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Mumoxondpuansvhsle 60ae3nu 'y demell 518AH0MCST OOHOU U3 BANCHELUUUX MEHCOUCUUNAUHADHBIX NPOOAEM 8 CO8PeMeHHOl neduampuu. 3a-
bonesanus OAHHOL epYNNbL GOHUKAKM 8CAe0Cmeue Mymauyull 10eprot u/uiu mumoxonopuarvroi JIHK u nposeasiomes nopaxcenuem
20/106H020 M032a, Cepoya U CKeAemHol MycKyaamypol (CUHOpOMOM dHuedharoxapouomuonamuu,).

Aemopbl npedcmagasiom KAUHU4ecKUll cAy4ail CUHOPOMA Heliponamuu, amaxkcuu, NueMeHmHo20 pemunuma (neuropathy, ataxia, retinitis
pigmentosa, NARP-cunopoma) y peberka 1-e0 eoda xcusznu. Pannuii debrom na goue noaHo2o 300poevs, NOAUMOPHUIM KAUHUHECKUX
nposieaeHUll: nopadcenue YeHmpanibHoi HepEHOLl cucmembl, MbluledHas cAabocms, Hapyulenue nCUXomMomopHo20 pazeumusi, cyoopocu
86136411 NOO03PEHUEe 0 MUMOXOHOPUANbHOU NAMOA02UU, 0OHAKO OKOHYAMEAbHYII 0UaeHO3 Obla YycmaHoeseH 061a200aps MOAEKYAAPHO-
eenemuueckomy uccaedoganuio. Boisienena mymauus m8993T>G ¢ eene MT-ATP6, umo noomeepouno mumoxonopuansvhoe 3a601eganue
(NARP-cunopom).

Onucanue KAUHUYECKO020 CAYHAs MUMOXOHOPUANLHOU namonoeuu y peberka 1-eo 200a jcuzHu npedcmasnsiem HeCOMHeHHbII UHmepec 045 He-
6010206 u neduampos. Taxue npusHaxu, KaK noseaenue uiu ycyeyoienue usHauaibHo cyujecmayroujell 3a0epicku pa3eumus 8 paHHem
nepuode Jicu3Hu, npucoeUHeHue MbluleYHOU cUNOMOHUU C U3MeHeHUeM pedhaeKmopHOLL cghepbl, ympamol NpUOGpemeHHbIX HABbIKO8, Hapy-
wenue 3peHus U cAyxa, a makaice npoepeccupyouuil xapaxKmep 3a0601e6anus MO2ym YKa3vl@amy Ha MUMOXOHOPUANBHYIO NAMOA0UIO U He-
00x00umocms UckAOHeHUs 3a001e8aHull OGHHOL ePYNNbL C HOMOWbIO CeUUdUUeCKUX UCcAe008aNUil, BKAIOYAs MOACKYASPHO-2eHEMU1eCcKoe
mecmuposatue.

Karoueawie caosa: 3adepoicka pazsumus, mumoxonopuanvhuie 6ose3nu, NARP-cunopom, cundpom Heliponamuu, amakcuu, NUSMeHMH020
pemuHuma, KAuHu4ecKue nposieaenus, OudeHOCMUKa, nevenue
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THE MITOCHONDRIAL DISEASE NARP SYNDROME IN THE PRACTICE OF A PEDIATRIC NEUROLOGIST
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Mitochondrial diseases in children are one of the most important interdisciplinary problems in modern pediatrics. The diseases of this group
occur due to mutations in nuclear and/or mitochondrial DNA and are manifested by a brain, heart and skeletal muscle lesion (encephalo-
cardiomyopathy).

The authors describe a clinical case of NARP (neuropathy, ataxia, retinitis pigmentosa) syndrome in a baby during the first year of life.
Early onset in the presence of complete health, the polymorphism of clinical manifestations, such as a central nervous system lesion, muscle
weakness, impaired psychomotor development, and seizures, aroused suspicion of the mitochondrial disease; however, the final diagnosis was
established by molecular genetic testing. The m8993T>G mutation was found in the MT-ATP6 gene, which confirmed the mitochondrial
disease NARP syndrome.

