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Memaxpomamuueckas aeiikoducmpous (MJIN]) — nacredcmeennoe 3a601e6anue U3 epynnol AU30COMHbIX O0Ae3Hel HAKONACHUSL ¢ AYMOCOM-
HO-peueccusHbiM munom Hacae008anus, 6CMpPeHanueecs 60 6cex 603PACMHbIX epynnax. B nacmosiuee pems uzeecmuol caedyouue hopmol
3abonesanus: nozdnedemckas (Haubonee pacnpocmpaHeHHas), 8eHUNbHAS (DAHHAS U NO30HSA) U 83POCAAsL, ¢ MaHugecmayueil 3a001e6aHUs
nocae 16 nem. [lpedcmasaennviil Kaunuveckuil cayuaii demoncmpupyem e3pocayio oopmy MJL y nayuenmiu 24 nem ¢ 0OCHOBHbIMU NPOsIBAE-
HUSAMU 8 8U0e KOCHUMUBHBIX HAPYUIeHUIl, BKAIOUAS CHUJICEHUE NAMAMU, KPUMUKU, KOMMYHUKAMUBHbIX HABbIKO8, CHOCOOHOCMU K cAM0o00cay-
acuseanuro. Tlpu nposedeHuy MaeHUMHO-pe30HAHCHOL MOMOSPAPUU BbIABAEHO 00UIUPHOE CUMMEMPUYHOE NePUBCHMPUKYASPHOE NOpadiceHUe
0enoeo eeuecmea 2010861020 M032a 6e3 NPUSHAKOB 808ACHEHUSI CMBO0A08bIX CIPYKIYD U NO8blUeHUs YpoeHs aakmama. T1o daHHbIM cexeeHu -
DpO8anUs IK30Ma y nayueHmku ooHapyicervl 0ee namoeenHsvie mymauuu eena ARSA. O6cyscoaromes kaunuko-eenemuyecKue 0ocobeHHOCMU
83pocaoil hopmur MJLJ u cospemennble no0xodbl Kk mepanuu 3a0604e6aHusl.
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Adult metachromatic leukodystrophy: case report
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Metachromatic leukodystrophy (MLD) is a hereditary lysosomal storage disease inherited in an autosomal recessive pattern, which occurs across
all age groups. Currently, several forms of the disease are established: late infantile (the most common), juvenile (early and late), and adult, which
manifests after the age of 16 years. This case report demonstrates an adult MLD in a 24-year-old woman presented with cognitive impairment,
including memory deficits, judgement, communication, and self-care skills decline. Magnetic resonance imaging findings revealed massive sym-
metrical periventricular white matter lesions without signs of brainstem involvement and increased lactate level. Whole exome sequencing revealed
two ARSA gene mutations. Clinical and genetic characteristics of the adult MLD and modern treatment approaches are discussed.
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Mertaxpomatuueckast jaeiikogucrpodpuss (MJIJI) — Ha-
CJIeICTBEHHOE 3a00JieBaHUEe U3 TPYIIIThI JTM30COMATbHBIX 60-
JIe3HEel HAKOTUIEHUsI C ayTOCOMHO-PEIIECCUBHBIM TUITOM Ha-
clIeIOBaHUsI, BCTpevaloleecss BO BCEX BO3PACTHBIX TPYITITax
¢ yactoToit or 1 ciydast Ha 40 Teic. mo 1 Ha 160 ThIC. Hacee-
Hust. [Tpu MJII HaGogaeTcs HeA0CTaTOYHOCTh apuJICyJibgha-
Tazbl A (ARSA; nepedposun-3-cyabbarasbl), pexxe — 0eka
cano3uHa B, 4To mpuBOAUT K MHTPATU30COMATbLHOMY HaKOM -
JICHUIO CYJIb(aTUI0B, BbI3BIBAIOIINX TOKCUYECKYIO TEMUETN-
Huzauuio B neHtpaabHoit (LIHC) u nmepudepuueckoii HepB-
HOH cucteme. B Hacrosiiee BpeMsl M3BECTHBI CICIYIOLINAE
GdopMbl 3a00IeBaHMA: MO3IHEAETCKass (Haubojiee pacrpo-
CcTpaHeHHasl), IOBeHUJIbHas (paHHSS W MO3IHSsI) U B3pocias,
¢ manudecranueii 3a6oneBanus nocie 16 yer [1, 2].
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K OCHOBHBIM KJIMHMYECKUM TIPOSIBIIEHUSM B3POCION
(opmbr MJIJI oTHOCSITCA: perpecc MOTOPHBIX HaBBIKOB, aTakK-
cusl, MbllIEYHast ciabocThb, aucdarus, cyloporu, TMIOTEH3Us,
nepudepuyueckass MojauHeBponaTusi, aTrpodusi 3pUTETbHOIO
HepBa, CJEerNoTa, acCOLMMPOBAaHHAsI C HAJIMYMEM MaToJornye-
CKOTO OYara B 3aTbUIOYHOI KOPE Y MPOBOASIIMX MYTSIX 3pUTETb-
HOTO0 aHaJIM3aTopa, yXyALleHNe KOTHUTUBHBIX U TOBEAEHUECKUX
dbyuxuwmii [3].

