUeCKOE KOHCYJbTUPOBAHUE TIO TIPOTHO3Y
3/10pOBbsI IOTOMCTBA 3aTpyAHEHO. BO3MOXHO MpoBene-
HUE MPEIUMILIAHTAIMOHHON ITPEHATAIIbHOW JUATHOCTU -
KU C UCTIOJIb30BAHUEM JJOHOPHbBIX OOLIMTOB.

K HacrosineMy BpeMeHHU cielupruIecKoe jede-
Hue cuHapoma NARP He pazpaboraHo. Berpeuarorcs
JIMIIb OTAEbHbIE PEKOMEHIALIMN C UCTTOJb30BAaHUEM
npenapaToB, yJaydllalolux HelpoTpodhuyeckue u
MeTaboJMYecKre MpoLecChl, Kak U MPU BCEX APYTUX
MUTOXOHIPUATbHbBIX 3a00JI€BAHUSIX.

KonhMKT MHTEpecoB: OTCYTCTBYET.

IIpo3pavyHocTb (PMHAHCOBOII AeATETHHOCTH: HUKTO 13
ABTOPOB He UMeeT (PMHAHCOBOM 3aMHTEPECOBAHHOCTH B
MpeACTaBIeHHBIX MaTepUaiax WK METOAAX.
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Retinal abiotrophy in mitochondrial pathology: NARP sindrome (a clinical case)
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Purpose: to present a clinical case of retinal abiotrophy in mitochondrial pathology (NARP syndrome) caused by the
mutation m.8993T>G in the ATPase gene type 6 in order to improve the diagnosis of hereditary abiotrophies. Material
and methods. The results of a clinical molecular genetic examination of the patient’s family, undertaken in order to clarify
the diagnosis and determine the genetic risk, are presented. The family was found to have an isolated pathology of the eye.
Results. DNA studies by MLPA method and the analysis of clinical data in the family revealed a hereditary syndromic
pathology which caused changes in the eyes. The inheritance type was found to be maternal. Conclusion. NARP syndrome
is a syndrome with the maternal type of inheritance in which retinal abiotrophy is primarily associated with the mutation
m.8993T>G mtDNA and can be considered as the main diagnostic feature among other clinical manifestations. The case
demonstrates the difficulties of diagnosing hereditary syndromes accompanied by eye pathology.
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