The description of the clinical case of the mitochondrial disease in a baby during the first year of life is of real interest to neurologists and
pediatricians. Signs, such as the appearance or worsening of initially existing developmental delay in the early period of life, addition
of muscle hypotonia with a change in the reflex areas, loss of acquired skills, impaired vision and hearing, and the progressive nature
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of the disease, may be indicative of the mitochondrial disease and the need to exclude diseases of this group by specific studies, including

molecular genetic testing.

Key words: developmental delay, mitochondrial diseases, NARP syndrome, neuropathy syndrome, ataxia, retinitis pigmentosa syndrome,

clinical manifestations, diagnosis, treatment

B 3moxy coBpeMeHHOII MeIWIIMHBI O00CYXIcHNE
HeMpOoTreHeTUICCKUX CUHAPOMOB B IIeAUATPUIECKON
MpaKTUKe MpUoodpeTaeT 0coboe 3HaUeHUE B CBS3U C ObIC-
TPBIM pa3BUTHEM COBPEMEHHBIX METOIOB O0OCICIOBAHNS,
B TOM YHCJIe MOJICKYJISIPHO-TEHETUIECKOTO TECTUPOBAHMSL.
TonbKo TTOATBEPKICHHBIN AUArHO3 IMO3BOJISICT BHISIBUTH
HOCHUTEISI JAaHHOM MaTOJIOTHU B CEMbE M UCITOJIb30BaTh
METOIBI TIepUHATATBHONM TMAaTHOCTUKYU IIPH TUTAHUPOBA-
HUU TIOCTICAYIONINX OepeMEHHOCTEIA.

MutoxoHapuanbHbIe 001e3H1 (MB) y neteit SIBIIsIoT-
CsI OMHOM M3 BaXKHEHIIINX MEXKINCIUIUIMHAPHEIX ITIPO0OJIeM
B COBpeMEeHHOI1 ITeauaTpun. Hanboiee paHHUM ommcaHn-
€M JaHHOM MaTOJIOrUK CIIy>KUT Ony0auKoBaHHast B 1960 .
cratbsa yueHbIX n3 llIBemuu (L. Ernster m R. Luft), comep-
JKarmast JaHHBIE O TTAIUeHTKE C 1e(eKTOM MUTOXOHIPH-
aJlbHOTO MeTaboau3Ma 3Hepruu. B xoHue XX B. mocie
IIPOPHIBA B TCHETUYECKUX MCCIICIOBAHUSIX U BBISIBICHUS
MYyTalMii TeHOB, KOTOPBIE OTBEYAIOT 32 CUHTE3 MUTOXOH/I-
pUaibHBIX O€JIKOB, JaHHYIO TPYIIy 3a00JieBaHUI cTalu
paccMaTpuBaTh KaK OTAEJbHBIN TUIT ITaToJIoruH [3].

B Hacrosiee Bpemst onicaHo okoio 40 KITMHUYECKUX
dopM MB, 1151 KOTOPBIX U3BECTHBI MOJIEKYISIPHO-TEHE-
TUYECKUN 1 OMOXUMUYECKUI Te(eKT B MUTOXOHAPUSX,
a TakkKe OCHOBHOW TUI HacjenoBaHus. EnnHoit ob1ie-
MPUHSTON KacCU(UKaLMKU Ha CETONHSIHUI I€Hb HE CY-
ILIECTBYET, HO BBIACJSIOT MEPBUYHbBIC K BTOpUYHbIe MbB.