Juarno3 MJIJI yctaHaBiIMBaeTcsi HA OCHOBAaHMUM cOYeTa-
HUST XapaKTEePHBIX KJIMHUYECKUX MPOSIBICHUN, JaHHBIX Mar-
HUTHO-pe30HaHCHOU Tomorpaduu (MPT), pe3yiabraToB 61Mo-
XUMUYECKUX UCCIeNOBaHUN (OTCYTCTBUE aKTUBHOCTHU 1ieped-
po3uacynbdaraspl B JielikonuTax mnepudepuieckoil KpoBuU
WK KYJIBTUBUPOBAHHBIX TKaHEBBIX (pruOpodIacTax, CHUXKEHUE
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akTUBHOCTU ARSA B MOYe HMXe YPOBHsI 16 MKT/T, OOHapyxe-
HUE cyab(aTUI0B B MOY€e U LIEpeOPOCTUHATBHON XKXUIKOCTU
[4, 5]) 1 MOJIEKYJISIPHO-TEHETUYECKOTO 00CIeI0BaHuUs, JaH-
HbIX Ononicuu. uddepeHumanbayto auarnoctuky MJI npo-
BOJSIT MIPEUMYLIECTBEHHO CO B3pPOCIBIMM (opMaMu IPYrux
BUJIOB JIEMKOAUCTPOGUII: MHOXECTBEHHOM CyabghaTa3zHoOi He-
JIOCTATOYHOCTBIO, 00sie3HbI0 Kpa®be, BOCKOBUIHBIMU JIUIIO-
dycLrHO3aMu HeipOHOB, 6os1e3Hb0 Humana—ITuka tuma C [6],
GM1/GM2-raurnuo3uno3omM, 0o0Je3HbIO AJeKkcaHaepa
U APYTUMU 3200JI€eBAaHUSIMU, BHI3BIBAIOIINMY PAHHIOWO JeMEH-
uuto [7].

Bo3amoxHoctu sieueHust B3pocioit popmbl MJIL kpaiiHe
orpaHn4eHHbl. OIUH W3 HEMHOTUX METOMIOB, MPUMEHSEMBIX
npu Mno3aHei oBeHWwIbHOU Gopme MJIIJ u MIJIL B3pocibix, —
9TO AJIJIOTeHHAsl TPAHCIUIAHTAIMs I'e€MOMO3TUYECKUX CTBOJIO-
BbIX KJIETOK, KOTOpasi KOMOMHUPYETCsI ¢ aHTUOUOTUKOTEpaIu-
eii, HyTPUTUBHON MOAAEPKKON, MEAULIMHCKUM YXOIOM, C TIOBE-
JIEHYECKOIi Tepanueit, KoppeKirei pe4eBbIX paCCTPOMCTB, UHb-
eKl1eit 00TyJI0TOKCHMHA 1 OakiodeHa [8].

[MpuBoaMM KIMHUYECKOE HAOMIOACHUE.

