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Pesiome

HeliponoereHepatneHble 3ab0neBaHWS rOIOBHOMO MO3ra NpeAcTaBAAOT Cepbe3Hy0 NpobneMy B AnarHoCTMke u neveHmun. Ocobbii
MHTEpeC NpeACTaBASIoT 3a00NeBaHNS, BbI3BAHHbIE C/IOXKHbIMU MYTaLMAMU, KTMHUYECKAS KAPTUHA KOTOPbIX BbITNSAUT HEOLHO3HAYHO.
MpencTaBneHo OMUCaHWe KIMHUYECKOTo C/lydas HelpoaereHepaTMBHOrO 3aboneBaHWs TONOBHOMO MO3ra C CMMMETPUYHBIM
NopaXkeHNeM Nonylwapuii Mo3xeyka B MpoeKLMM 3ybyaTbix a4ep B 061aCTM BEPXHEN U CPpeaHEN HOXKM MO3XEUKa M MOKPbILKK
CpefHero Mo3ra no XoLy KOPTMKOCMWMHANbHbIX TPAKTOB B CyOKOPTMKANbHbIX OTAenax N0OHO-TeMeHHbIX obnacteit rofnoBHOMO
Mo3ra. [Moka3aHo, YTO [LaHHble KIMHUYECKMe NposiBNeHus obycnoBneHbl GOPMUPOBAHWEM MENKWMX 04aroB AeMUeNnMHM3aLmu
B 6enom BellectBe rooBHOro mMo3ra. [MpuumHoi 3abonesaHus 9BUNCS AedUULMT MUTOXOHAPUANbHOIO KoMnnekca |l aoepHoro
TMNa 4, YTo BbI3BaHO MyTauuamu B reHax NFASC (koaupyrowmm HeipodacumH) u SDHB (KOAMPYIOLWMM CYyKUMHATAErMAPOreHasy).
Benywmmu KNIMHUYECKUMM NPOSIBNEHMUAMM B AAHHOM C/ly4Yae SBASIUCD ABUraTe/bHble HAapyLLEeHWS B BUE CTOMKOTO ABYCTOPOHHErO
NTO3a, HApPY)XHOM odTanbMonAerun, aTpoPun AUCKOB 3pUTENbHbIX HEPBOB, MUIMEHTHOM AereHepaummn CeT4aTKu, NOLAKOPKOBOWM
OM3apTPUN, HEMPOCEHCOPHOW TYrOYXOCTU, KOTHUTUBHbIE HapyleHus. 3aboneBaHne ANUTeNbHOE BPEMS Pa3BMBANOCH NATEHTHO,
YTO 3aTPYAHANO €ro AMarHoCTMKY. BbiIBNEH CIOXHbLIM reHeTuyeckuin gedekT, BKIYaWMi MyTaumm B reHe Helpodacumta
W cyKumHataernaporeHasbl. O6CyxaatoTca MeToabl eveHns 3abonesaHus.

KnioueBble cnoBa: Hac1eaCTBEHHbIE 6OJ'|e3Hl/I,,EI,eq}I/ILI,I/IT MUTOXOHAPWANBbHOIO KOMNNEKCA Il A0epHOro TnMna 4, HeﬂpouereHepa-
TUBHbIE 3a6OHEBaHMﬂ, CUHOPOM ABUTaTENIbHbIX HapyLIJEHI/Il;I, OEMUENNHN3AUNA, NOPAXKEHNE MO3XKEYKA, YMCTBEHHAA OTCTANIOCTb
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Abstract