MB MoryT ObITh BbI3BaHBI MYTAITUSIMU KaK B SIIEPHOM,
TaK U B MUTOXOHAPUAILHOM T'€HOME, B pe3yJbTaTe 4ero
BO3HUKAET TUCHYHKIIMSI MUTOXOHAPUIA U OpraHelI, OT-
BETCTBEHHBIX 3a MPOU3BOACTBO SHEPTUM TSI KIIETOK [4].
Myrauuu gaepHoii JJHK Moryt HaciemoBaTbCs ayTo-
COMHO-PEIIECCUBHO, ayTOCOMHO-JIOMUHAHTHO JIMOO ObITh
cuernyeHbl ¢ X-XxpoMocoMoil. MyTanmu Xe MUTOXOH-
npanbHoii JIHK (MmTIHK) nmepenatoTcs ToibKo OT MaTe-
pu (MERRE MELAS, MNGIFE, cunapom JIn), npu aTom
TOBOPSAT O TaK Ha3bIBaeMbIX IepBUYHBIX MbB. B npyrux
ciaygassx M b MOTyT ObITE BBI3BaHBI TTOSIBIICHUEM CITOPaIN-
YeCKMUX MyTaIli (IeIeysl VTN TyTUTMKAINs ) U He Tiepe-
JlaBaThCs MO HacaencTBy (BTopuuHbie MbB) [4]. MyTtauuu
MtIHK o6nsicusior okoio 15 % MBb [4].

Bo3spact ne6roTa 3a6071€BaHNUsI BO MHOTOM 3aBUCUT
OT TSIXKECTU TeHeThyecKoro aedekra. Psgmnom rccienoBa-
HMi1 1oKa3aHo, yTo Haymuure 10 % nedeKTHBIX MUTOXOHI -
Ui He OKa3bIBaeT MATOJIOTUICCKOTO BIMSTHUS M HE UMEET
KJIMHAYECKUX TIpossBiieHN. Ho yeM crmrbHee BhIpakeH
nIedeKT, TeM TsoKejlee KITMHUIECKUEe TIPOSIBIICHUS U 3710~
KayecTBEHHee TeueHue 6ose3Hu [1].

[To obmenpuHATOMY MHEHUIO, HAa CETONHSIIIHUI IcHb
He MeHee 50 M3BeCTHBIX MEIUIIMHE 3a00JIeBaHMI CBSI3aHO

C MUTOXOHIIPUATBLHBIMU HapyIIeHUIMHA. MI3HaUaIbHO MY-
tauun MTJAHK cuuTtanuce KkpaitHe peakumu, rpearnosia-
rajioch, UTO UX pacrpocTpaHeHHOCThb cocTanisteT 1:5000.
ITporpecc B u3ydeHuu aHHOM MPOOIEMBI HAYAJICA MOCTIe
npoBeaeHHOro B 2008 I. CKPpUHMHIOBOTO MCCIEI0BAHMS,
B paMKax KOTOPOTO OBIJI BBITIOJTHEH TeHETUUECKUIA aHa-
3 Ha BhIgBIeHUEe 10 HamboIee M3BECTHBIX MyTalluit
Mt/ITHK y 3000 HOBOpoxneHHbIX 1 Y 200 13 HUX ObLTH T1-
arHOCTUPOBAHBI IaHHbIE NeeKThl. ABTOPHI 3aKJIIOUNIIH,
YTO B CBSI3M C TaKO# pacIpocTpaHeHHOCThI0O M B MOXHO
CKa3aTb, YTO OHU COCTABJITIOT OIWH M3 BAXKHECHIIINX pase-
JIOB HEepoIeInaTpyuu; M TTOCKOJIBKY OCHOBHBIC (IIEpBUY-
HBIC) CUHIPOMBI IIPOSIBIISTIOTCS TTOPaXKeHNEM TOJIOBHOTO
MO3Ta, Cepama U CKeJSCTHON MyCKYIaTypsl (CHHAPOMOM
SHIIe(haTOKaAPINOMHUOTIATHN ), TaHHAS IIpodiieMa TpeOyeT
JIajabHeiIero, 6ojee rayookoro nsydeHus |3, 10].