Hauyuenmxa M., 24 nem, scumeavnuua Kpacnospckoeo
Kpas, 0bpamunace Ha KOHCyAbMayuio k epauy-rHesponozy Hespono-
2UYEeCK020 YeHMPAa dNUAenmoN0eUU, HelipoceHemMUKY U Uccaedosa-
Husi mo3ea Kpacnospckoeo eocyoapcmeennoeo MeOuUUuHcKoeo yYHU-
eepcumema um. npogeccopa B.D. Boiino-Hceneurxozo ¢ sneéape
2020 e. ¢ wcarobamu Ha paccesHHOCMb GHUMAHUS, CHUMCeHUe Na-
MAMU, Anamuio, CHUJICeHue Kpumu-
KU, HapyuleHue CoyUanbHuIX KOHMa-
Kmoe. 2Kanobvl u anamues coopamvl
€0 €106 Mamepu nayueHmKuU.

U3 anamuesa: pocaa u paseu-
6anach cOOMEEMCMEeHHO 803DAcmy.
Cpeonioro  00ueobpazosamenvHyo
WIKONY OKOHYUAA HA <XOPOUIO» U <OM~-
auuno». B eospacme 18—19 aem,
60 8pemMs 00yueHus 6 Koaredxuce, No-
ABUAUCL — HAPYWIEHUS — NAMAMU:
015 3aNOMUHAHUS HOB020 Mamepua-
1a mpeboganoce boavuee Koauvecm-
80 @peMeHU, NOABUAUCH CAOICHOCMU
6 o0uweHuU ¢ Opy3baMuU U 00HOKYpC-
HUKAMU, U3MeHuacs Xxapakmep.
Yxyowenue cocmosnus ommeuarom
Ha npomsdicenuu 08yx aem nocie po-
dopaspewenus. [loseunrace anamus.
Omcymcmeyem unmepec K 0Kpysca-
oujemy mupy, npoepeccupyiom pac-
CeSIHHOCMb GHUMAHUS, HapYuleHue
namamu. Ilayuenmka ne cnocobna
BbINOAHUNMb NPUBLIUHbLI 0151 Hee 006~
em domawneil pabomol. M3menenus
8 COCMOAHUU NAyUeHmKU ee poou-
meau paxnee mpaKmoganu Kak noc-
1epodosyro denpeccuio, 8 C83U € Yem
NnepeoHa4anbHO 00pamuAUch Ha KOH-
cyaomayuto Kk ncuxuampy. [locae
npogedenUs Heliponcuxon02U4ecKoeo
mecmupoganuss u MPT 2onoenoeo
Mo32a hayuenmka Oblia HanpasaeHa
Ha KOHCYAbMAYUIo K He8poaoay.
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Maernummno-pe30HancHvle MOMOPaMMbl
nayuenmiu M., 24 rem. Obvschenue 6 mexkcme
Magnetic resonance imaging of a 24-year-old
female M. Explanation is in the text

Hacaedcmeennbiii anamues no Heepoaoeuteckoii namonoeuu
He omsA2oujeH.

B Hesponoeuueckom cmamyce: coznauue scvoe. Kpumuka,
namams chuxicensl. Ha eonpocsl omeeuaem 00HocA00icHO («6ce X0-
pouLo», «HU4e2o He becnokoum»). Camoobcayicueanue HapyuleHo,
anemenmot Heonpsamuocmu. Tnasnvie weau D=S. 3pauxu D=S. Do-
mopeakuyuu ycugvle. Jludicenus ena3nvix 010K 8 NOAHOM o0seme.
Hucmaema nem. Jleekas acummempusi HOCO2YOHbIX CKAAJOK. H3biK
no cpedneii aunuu. Inomanue coxparneno, 210mounblil pegaexc avi-
3vigaemcs. Jleexas nasonanus. Moiweunniii moHyc OUCMOHUYHBLLL.
Mbviweunasn cusa coxpanena. Jleekas auusopegnexcus cnpasa.
Jleycmoponnuii cumnmom babunckoeo. MenuneearvHbix 3HAK08
nem. Tazosvie pynKyuu Konmpoaupyem.