Neurodegenerative diseases of the brain pose a serious challenge in diagnosis and treatment. Of particular interest are dis-
eases caused by complex mutations, the clinical picture of which is ambiguous. The article presents a description of a clinical
case of a neurodegenerative disease of the brain with symmetrical damage to the cerebellar hemispheres in the projection
of the dentate nuclei, in the region of the superior and middle cerebellar peduncles, in the region of the midbrain tegmentum,
along the corticospinal tracts, in the subcortical sections of the frontoparietal regions of the brain. It has been shown that
these clinical manifestations are caused by the formation of small foci of demyelination in the white matter of the brain.
The cause of the disease was revealed to be a deficiency of mitochondrial complex Il, nuclear type 4, which is caused by muta-
tions in the NFASC (encoding neurofascin) and SDHB (encoding succinate dehydrogenase) genes. The leading clinical manifes-
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tations in this case were motor disorders in the form of persistent bilateral ptosis, external ophthalmoplegia, optic disc atrophy,
retinal pigmentary degeneration, subcortical dysarthria, sensorineural hearing loss, and cognitive impairment. However,
the clinical picture of this disease developed latently for a long time, which made its diagnosis difficult. The reason for this
was a complex genetic defect including mutations in the neurofasciitis and succinate dehydrogenase gene. The paper provides
a discussion of currently known effective methods of treating the disease.

Keywords: hereditary diseases, deficiency of mitochondrial complex Il nuclear type 4, neurodegenerative diseases, move-
ment disorder syndrome, demyelination, cerebellar lesion, mental retardation
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BBELEHME

HacnencteeHHble HelpopereHepaTuBHble 3aboneBaHus
rONOBHOMO MO3ra y AeTen ABAAIOTCA reTeporeHHOM rpynnon
3aboneBaHMi M NpencTaBASoT CO60M WMPOKUI CNeKTp pas-
JIMYHBIX MO CBOeM npupone 3aboneBaHWM, NMpU KOTOPbIX
NPOUCXOANT NOCTENEHHAs rnbenb HepBHbIX kneTok [1, 2]. 3tn
3ab0neBaHUs XapaKTepu3yKTCS NPOrpeccupyionM TeYeH!-
€M, HapaCTaHWEeM MHTeNNEeKTYanbHOro AedULMTa, HapyLUEeH!-
€M MOTOPHbIX QYHKUMIA M pa3BMBAKOTCS mocTeneHHo [1, 3].
MoryT MaHudecTMpoBaTh B 1t060M BO3pacTe, 04HAKO MAHU-
decTaums B OeTCKOM BO3pacTe onpeaenser bonee Taxenoe
TeYeHwue, HO TaKKe NPefoCTaBASeT BO3MOXHOCTb MPUMEHSTD
Hanbonee 3PHEKTUBHbIE M COBPEMEHHbIE METO/lbl IeYeHus,
TakuMe Kak TpaHCNAAHTaLMS reMOMO3TUYECKMX CTBOMOBbIX
KNeTok wnu reHotepanus [1, 2].

[narHocTmka HelpoaereHepaTMBHbIX 3aboneBaHuii ocTa-
€TCa CNIOXKHOM 33[a4el, 0COBeHHO B KpaTyamwme CPOKM, YTO
no3BoAnno Obl MPUMEHWTb HOBble TEXHONMOTMM Tepanuu.
Ocobo akTyanbHa npobnemMa noucka 3TUONOrMYECKoro
M NaToreHeTU4eCcKoro IeYeHUs B CBS3M YBENIMYEHUEM KOMAU-
4yecTBa AeTen C MHTeNNeKTyanbHbIMKU HapyLLEHUSIMU U 3aTpya-
HeHueM B 06y4YeHUH, KOTOpble Ha HAYaIbHOM 3Tane pa3BUTUS
PaCcLEeHMBAIOTCA Kak He3HauMTenbHble U npexoasime [4, 5].

KNTMHUYECKUIA CNTYYAN

Manbuuk, 16 net, nocTtynun B oTAENEHWE KIUHUKKM Hay4yHoro
LleHTpa npobneM 340p0BbS CEMbU WM PEMPOAYKLMM YenoBeKa
C AMarHo30M «HeWiponereHepaTMBHoe 3abonesaHne ronoBHOMo
mosra» (G31.8 no MexayHaponHon knaccudukaumm 10-ro ne-
pecMmotpa (MKB-10)). XKanobbl npy nocTynneHnm Ha onyLieHue
BeK, fedUUMT Maccbl Tena, MIoXyl YCNeBaeMoCTb B LUKOJE,
HapyLLIEHWEe NOXOAKM (MOKAYMBAETCH NpU Xoabbe).