OnHa u3 peakux Mb ¢ BapuabenbHBIM 1€0I0TOM —
NARP-cunapowm (neuropathy, ataxia, retinitis pigmentosa,
WIM CUHAPOM HEWpOIaTuu, aTakKCUM, MUTMEHTHOTO pe-
TUHMTA), HACJIeACTBEHHOE 3a00JIeBaHUE C HApyIICHUEM
B JIBIXaTeIbHON 1M MUTOXOHAPUIA C pa3HOOOpa3HBIMU
MPOSBICHUSIMH, HO TIPEUMYIICCTBEHHBIM ITOpaXXeHMU -
eM HepBHOM cucteMbl [16]. 3aboseBaHne ne0IOTUPYET
B paHHEM JIETCTBE MJIM B MOJIOAOM Bo3pacTe. KinmHuue-
CKM€ MPOSIBJICHUS: MapeCcTe3Uu UM TUIIePeCcTe3un BepX-
HUX/HUXHUX KOHEUHOCTEH (CeHCOpHas HelpomaTusl);
CHYXKEHME MBIIIEYHOI CUJIbI, HapyIlIeHUe KOOPANHALIMI
¥ paBHOBecHs (aTakcusi). Y OOJBIIMHCTBA ASTE TakKe
CTpanaloT OpraHbl 3peHUs, YTO CBSI3aHO C CEHCOPHBIM
KOMITOHEHTOM 3a00JieBaHusI, HAapyLLIEHUEM LIBETOOILY-
meHust cetyatky [6, 14]. NARP-cuHapoM gacto coue-
TaeTcs ¢ IeMEHIUUEH, SMUISTITUIECKUMHU TTPUCTYTIaMMU,
JedeKTaMu ciiyxa U HapylleHUsIMU puTMa cepaua [13].

NARP-cuHapom pa3BuBaeTcs B pe3yJbTaTe MyTalluu
MTAHK (reust MT-ATP6 n MT-ATPS, nykineotun 8993),
BCJIEICTBHE YETO HApyIIAOTCs MPOIECChl OKCUIAHTHOTO
ochoprmpoBaHUs B IbIXaTeILHOM 1IETTM MUTOXOHIPUIA,
YTO, B CBOIO OY€Pelb, TPUBOANT K YMEHBIIIEHUIO BHIPAOOT-
KU IJTABHOTO MCTOYHMKA KJIETOYHOI 3HEPTUY — aleHO3UH -
Tpudocdara (umu komruiekca V) [4, 21]. Mytaius T8993C
cUYMUTaeTCd KJIMHUYecKu OoJiee jerkoii, yem T8993G,
HO IIpH ypOBHe reteporuiasmuu > 90 % yvaiiie pa3BUBaeT-
cs1 cuHIpoM JIu ¢ Iporpeccupyoliieit HelipoiereHepalmeit
[2,9]. Haubosnee yacto npu NARP-cuHapome BcTpedaeTcs
myTauus 8993T>G, koTopasi IPUBOAUT K 3aMeHE JIELIUTH -
Ha Ha apruHMH B Lenouke JIHK [8].

Jlo cux mop He SICHO, KaK UIMEHHO TIaTOJIOTUSI MUTO-
XOHIPHI TPUBOAUT K KIMHUYECKUM ITPOSIBJICHUSIM B BH-
IIe MBIIIICYHOM CIa00CTU, HAPYIICHUS 3pEHUS U IPYTUX



PYCCKUMN

s TETCKOM
HEBPOAOT UM

cumntoMoB NARP-cunnpoma. Tepanus xe 3Toro 3a6o-
JieBaHUS — ele 6osiee caoXHas MmpoodsiemMa: STUOTPOITHO-
O JISYeHUST 32 TIOJTYyBEKOBYIO UCTOPUIO M3YUEHMS JTaHHOU
rpymnIbl 00e3Hel He MPeaIoXXeHO, HO B HacTos11ee Bpe-
MsI TIPOBOJIATCST HAyYHbIE M3BICKAHMS C TTOJIOXKUTETbHBIMU
pe3yabTaTaMU MO 3KCTPAKOPIOpaIbHOMY (in Vitro) orio-
JIOTBOPEHMUIO C UCITOJb30BAHUEM IepeHOca Sapa OII0-
JIOTBOPEHHOU SIAIIEKIIETKN B OE3bsIIEPHYIO IUTOIIA3MY
JIPYTOWi SMLEKIETKHA C HOPMAJTBHO (DYHKIIMOHUPYIOIIUMU
muToXOHApusamH |7, 17, 18, 20].

Ceiivyac npu jedyeHurn MbB ucnoib3yloT HECKOIBKO
JIOCTYITHBIX METOIUK.