IIposedeno obcaedosanue: MPT eonosnoeo moszea: 6 cynpa-
BEHMPUKYAAPHBIX U NAPABEHMPUKYAAPHBIX 0moeaax A00HbIX, me-
MEHHbIX U 8UCOYHBbIX 00Aell, KoAeHe U 8anuke MO30AUCmOo20 mena
onpedeasaiomes 00UIUPHble CAUBHblE 04alU, SUNEPUHMEHCUBHbIE
6 pexcumax T2 u FLAIR, chuxcennoii unmencusnocmu no T1 6e3
NPU3HAK08 NepuoKatbHo20 omeka, «macc-aggexma». Ha gone
ONUCAHHBIX U3MEHeHUL OMMeUaromces YHacmKu oepanuderus oug-
hysuu, yuacmxu ¢ no8blUEHHbIM UHOCKCOM K03(duyuenma oug-
¢hysuu écaedcmeue deeenepamughvix usmenenuil. Ilo dannvim MP-
cnekmpockonuu — npusznaku MJIJ. [lpusnaku wueiipodeeenepa-
MUBHBIX UBMEHEHULI C OMAONCCHUEM HCeNe30CO0ePICAUUX NUSMEeH-
moe 6 obnacmu O1e0HbIX Wapos (CM. PUCYHOK).

Ananusel Ha 1gG, IgM k kaewesomy 6oppeauosy, RW, BUY,
anmumena k HamueHou JIHK, kapduoaununy — ompuyamenvHoie.

AHaauz xpoeu Ha eemocmas,
60NYAHOUHBII AHMUKOARYAAHM —
6 npedenax peghepencHbviX 3HA4eHUIl.

Heiiponcuxonoeuueckoe mec-
muposanue: yMepeHHbvle KOSHUMUG-
uote Hapywenus (KH) no noaumo-
0anbHOMY mMuny — amHecmu4ecKui
CUHOPOM, AKAAbKYAUS, HeUpoOUHa-
Muveckue Hapyulenusl, HaApyuleHus
MbluineHus, abcmpazupoeanusl.

Ilo dannvim anexkmposnyepa-
a0epaguu dnusenmugopmuas aK-
MUBHOCMb He 3apecucmpupo8and.

Daekmponeiipomuoepapus:
BbIPAdICEHHbBIE HAPYUICHUS NPOBOOU-
MocmU cMewlanHo2o xapakmepa no
MOMOPHbBIM 80A0KHAM MAA00ePy080-
20 Hepaa.

Y3HU opearos 6prowroli noaoc-
mu: KOHKPeMeHM Jcea4Hoe0 Ny3bips.

llayuenmxke 6Ovin ycmanogaeH
npedsapumenvHblil OUACHO3 <Mema-
Xpomamuueckas AetiKooucmpous».

s ymounenus OuaeHosa
NnpoGedeHo CeKeeHUposaHue K30Ma:
obnapyscen eapuanm (rs74315457)
6 3-m 3K30He eena ARSA, npueoos-
WUl K 3aMeHe aMUHOKUCAOMbL U30-
AelyuH Ha ceputr 6 noaoxceruu 181
(p.1le181Ser, mymayus muna muc-
CeHC), 6apuUaHmbl 8 OAHHOM 2eHe MO~
eym npueodums k pazeumuio MJL/;
10 COBOKYNHOCMU c8edeHull, Myma-
yus seasemcs hamoeehHou. Myma-
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Yus OnUCaHa 6 aumepamype, npucymcmeyem 6 0a3ax OAHHbIX
genomAD, ClinVar, OMIM, Global Varlome shared LOVD.

Obnapyxcen eapuanm 6 6-m 3x30ne eena ARSA, npusoodsuui
K 3ameHe AMUHOKUCAOMbl ANAHUH HA ACNAPACUHOBYIO KUCAOMY
6 nosodxcenuu 333 (p.Ala333Asp, mymauyus muna mucceuc), éapu-
aHmMbl 8 OGHHOM 2eHe Moeym npueodums K pazeumuro MJL/I; no co-
BOKYNHOCMU C8e0eHUil, MyMmayus A6A51emcs GeposimHO NAMo2eH-
Holi. Mymauyus na OauHblil MOMEHM He Onucana é aumepamype,
He 3ape2ucmpuposana @ 6a3ax 0aHHbIX.