PebeHok oT 3-# bepeMeHHOCTH, 3-X poaoB. bepeMeHHOCTb
npotekana 6e3 ocobeHHocTei. Poabl CpoyHble, camocTosi-
TenbHble, HEe OCNOXHeHHble. OueHKka No wkane Anrap npu
poXxaeHunn coctaBuna 8-9 6annos. Macca Tena npu poxae-
Hum 3150 r. MNepunoa HOBOPOXAEHHOCTM NpoTekan 6e3 oco-
6eHHocTel. OTMeyanach 3agepKka NCUXMYECKOro U peyeBo-
ro passuTusg. MOTOpHOe pa3BWTME He CTpajano: ctan aep-
aTb ronosy B 1 Mec.Xu3Hu, cuaetb 6e3 noaaepxku B 6 mMec.,
xoauTb B 12 Mec. B reHeanormyeckom aHamHese y IBOIOPOL-
HOro [eaylKku OTMevanacb 3afepxka pocta U Aeduuut
Maccbl Tena. Ha MoMeHT obcnenoBaHua B ceMbe 5 petei:

Manbumnk 20 net 300poB, AeBoyka 19 neT uMeeT pacllenuHy
Markoro Heba (npoomnepupoBaHa), Manbunk 12 net umeet
3auKaHue, eBoYKa 8 NeT 340poBa.

103 otmMeyaeTca ¢ oekabps 2019 r.(c 13 ner), ero passutue
MaMa HM C YeM He CBA3bIBAET. 3afepXKa pPocTa U CHMXKEHUE
Maccbl Tena bblnm OTMeYeHbl B BO3pacTe 5 neT nocne nepexe-
CeHHOro cTpecca (CeMeiHble B3aUMOOTHOLLEHUS poauTenen).

Haxonomncs Ha nevyeHun B KpaCcHOSpPCKOM KpaeBOM Kiu-
HWYECKOM LieHTpe OXpaHbl MAaTEPUHCTBA M AeTCTBa C OCHOB-
HbIM AMArHO30M «HeWponereHapaTMBHoe 3aboneBaHue He-
yTouHeHHoe» (G31.9 no MKB-10) ¢ cuMMeTpUYHbIM Nopaxe-
HMEM MONyWwapuii Mo3Xeyka B Mpoekumu 3ybuyatbix saep
B 00/1aCTV BEPXHEW U CpefHel HOXKM MO3XKeuka U NMoKpbIL-
KM CpegHero Mo3ra no Xo4y KOPTUMKOCMWMHANbHbIX TPaKTOB
B Cyb6KOpPTWMKaNbHbIX OTAENnax n0bHO-TeMeHHbIX obnacrten
rON0BHOrO MO3ra C NepudOKanbHbIM OTEKOM C HOpPMUPOBA-
HMEM MEJIKMX 04YaroB AeMUennHu3aumm B 6enom BelecTse
rO/I0BHOMO M03ra, YMEPEHHO BbIPAXKEHHbIX, PACMONOXEHHbIX
NapaBeHTPUKYNSAPHO; aTakCMYeCKUid CUHOPOM, ABYCTOPOH-
HWIA MNTO3 3-i CTeneHW, NOAKOPKOBAS AM3apTpusi, atpodus
[LMCKOB 3pUTENbHbIX HepBOB, OeNKkoBO-3HepreTnyeckas
HepocCTaTo4yHOoCTb. ConyTCTBYHOWMI  AMArHO3: HWM3KOpPOC-
nocts (7). AuddepeHumanbHbIi AUMarHo3: MUTOXOHAPUAbHOE
3abonesaxue (?); nemkognctpopus.