1. I[TocTypanbHOe yrpaBieHre U pU3ndecKas Tepanusi
(KuHe3oTeparusi). DTo BeaylIre CriocoObl TPOMIIAKTUKN
ocjioxHeHu# y 601bHbIX ¢ NARP-cruHaIpoMoM, mo3Boisi-
OIINE IIPEIOTBPATUTh PAa3BUTHE KOHTPAKTyp Oenmep, CHU-
3UTh PUCK PA3BUTHUS CKOJINO3a U T. . AleKBaTHBIN 24-4ya-
COBOH IMOCTYPaJIbHBIN KOHTPOJIb ITO3BOISIET OOJBHOMY
3aHMMATbCsI TTIOBCETHEBHOM eI TEIIHHOCTHIO; IIPUHUMATh
MUILY, UTpaTh, yY4UTbhCs U ap. [15].

2. [MocuHapomMHas Tepamnusi. DIUICTICHS: TIperapa-
TaMu BbIOOpa MOTYT OBbITh JIeBETUpalleTaM 1 Kapbamase-
muH. He cienyeT Ha3HavaTh BajabIpoaThl, TaK KaK OHU
CIIOCOOHBI HAPYIIaTh IbIXaTSIbHYIO IIEITh MUTOXOHIPHIA.
HapyieHue ciyxa: Kak NpaBujio, 0ObIYHOTO YCUJICHUS
3ByKa P IMOMOIIM CIYXOBOTO arrapaTa ObIBacT 10CTa-
TOYHO JUTS YIYYILICHUS CIIyXa, OMHAKO B TSDKEJIBIX CTyJasix
MOXKET OBITh UCITOJIb30BaHA U KOXJIeapHasi UMILIaHTaIlUs
[19]. HapyiieHue 3peHMs: MHOTIa BO3MOXHA KOPPEKIINS
3pEHUSI C TIOMOIIIBIO OYKOB U JIMH3. JIeTSIM CO CHIDKEHHBIM
3peHHUeM IMoKa3aHa CTUMYJISIIMS KOPKOBOTO MPeACTaBU-
TeJbCTBA OpraHa 3peHusl ¢ MPUMEHEHHUEM CIeLMaTbHbIX
MYJABTUCEHCOPHBIX UTp U urpyuek [15]. Ipopunaktuka
U JIEYEHME KapaMOJOTMYeCKMX HapyIIeHU I 3aKITF0Ya0TCs
B CBOEBPEMEHHOM MCII0JIb30BAHUU KapAUOCTUMYISTO-
pPOB WU, MPU HEOOXOAUMOCTH, TPAHCIUIAHTALIMU CEPII-
ma [11]. Takke npu TSKeIOM TedeHUU OOJIE3HU NETU
¢ NARP-cunapomMoM MoOryT HyxXaaTbcsl B MapeHTepasb-
HOM IUTaHUM Y NOAAEPXKaHUU (DYHKIIMU AbIXaHUSI BIUIOTh
J10 UICKYCCTBEHHOI BEHTUJISILIMU JierKux [15].

W3 nekapcTBeHHBIX TperapaToB s jJedeHus Mb
B HACTOSIIIIee BPEMsI MOTYT UCITOIb30BaThCS TOJIBKO pa3-
JIMYHBbIC BUTAMUHBI M POJCTBEHHBIE JICKAPCTBEHHBIE
cpenctpa. OnmyoJIMKOBaHO HECKOJILKO HEOOIbIINX paHI0-
MM3UPOBAHHBIX KOHTPOJIMPYEMBIX MCCISTOBAHMIA ITO UC-
MoJib30BaHUI0 KooH3nMa Q10, BEICOKUX 103 YOUXMHOHA
(5 Mr/kr/cyTt), Butamuna E, pubodiaBuHa, KapHUTHHA,
JTMETWITIIUIIHA, alleTUIIMCTeHA U TUXJIopalieTara Ha-
TPUSI, OHAKO KIMHUYECKUH 3(heKT TaHHBIX MTperapaToB
coMHuTeNeH [5, 12, 15].