[loayuennsie pe3ynvmamoi noomeepicoeHsl CeK8eHUpo8aHU-
em no Ceneepy eena ARSA.

Ilposedeno cexsenuposanue no Ceneepy pooumensm npooam-
da, cubcy, douepu u nAeMAHHUKY.

Omey npobanda: ewvisieren eapuanm NC_000022.10:g.
51064473G>T (c.998C>A, p.Ala333Asp) 6 eene ARSA.

Mamv npobanoa: ewvisesen eapuanm NC _000022.10:g.
51065404A>C (¢.542T>G, p.lle181Ser) 6 eene ARSA.

Jlous npobanda: eviaeren eapuanm NC 000022.10.g.
51064473G>T (c.998C>A, p.Ala333Asp) 6 eene ARSA.

Cubc npobanda: ewisenren eapuanm NC 000022.10.g.
51065404A>C (c.542T>G, p.1le181Ser) 6 cene ARSA.

[Tlnemannux npodbanoa: usmenenuii é eene ARSA He gvisisaeHo.

Takum obpazom, y nayuenmku oJuaeHocmuposana: MJIL]
[croxucnas eemeposucoma: mymauyus 6 3-m 3k30He eena ARSA
(chr22:g.51065404A>C) u 6 6-m 9k3one ecena ARSA
(chr22:g.51054473G>T)], é3pocaasa gopma, ¢ ymepennvimu KH no
noAUMOOANbHOMY MUNY (AMHECMU4ecKuil CUHOPOM, AKAAbKYAUS,
HelipoOuHamu1eckue HapyuleHus, HapyuleHus MoluaerHus, abcmpa-
2UPOBAHUSL); NUPAMUOHBLI CUHOPOM.

[layuenmka noayuwaem Heilpomemaboauueckyio mepanuro,
anmaeonucmol NMDA-peyenmopog, KOoeHUMUBHbII MpPeHUHe.
Ha smom ghone cocmosinue cmaobunvHoe.

ObGcymnpenue

MJIJI — oouH M3 BUIOB JIEMKOAUCTPOMUIi, pa3BUBaIO-
muxcst y B3pocibix. OmaHako cBbiiie 50% ciaydaeB MJIL y naH-
HOU BO3pAcTHOU KaTeropvy MallMeHTOB OCTAIOTCSl HEIMarHo-
CTUPOBAHHBIMM B CBSI3U C KpaifHeil BapnabeTbHOCThIO KITMHU-
YeCKMX MPOSIBJICHUI 3a00jieBaHUsI BO B3POCIOM BO3pacTte, OT-
CYTCTBMEM HACTOPOKEHHOCTH Bpavyeii-KIIMHUIIMCTOB B OTHOIIIE-
Huu MJIJL, onbiTa BeleHUs] MAlMEHTOB C JAHHOM MaToJoTHei
M HU3KOM JOCTYITHOCTBIO FT€HETUYECKOTo 00cieqoBaHus [8].