CocTosHMeE Npu NOCTYNNEHUU CPeLHEN CTEMEHU THKECTU
no cTeneHu Hesponoruyeckoro neduumta. Poct 150 cm,
Macca Tena 29 kr.AcTeHn4eckoro TenocnoxeHus. Ousmyeckoe
pasBuTMe CcpeaHee, AM3rapMOHWYHOE. KoXKHble MOKpPOBbI
W BUOMMbBIE CIM3UCTbIE YncTble. [lepudepuyeckne nnmdoys-
Nbl He yBenunyeHbl. HocoBoe abixaHue cBoboaHoe. B nerkux
[bIXaHWe Be3WKYNSpHOE, XPUMOB HET, 4acToTa [bIXaHWs
14 B MUHyTY. TOHbI CEpALEA PUTMUYHbIE, YUCTbIE, C YACTOTOM
60 B MUHyTYy. ApTepuanbHoe pasnenne 100/60 mMm pt. cT.
XMBOT npu nanbnaumm mMarkuin, 6e3bonesHeHHbIN. TazoBble
(bYHKUMM KOHTPONUPYET XOpoLlo.

[py HEBPONOrMYECKOM UCCNEef0BAHUM BbISIBJIEH ABYCTO-
POHHWMI NTO3, HaNpsbkeHWe mnapaBepTebpanbHbIX MbILL,
B LWeEWHOM oOTAene MO3BOHOYHMKA, HapylweHWe MNOoXon4-
KM (MOeT nowaTbiBasiChb, LUMPOKO PpacCTaBMB HOMM), CMAa
Mblwy, 3 6anna, cnabocTb MblWL, QUKCUPYOLWMX NONATKK,
KPbINOBWUAHbIE NONATKU. MHCTPYKUMM He BbiNoNHsEeT. B nose
Pombepra nowartbiBaeTcs. [1py BbINONHEHUMW KOOPAMHALMOH-
HbIX MP06 B KOHEYHOCTAX NPOMaxMBAETCA.

MNpu npoBefeHMM MaArHUTHO-PE30HAHCHOM TOMOrpa-
¢un (MPT) ronoBHOro Mo3ra BbIIBNEHbI CUMMMETPUYHbIE
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Y4aCTKM U3MEHEHHbIX MP-CUrHanoB B Noaywapuax Mo3xeu-
Ka (npoekuun 3ybuaTtbix s4ep), B 061acTM BepxHecpenHel
HOXKM MO3XeYKa M MOKPbIWKM CpeaHero Mosra u no xomy
KOPTMKOCMWMHANbHbIX TPAKTOB, @ TakKe B CYOKOPTUKANbHbIX
oToenax /n0OHO-TEMEHHbIX 0OnacTelt rofIOBHOMO MO3ra.
OTMeyeHbl MP-npu3Hakm o4aros gemuennHmsaumnm B 6enom
BeLLEeCTBE FOIOBHOMO MO3ra, KOTOPble YMEPEHHO BbIPAXEHbI
M pacnonaralTcs B NapaBeHTPUKYNSPHbIX yYacTKax v Belle-
CTBE 3aTblNOYHbIX gonen. Mmeetca rmneptpodus aumbona-
HOWM TKaHW 3aA4HEN CTEHKM HOCOT/IOTKM.

Npu nccnenoBaHMM C MOMOLLBIO UTONIbYATON 31EKTPOMMO-
rpaMMbl AEeNbTOBMAHOM MbllLbl CPaBa OTMEYEHO CHUXKE-
HWEe aMnAWTyabl M AAUTENbHOCTM MOTEHLMAN0B ABUraTesb-
HbIX eOMHUL, (4TO B BOnbLUEl CTeneHM COOTBETCTBYET MMO-
reHHOW nepecTpoike [OBUraTeNbHbIX €4MHMUL). DNeKTpo-
3Huedanorpadus BbiSIBUNA YCTOMYMBBIA 3aMefIeHHbIN aHa-
nor anbda-putMa BO BCex oOTAenax. Bpay-odranbmonor
0OHapyXun runepMeTponuyeckmini acTUrMaT3Mm, NTo3, napes
FOPWM30HTANbHbIX NA304BUIrATENbHbIX MbILWL, MUIMEHTHYIO
[lereHepaLumio ceTyaTku.