[MpencrasiseM KIMHUYECKOE ONMMcaHue pedeHKa 1-ro
rona xku3Hu ¢ NARP-cunnpomom.

boavnoii IT1.A., 6 mec. M3 anamuesa ycusnu uzeecmio,
umo peberok pooduacs om 2-ii bepemennocmu, 1-s noaogu-
Ha bepemeHHOCMU NPOMeKana c yepo3oil npepviéanus. Poosi
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cpounvle. Tlpu poxcdenuu duaecnocmuposana 3a0epicKa GHy-
mpuympoonoeo pazeumus I cmenenu; ouernka no wkane An-
eap 7/9 6annos. Cocmosinue pebenka 6 nepuood Ho80POICOeH-
HOoCmuU u 00 2 mMec OUeHUBAN0CH KAK Y0081emEopumenbHoe
(pebernok akmueHo deueancs, depiican 20408y). B cemve ecmb
cmapuuil pebeHoK, KAUHUYeCKU 300p08.

C 2 mec nosaguauco Nonepxueanus npu KOPMAeHuu epy-
0bl0, CHUJICEHUE MbLULEHHO20 MOHYCA 8 PYKAX, CHUNCEHUE
00sema cnoHmaHHoli dsueamenvroli akmusrocmu. Ilozonee
B03HUKA0 CHUJICEHUE MbIULEYHO20 MOHYCA 8 HO2aX, He2amug-
Has peakuyus npu 8blKAa0bleaHuu Ha xcueom, koauxu. Oopa-
WAnUch 3a MEOUYUHCKOL NOMOWbIO NO MECHY JICUMeNbCmad,
noayuan kypc gusuomepanesemuueckoeo nevenus. Ilocae
BAKUUHAUUU KOMOUHUPOBAHHOU BAKUUHOU NPOMUE dughme-
pUU, CMOAOHAKA U KOKAOWA 8 5 Mec y pebeHKa ommeuancs
nodsem memnepamypsl meaa 0o cyogheopunbHbIX 3HAUeHU
(37,8 °C), ¢ kamapanvhvimu seérenusmu. Pebenok noayuan
JedeHue no nosooy 0Cmpoll pecnupamopHoll UPYCHOU UH@peK -
Yul, Ha3HAYeHHOoe YHacmKosbim neduampom. B eospacme 5,5
Mec HaCMYynuo pesKoe yXyouieHue coOCMosiHUs, NPOSAGAsIoue-
ecst Ougghy3HbIM CHUdICCHUEM MbLUEYHO20 MOHYCA 00 AMOHUU,
nepuoouecKuM napoKCcU3ManrbHoIM HapyuleHuem ObiXanus.

Pebenox eocnumanuzuposar 6 omoeneHue namosocuu
panneeo eospacma KKKI[ oxpanst mamepuncmea u demcm-
8a. Ilpu nocmynaenuu cocmosHue msaxicenoe, 00ycA08AeHO
BbIPAIICCHHOU Hesponocuueckoll cumnmomamuxoi. Ha oc-
MOmp peaxyus 6s.4as, evipadiceHuvlit cumnmom Ipege, pac-
Xxodsujeecs Kocoeaasue, boavile cnpasa, 83easi0 gukcupyem
KpamkogpemerHo, He caedum, npu KOpMAeHUU NONepxXusa-
emcsi, enomouHblil pegpaexc cHuxiceH. Moiweunas eunomo-
HUs 00 AMOHUU, CYX0XCUAbHBIE peghaeKcbl CHUMCeHbl. 10108y
He depxucum, He nepegopauusaemcs, He cudum. Ilpu oyenke
BbICUIUX KOPKOBLIX QYHKUUL 00pauiano Ha cebsi 6HUMAHUe
caaboe eynenue, omcymemsue nenema. B nepuod danHoi
20CNUMANU3aAUUYU KAUHUYECKU SNUACNMUYECKUX NPUCIYNO8
He ommeuanocs. Yposenv nakmama 6 kposu 4,2 Mmonv/n
(nopma < 2,0 mmons/n). Ilo danubim npogedeHHo20 6Udeo-
21eKmposHyedanoepapuuecK02o MOHUMOPUHea UKMAAbHBIX
U UHMePUKMAAbHBIX INUAENMUPOPMHBIX HAPYUIeHUL He 3a-
gukcuposaro. Ilo danHbIM MacHUMO-PE30HAHCHOU MOMOPA-
uu 201061020 M0O32a 0OHAPYICEHbL NAMOA0UYECKUe UMe-
HeHUs 8 NepuseHmMpUKYIapPHbIX 0madeaax memeHHbIX doell,
8 0a3aAbHbIX CMPYKMYPAX U cpeoHeM Mo32e, He3HAUUMeNb-
Hble 56/1eHUs GHYMPeHHell HeCUMMempu4Hoil eudpoyepanuu,
He3asepuleHHas MUeAUHU3ayus 61020 8ewecmaa 20108H020
M03ea (CM. pUCYHOK).