Benymmumu KIMHUYECKMMU CUMMTOMaMM 3a00JeBaHMS
y TPEACTAaBICHHON MAlMEHTKU SIBJSIOTCS SMOLIMOHAIbHO-BO-
JIeBblE€ 1 KOTHUTUBHbBIC HapylIeHUsI. MalooOIIUTeTbHOCTh, Ha~
pylIeHre MOTUBALIMY U TTAMSITA BOCTIPMHUMAJIMCh POJICTBEHHU -
KaMM KakK TPOSIBJICHUSI TTOCIEPOIOBOM IEMpecCur. AHATOTUY-
HbIC TIPOSIBJICHUS 3a00JICBaHMS: arlaTsI, aCOLMAIbHOE TTOBE/Ie-
HUE, PAaHHSISI IPOTPECCUPYIOIIast IEMEHIINS — OTTMCAHBI Y Malln-
eHTOB co B3pocioii opmoit MJIL. /ledtoT 3ab6oneBanus ¢ KH
XapakTepeH IUIsl TMallMeHTOB C IMO3MHEIOBEHWIBHOW (hopMoit
MUJIJI, ¢ KOTOpOIi YacTO CpaBHUBAIOT B3pocCiylo ¢hopMy 3a0oJie-
BaHUS, B OTJIMYME OT MOTOPHBIX MPOSIBJICHUI Yy MalUEeHTOB
¢ netckoii opmoit [9]. HakomieHust cyabdaTuaoB npu B3poc-
soit popme MJIJI, a 3HAYUT M oYaru AeMUEJTMHU3ALNN, OOHAPY-
KUBaloTcsd B cepoM BeuectBe [10] B OoJbleil CTereHU, yem
B 6esroM. [1o 3Toii MpUYrMHE MOTOPHbBIE TTPOSIBJICHUSI BOSHUKAIOT
3HAYNTEIBHO MO3XKe, TI0 Mepe TTPOTPecCupoBaHUs 3a00JIeBaHUS
¥ 00pa3oBaHUs HOBBIX 0YaroB JAEMUCIMHU3ALINY, 3HAYUTCITHBHO
pexe 3aboyieBaHUE Cpa3y AeOIOTUPYET ¢ HAPYIICHUI TTOXOIKKA
(HeyKJIIOXeCcTH) Uiy aurieruu [3].
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Kpome Toro, y manmeHTKd oTMeJaeTcsi MeIJIeHHOe TPOo-
rpeccupoBaHre KOTHUTUBHOTO nedunnta. CXOmHBIE TaHHbBIE
noayyrsan M. Harrington u coaBt. [11]. YeM cTapiiie MaiueHT,
TeM MeJIeHHee y Hero HapacTaeT KOTHUTHBHBIN Ae(DUIINT, 94TO
MO3BOJISIET CPaBHUTH TeueHre MJIJI y B3pOoCbIX ¢ XPOHUYECKU-
MM, JUIMTEJbHO MPOTEKAIOIIMMU MCUXUIECKUMU 3a00JIeBaHMSI-
mu [12]. Hanuuue 3MOLMOHAIBHO-BOJIEBBIX M KOTHUTHMBHBIX
HapylLIEHU 3a4acTyIO MPUBOAUT K MO3AHEN 1MarHOoCTUKeE 3a00-
neBanus. MJIJl B mpeacTaBieHHOM KJIMHUYECKOM HAOJIIOIeHUU
IMAarHOCTUPOBaHa yepe3 6 JieT oT nedrora 3aboneBanus. [1o qaH-
HBIM JIUTEpATypHl [2, 3, 5, 9], OT MOMEHTa TOSBICHUS TIEPBBIX
CHMIITOMOB JI0 ITOCTAHOBKM JMArHo3a Mpy I0BEeHUIbHOU (popMe
MJIJI ripoxoaut B cpeaHeM 3,6 rofa, B OTAEIbHBIX CIIydasx — J0
7 JeT; 3TO aKTyaJIbHO M TS B3pOCIIOi (DOpMBI 3a00J1eBaHMS.

B mpencraBieHHOM KIMHWYECKOM CiTydae IPOBOIMPYIO-
KM (haKTOpOM MPOrpeccupoBaHus 3a00JeBaHUsl CTaIu Oepe-
MeHHOCTb U1 ponbl. [Tpu aToM Bee hopmbl MJIJL, naxe B3pociasi,
pa3BUBAIOTCS C poxaeHus [8]; mebloT 3aboneBaHus B Ciydyae
B3pOCJbIX (POPM CBS3BIBAIOT C BHEIIHUMU TPUTTEPHBIMU (HaKTO-
paMHM, TIOBBIIIAIOIIMMM HArpy3Ky Ha HEPBHYIO CHCTEMY, MpO-
1IeCChl MUETMHM3ALIMM, U B YACTHOCTH — Ha paboTy 1e(DEKTHOTO
depmenta ARSA ¢ ocTaTouHOiT aKTMBHOCTBIO, MPOBOLIMPYIO-
IIAMU OCTPhIE M XPOHUYECKUE BOCTAIUTEIBHBIC IPOLIECCHI
B LIHC [13].