PebeHok npokoHCynbTMpPOBaH B HayuHo-muccnepoBsa-
TENbCKOM  KNMHUYECKOM WHCTUTYTE MNeauaTpun UM. akag.
tO.E. Benbtminesa n PoccMickoM Hay4YHO-MCCIEA0BaTENBCKOM
MeaMUMHCKOM yHuBepcuTeTe mMenn H.M. MNuporosa. 3ano-
[l03peHo HelpoaereHepaTMBHOe 3aboneBaHne HacnencTBeH-
HOro xapakTtepa. PekoMeHO0OBaHO MpOBeLeHME CEKBEHMPO-
BaHMS NOMHOIO 3K30Ma, UCCEeA0BaHNE KPOBM HA aMUHOKMC-
NOTbI, AUMNKAPHUTUHBI U NAKTaT KPOBMU.

[poBefeHHOEe NONHO3K30MHOE CEKBEHMPOBAHME BbISBU-
no MyTaumio B reHe SDHB (reTepo3urota), AedULNUT MUTOXOH-
[p1anbHOro komnnekca |l saepHoro Tmna 4, MyTauumio B reHe
NFASC (609145) Ha xpoMocome Llq32 (reTepo3uroTa).

Knunuueckmini anarHos: G31.8 no MKB-10 - Helipogere-
HepaTMBHOe 3abosneBaHWe roNIOBHOMO MO3ra C CUMMETPUY-
HbIM MOPaXXEeHWEM MONYLIAPUIA MO3XEeYKa B NpoeKL MK 3ybya-
TbIX S4ep B 06N1acTU BEpXHEN U CpeflHeM HOXKM MO3XKeuKa
MOKPbILWKM CpefHEero Mosra no Xody KOPTUKOCMMHAMbHbIX
TPakTOB B CYOKOPTUKaNbHbIX OTAeNax A06HO-TEMEHHbIX
06nacTeit ronoBHOro Mo3ra, a Takxe ¢ GoOpMMpPOBaHMEM Mef-
KMX 04YaroB femMuenvMHu3auumn B 6enom BellecTBe ronoBHOMO
MO3ra, YMEPEHHO BbIPAXXEHHbIX, PACMONOXEHHbIX MapaBeH-
TPUKYNSPHO Ha GOoHe aeduuMTa MUTOXOHAPUANBHOTO KOM-
nnekca Il sgepHoro Tvna 4, mytauum B reHe NFASC (609145)
Ha XxpoMocoMe Q32 C HapyweHWeM MUTOXOHAPUANBHOTO
obMeHa C aTakCMYecKMM CMHAPOMOM; CMHAPOMOM ABWra-
Te/NbHbIX HApYLUEHWI B BUAE CTOMKOrO ABYCTOPOHHErO MT03a
2-3-i CcTeneHu, HapyXHoW odTanbMonnerven, YacTMYHOM
aTpoduen AMCKOB 3pUTENbHBIX HEPBOB 0OOMX MNas, NUrMeHT-
HOW [ereHepauumen CeT4yaTku, MOAKOPKOBOWM AM3apTpuen
C NIerkom [ABYCTOPOHHEW HENPOCEHCOPHOM TYrOyXOCTbio
C YMEPEHHBIMU KOTHUTUBHBIMU HapyLUEHUSIMMU.

ConyTcTBylOWMIA [MATHO3: HapylleHWe puTMa Cepaua,
CMHYCOBas apuTMUS C TEHAEHUMEN K BpaauKapamm; 4acTuu-
Has aTpodusa 3pUTENbHOTO HepBa; MNepMeTPONnUYecKuii
aCcTUrMaTM3M; MNTo3 2-iM CTerneHu; napes ropu30HTaNbHbIX
rNasonBUraTeNbHbIX MbILWL; NUIMEHTHAs LereHepaums ceT-
yatkm OU; HM3KOpOCNOCTb; yMepeHHas 6enkoBo-3Hep-
reTmyeckast He4oCTaTOYHOCTb.
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OBCY>XAEHUE