Ha ocnosanuu noayuenHvix 0aHHbIX 603HUKAO NOO03Pe-
Hue o Mb. [lposeden 3a60p Kposu 0451 MONEKYAAPHO-EeHe-
muueckoeo uccaedoganust. Pebenok evinucan domoii noo Ha-
oarodenue spaeii NOAUKAUHUKU.

B 6o3pacme 7 mec — noemopnas eocnumanuzayus 8 cés-
3u ¢ yxyowenuem cocmosnus. K yoce umeroweiicsa cumnmo-
Mamuke npUCOeOUHUAUCH NPUCIYNbL GNHOI € 3AMUPAHUEM
8 meyenue HeCKOAbKUX CeKYHO, NPU3HAKU ACNUPAUUOHHO20
bponxuma. B kposu yposens aaxkmama docmue 8,2 mmonv/n,
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Tlayuenm I1.A., 6 mec. Juaenos: NARP-cunopom. MaecnumHo-pe30HaHCHAs MOMOPAduUs 20108HO20 MO32a: NAMOAOUYECKUe USMEHEHUS 8 NEPUBCHMPUKY -
ASPHBIX 0MOenax memeHHwIx 004eil, 8 6a3aNbHbIX CMPYKMYPAX U CpeOHeM MO32e, He3HAYUMEAbHble S8ACHUs GHYMPEeHHel HeCUMMempU1HOL euopoyedanuu,

He3aeepuleHHAasA MUueauHu3ayus 0en020 eeuwecmed

Patient P.A., 6 months. Diagnosis: NARP-syndrom. Magnetic-resonance tomography of brain: pathologic changes in periventricular sections of parietal lobes,
basal structures and the mesencephalon, minor features of the internal non-symmetric hydrocephaly, uncompleted myelination of white matter

ypoeens kpeamunpocgokunazor — 1964 EJN/a (hHopma
< 1100 El/a).

Pezyrvmam monexyasapHo-eeHemu1ecKo2o mecmupo-
eanus eviseunr mymauyuro m8993T>G 6 eene MT-ATPO,
umo noomeepouno Hasuuue Mb — NARP-cundpoma.

Taxkum 06pas3om, ycTaHOBJICHUE NarHo3a yepes 4 Mec
I10CJI€ TOSIBJICHUSI TIEPBBIX CUMIITOMOB TOBOPUT O CJIOXK-
HOCTU IMarHOCTUKU U OTCYTCTBUU crnietmduyHoctd Mb
B IE€TCKOI MpakTuke. PaHHMIT 1e610T Ha (hOHE MOJHOTO

300POBbSI, TOJIUMOPGU3M KIMHUISCKUX MTPOSBICHUIA:
o0s13aTe/IbHOE TOopaXeHNe LeHTPalbHOI HEPBHOM CUC-
TeMbl (HEBpoMaTusl — MPEUMYIIECTBEHHO CEHCOMOTOP-
Hasl), TPOKCUMaJIbHasl MbIIIIeYHas1 C1ab0CTh, TeMEHLINS,
CyIOpPOTHd MOTYT Ha OCHOBAaHMU KIMHUYECKUX TaHHBIX
BBI3BaTh MMOJ03PEHUE O MUTOXOHAPHUAIBHON MAaTOJIOTUU
y pebeHKa, OTHAKO OKOHYATE/IbHbBIN N1MarH03 MOXKHO ycTa-
HOBUTb TOJIBKO C MOMOILIBIO MOJIEKYJISIPHO-TEHETHUYECKOTO
HCCIeI0BaHus.
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