[To3nHuii nedroT 3a0o0jeBaHUs U KIMHUYECKAs KapTUHA
y TAIUeHTKM OTIUYAIOTCS OT TIPOSIBICHUM TO3MHEIeTCKON
U paHHel 1oBeHUIbHOU dhopm MILJ. DTo 00yca0BIEHO KOMMa-
YH/I-T€TEPO3UTOTHBIM HOCHUTEIBLCTBOM MyTalMil B reHe ARSA,
Takye TeHeTUYECKUE MPUUMHBI XapaKTepHbI UISl MAUEHTOB CO
B3pocJoit (popmoii 3a0oeBaHMsI. TskeCTh KIMHUYECKOTO Teve-
Hus MJIJI onpenensieTcsi OCTaTOUHOM aKTUBHOCTBIO (hepMeHTa
ARSA, 3aBucsieii or Tuna myrauuii B reHe ARSA [14]. B naH-
HOM CJIyyae HU OIWH U3 ajiesieil He SIBJISICTCSl HYJIEBbIM, OCTa-
TOYHAs aKTMBHOCThH TPHUCYTCTBYeT B OOOMX BapHMaHTaX TeHa
ARSA [15]. ¥V Hamieii maureHTKY ObLT 0OHAPYXEH BApUAHT B 6-M
9K30He reHa ARSA, TpUBOASIINIA K 3aMeHe aMUHOKUCIIOTHI ajla-
HUH Ha achaparuHoOBYIO KHUCJIOTY B MoJjioxeHuu 333
(p.Ala333Asp, myTralus TUIIa MUCCEHC), paHee He ONMUCaHHBIN
B sutepatype. S. Elglin 1 coaBT. [9] yTBepxXKaaT, 4To y JIMII
C OIMHAKOBBIMM MYTaLMSIMU, MPUBOASIIMMU K HapyLIEHUIO
byHaxkumonupoBaHusi pepmMeHTa ARSA, KIMHUYecKasi KapTUHa
U TMHaMUKa 3a00JieBaHUSI OUEHb MTOXOXHU, TTOATOMY Mbl MOXEM
OXUIaTh Yy TMAallMeHTKM HEKOTOPBIX ATUIIMYHBIX TMPOSBICHUI
MJIJI B nanbHeitmem. [Ipyrue MyTaliiu, BCTpevaroImecs B 1aH-
HOM TIOJIOXKEHUM, IPUBOIAT K pa3zButuio MJI/1, mosTomMy MBI 3a-
KJTFOUMJIM, YTO BBISBJICHHAsI MyTallusl, paHee He OIMcaHHasl, Be-
POSITHO TIaTOTeHHas1. B HacTosiIee BpeMs TpOa0JIKaeTCs TIOMCK
MyTauui, accormupoBaHHbix ¢ MJIJIL, 1 0coObIit MHTEpec Tpe-
CTaBJISIIOT KOMITAyH/I-TeTepo3uroThl [16, 17].