Mcxopa m3 Toro 4to obe MyTaumm HaxoAATCS B OAHOM
XpOMOCOMe U BAM3KO PACMONOXKEHbI, T. €. HA XPOMOCOME
1p36.13 (SDHB) 1 1g32.1 (NFASC), c 60nblION BEPOSTHOCTBIO
MOXHO NpeanonoXuTb, YTO MPOM30LLNA TpaHCBepcus. B nute-
paTtype umetoTcs HabntoaeHns Mytaumii B reHe SDHB'y netei
C NPY3HAKaMu HEBPONOTMYECKMX HapyLUeHUH, NeikoaHLeda-
nonatuew, pakoM MOYKM, MaparaHrMnMoMaMu. Mytaums B reHe
NFASC Bbi3bIBaeT HapyLleHMe pa3BUTUS HEPBHOW CUCTEMbI
C LEHTPaNbHOM U nepundepruyeckon ABUraTenbHOM AMChYHK-
uuew [6, 7]. HecMoTps Ha TO YTO B NPEACTaBIEHHOM Cly4ae
NpoM30LWM ABe AOCTAaTOYHO TSXKENble MyTALMK, OHU He npu-
BEIN K BbIPAKEHHBIM KIIMHUYECKMM MPOSIBNEHUSM U PaHHEMY
TSXKENOMY TeYEHMIO 33601eBaHUS. DTO MOXHO OOBACHUTL TEM,
4TO OAHa MyTauuMs cMmaryuna gencreune gpyron [8, 9].

MN3BecTHO, 4To MyTaums B reHe SDHB Bbi3blBAET HapylLue-
Hue ob6pa3oBaHus cykuuHaTaermgporeHassl (SDH). 3tot
bepMeHT gBnseTcs KOMMOHEHTOM Kommnekca |l MUTOXOH-
npuin. ®parmeHT, kogupyrowmii SDH, coctout U3 4 cybbenm-
Huw: dnasonpotenH (SDHA), xxenesocepHbin 6enok (SDHB)
W OBa MHTErpanbHbix MeMbpaHHbix H6enka — SDHC (602413)
n SDHD (602690) [5, 7]. B haHHOM cnyyae ofHa U3 MyTaumi
npousowna B reHe SDHB, T. e. cybbenmHuLe, COoEpPXKALLEN
SDHB. TeH SDHB pacnonoxeH B sape B XpoMOCOMe
1p36.13 [6, 8, 9]. SDH 4aBngetca akTMBHbIM (HeEpMEHTOM
umkna Kpebca [10]. Mccneposatenu, usyyasimne red SDHB,
3a9BunK, Yto ero npoaykt SDH BmecTte ¢ dymapatruapara-
301 OencTByeT Kak cynpeccop onyxonen. Hanuume y naum-
€HTOB 3apOoAblLeBbIX MyTaLui B reHe SDHB npeppacnonara-
eT K /J1eMOMMOMaM, paky MOoYKW, naparaHrimomam. SDH-
feduunTHbIe KNETKM M OMyxXonu HakanaueawT dymapat
M B MeHbLLEN CTeneHn — CyKUMHaT. B onyxonax ¢ neduumntom
SDH B 0CHOBHOM Hakanausaetcs cykumHar [11, 12].

B 10 e Bpems wu3yyeHue OMONOrMYECKOrO AEWNCTBMUS
CYKLMHATa NoKasano, YTo ero AencTBMe YBEAUUYMUBAET OKCU-
reHaumio TkaHew [12]. M3yyeHne XpoHW4eckow o0b6CTpyKTHB-
Hoi 6one3Hn nerkux (XOBJT) nokasano, YTo mManoe Konmue-
CTBO CMMMTOMOB NpU OBOCTPEHMM Yy MALMEHTOB CBA3AHO
C YBEMYEHMEM CUHTE3A CyKUMHaTa [13, 14]. BoiseneHo, uto
CcMsiTYeHne HavanbHbix ctaguin XOBJT npotekano ¢ ysenunye-
HWEM CMHTE3a CyKUMHATa M cHmKeHneM SDH [13].

B nuTepatype NpMBOLMTCS OMNbIT NPUMEHEHUS CYKLMHAT-
copepxKallero npenapaTa umMtodnaBuHa B Ka4ecTBe Heilpo-
MPOTEKTOPHOM Tepanuu Mpu UIEMUYECKUM WMHCY/bTE, YTO
CNocobCTBOBANO YMEHbLUEHWMID O4Yara NOpPaXkeHUs roN0BHO-
ro mosra [15].

Bropas mytaumsa - B reHe NFASC (609145) n3ameHset
benok HerpodacumH. benok npeacrasnset coboi Monekyny
aaresnn KNeTok MMMyHornobynuHa cemerictea L1 (HeipoH-
HbIX MOnekyn pacnosHasaHus). OH yyacTByeT B CybKneTou-
HOM HaLEeIMBaHUM AKCOHOB M (GOPMMPOBAHUM CUMHAMCOB
BO BpEMS pa3BUTUS HepBHOM cucTembl [16]. HelipodacumH
MrpaeT K/KYEBYIO PO/b B PasBUTUM U DYHKLMOHMPOBAHUM
HayanbHOro cerMeHTa akcoHa (AlS) n nepexsaToB PaHBbe
B LEHTpanbHOW v nepudepnyeckon HepBHOM cucteme [17].

Kak coobuwatot E. Monfrini et al,, MyTauus B reHe NFASC
Bbi3blBAeT HapylWeHWe pa3BUTUS HEPBHOW CUCTEMBI


https://www.omim.org/geneMap/1/203?start=-3&limit=10&highlight=203
https://www.omim.org/geneMap/1/1576?start=-3&limit=10&highlight=1576
https://www.omim.org/entry/602413
https://www.omim.org/entry/602690
https://www.omim.org/geneMap/1/202?start=-3&limit=10&highlight=202

C LLeHTpanbHOM 1 nepudepuyeckon ABuratenbHom AnchyHK-
umei. HapyweHue npepncrtaBnsetr coboit  ayTOCOMHO-
peLeccMBHOE HeBponornyeckoe 3abonesaHue C OYeHb
BapuabenbHbiM deHoTunoMm. Taxxenas GopMa MOXET MposiB-
NATbCS BbIPAXXEHHOW MMMNOTOHWEN, Tpebytole UCKYCCTBEH-
HOM BEHTUAALMM NETKMX U KOPMAEHUS Yepes 30HA, Pe3KOK
3a[epXKOM pa3BUTUS, OTCYTCTBMEM TaKTUAbHbIX PeaKLMii
M 3pUTENbHOrO KOHTaKTa. Jlerkas ¢opMa MOXeT npoTekaTb
Kak MporpeccupyroLias aTakcusa ¢ MHOAHTUABHBIM HaYyanoM
WM LeMuenuMHusmpylolen nepudepmnyeckon Hesponatu-
e [18]. B npencraBneHHOM KAMHMYECKOM Clyyae Habnoma-
€TC HaNoXeHue MmaToreHesa [ABYX MyTaLWi, 4TO U3MeHsieT
KNIMHUYECKMe NPOSIBNEHNS U 3aTPYAHSET AMAarHOCTMKY 3ab0-
nesaHus. bonbwon npobnemon npu BbisBNEHMM NOA0GHOM
naTonorumn gaBnseTcs Bbibop Tepanuu. B HacTodwmii MOMeHT
He pa3paboTaHO 3TMONOrMYECKOrO leYeHUs AaHHOM NaTono-
rMKW, OQHAKO B NuTepaType O6CYXAAKTCS BOMPOCHI HeW-
pOTPaHCANAHTaLUMM LOHOPCKMX CTBOMOBBIX W (eTanbHbIX
KNeToK Mpu TakWMX HelpofereHepaTUBHbIX 3aboneBaHUsX,
Kak MapKUHCOHW3M K BonesHb XaHTuHITOHa [1, 19].

Npu neveHnn HerpoaereHepaTMBHbLIX 3ab60NeBaHUM, NaTo-
reHes KOTOpbIX 0OYCNOBNEeH MyTaUMsSMU KOHKPETHbIX FeHOB,
6e3ycoBHO, TpebyeTcs BMeLIaTeNbCTBO B OPraHM3M nauueHTa
Ha reHHOM ypoBHe. [eHHas Tepanus NO3BONSET KakK NOAABUTD,
TaK M YyCUAUTb IKCMPECCHIo reHa-MuLeHu. B HacToswee Bpems
N8 ee KOppekuuW CylecTByeT psa MOAXOLOB, HEKOTOPbIe
M3 HUX HaxXoAsTCs B SKCMEPUMEHTANbHOM CTaTyce, Toraa Kak
Lpyrve yxe MNpoOXoAaT KAMHWYeckue wucnbitaHua [1, 18].
BO3MOXHOCTH KNETOYHOW Tepanuu B LEHTPaNbHOM HEPBHOM
CUCTEME MHTEHCMBHO M3Y4atoTCs AN MPeoLoNeHns NocTTpaB-
MaTUYeCKMX 1 NOCTULLIEMUYECKMX AeDEKTOB HEPBHOM TKaHMW,

a TaKKe And NeyYeHns HelpoaereHepaTMBHbIX 3aboneBaHumi.
BmecTe ¢ TeM KAMHWULMCTBI CTANIKMBAKOTCS € 3TUYECKUMU NPO-
6nemMamu, HanpuMep, BO3MOXHOCTBIO MPUMEHEHUS TKaHW
MN04a, BbICOKOM BEpOSTHOCTbIO OMyXOneBOi TpaHchopma-
UMW TPaHCMNAHTMPOBAHHbIX KneTok [6, 17, 20-22]. Ons
noBblleHns 3ODEKTUBHOCTM HelpoTpaHCNNaHTaLUmMK B Hac-
TosILLEE BPEMS aKTMBHO MCCNEoYTCS BO3MOXHOCTU MpuMe-
HEeHMS reHeTUYecku MoAMOUUMPOBAHHbLIX CTBOMOBLIX Kie-
TOK, IKCMPECCUPYIOWMX TepaneBTMYECKMe TeHbl, C Lenblo
[OCTaBkM B 06nacTb HeWpopereHepauuun $akTopos, noa-
LEPXKMBAKOLMX BbBKMBAHME HEMPOHOB WM POCT HEPBHbIX
BOJIOKOH. B IaHHbI i MOMEHT pa3paboTaHO HECKONIbKO TEXHO-
NOTUI AOCTaBKM reHeTUYeCcKoro MaTepuana B aykapuoTuue-
ckune knetku [1, 23-27]. icnonb3oBaHue reHoTepanesTuye-
CKMX METOAOB A/ NNeYEeHUS HACNenCTBEHHbIX 3ab0NeBaHui,
6e3ycnoBHO, AEMOHCTPUPYET YPEe3BbIYAMHO LIMPOKME BO3-
MOXHOCTW U BbICOKMI NoTeHuuan. B aTom HanpaeneHun naet
aKTUBHbIA MOWCK PELIEHWI, U MO MHOFMM HampaBieHUAM
ecTb ycnexw [24, 28].

3AKJTIOYMEHUE

[locTnxeHns coBpeMeHHON reHeTuku [2, 24] no3sonstoT
3D PEKTUBHO NEYNUTb CaMble CNOXKHble 3aboneBaHus, B TOM
uucne n HempogereHepaTuBHble. BHeapeHne HOBbIX TEXHO-
NoruiA reHoTepanmu B nevebHbl npouecc no3sonuT 3ddek-
TMBHO CMPaBAATLCS C CaMbIMKU CNOXHBIMKU 3ab0NEBaHMAMM
M MOBbICUT KAaYeCTBO MeLULMHCKON MOMOLLM.
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