IMo maHHBIM HeWPOBU3yaATU3aALUK y TTALIMEHTKU OOHApY-
JKeH XapaKTepHBIN MaTTepH B BUIE «I10JI0C TUTpa». [1pu B3poc-
soit popme MJIJI xapakrepabie MPT-naTTepHbl B Buje «06abou-
KW», «IISITEH Jieomnapia» UK «I0JIOC TUTPa», OMMCAHHBIE B JIUTE-
parype [15, 18], MOryT OTCYTCTBOBaTb, UYTO TakKXe CBSI3aHO
C OCOOEHHOCTSIMU JIOKAJIM3aLUU IUCTPO(PUUECKUX OYaros,
a UIMEHHO — C MX BO3MOXHBIM OTCYTCTBHMEM B MapaBeHTPUKY-
JISIPHOI 30HE JIaTepaIbHBIX XKeJTyI0YKOB FOJJOBHOTO MO3Ta, B 00-
JIACTU UX TeJI ¥ JIOOHBIX poroB. O6paliiaeM BHUMaHKE Ha TO, UTO,
HECMOTpPSI Ha yKazaHHble ocobeHHocTu MPT-auarHoctuku
MJIJI y B3pocCIibIX, HAJIUYME O4aroB JAeMUETUHU3AIMU B OeJI0M
BEIIECTBE SIBJISIETCSI TATOTHOMOHUYHBIM M 00513aTeIbHBIM TTPH -
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3HAKOM 3a00JIeBaHUSI, TaXKe €CITM OHU PACTIONIOKEHBI aTUTTMYHO.
Taxk, Ha MPT-u300paxeHUsIX CITMHHOTO MO3ra Y MalKeHTOB CO
B3pocioit hopMoit 3a0osieBaHUS MOXET oTMeuyatbes Auddys-
Hoe mopaxeHue KoHckoro xBocta [19]. MPT urpaet ocHoBoIO-
Jlararouiyro posib B auarHoctuke MJIJ] u mo3BosisieT 3amonos3-
PUTb 3TOT IMATHO3 € OOJIBIION BEPOSITHOCTBIO 10 MOJIYYEHMS pe-
3yJIbTAaTOB TE€HETUYECKOTO MCCIEAOBAHMUS, YTO W TPOM3OILIO
B BBILICTIPUBEICHHOM KIMHUYECKOM ciydae. OnucaHbl KIWHU-
yeckue ciydad, rae TunudHble MPT-maTrepHBl coueraroTcs
C HEOOBIYHOM KIIMHUYECKOI KApTUHOM, YTO IMTPUBOIUT K HEBEP-
Hoil muarHoctuke [20]. DTO elne pa3 MoAYEepKUBAET BaXKHOCTh
npoBeaeHuss MPT 1 reHeTMUECKOTO MCCIeI0BAaHUS Y TTAlIMCH-
TOB ¢ noxo3peHuem Ha MJIJ.

OrnpenesieHHYI0 TUAaTHOCTMUYECKYIO IIEHHOCTb TPEICTaB-
JIIeT HauboJlee pacpoCcTpaHEeHHOE OCIOXHEeHUe 3a00IeBaHMs,
HampsIMyIo CBSI3aHHOE C €TO IMaTOTeHe30M (OTJIOKEHHUEM CYilb-
GbaTuaoB B pa3iMUHBIX TUIAX TKaHei), — pa3BUTUE XPOHUYE-
CKUX U ocTpbix ¢opMm xojeuuctura [3]. Tak, B paccmaTpuBae-
MOM KJIMHUYECKOM cjIyyae y MalMeHTKHU Py BuINoHeHun Y3U
OpraHoOB OPIOIIHOI TOJOCTU ACHCTBUTENIBHO ObLT OOHApPY:KEH
KOHKPEMEHT KeTUHOTO Iy3bIpst. CoueTaHre MOTOPHOTO W/WJIK
KOTHUTUBHOTO Ae(UIIUTA C pa3TUYHBIMU (DOPMAMM XOJICITUCTH -
Ta SIBJISIETCS OTJIMYUTEIbHOI 0coO0eHHOCThI0O MIIJI.

[IponomkeHre ucciaen0BaHUS JaHHOM ITPOOJIeMBbI, OITKCa-
HUST KTUTHUYECKUX CITydaeB, 0030pbI JaHHBIX JIUTEPATYPHI 10 Te-
me MIJIJL gaBisioTcs akTyallbHBIMM, TOCKOJBKY B HacTOsIIIee
BpeMsT OCOOCHHOCTH KJIIMHUYECKOTO TeUeHUsI M TepareBTUde-
CKUe TOAX0/Ibl, Kacawolrecs: B3pocioit ¢opmbl MJIJI, HegocTa-
TOYHO M3y4yeHbl. Tak, MalMeHTKe PEKOMEHAOBaHa a/lIOreHHast
TPaHCIUIAHTALIMSI TEMOTIO3TUYECKUX CTBOJOBBIX KJIETOK — OJMH
M3 HEMHOTMX JOCTYIHBIX METOJOB JICUEHUST B3pOCION (hOpPMBbI
MJI. CunTaeTcsi, 4TO MPU paHHEN AMarHOCTUKE MO3aHuE GHop-
MbI (IOBeHUJIbHBIE 1 B3pocibie) MJIJl MOXHO Je4uTh ¢ TTOMO-
IIbI0 TPAHCTUTAHTAIIMM AJIJIOTEHHBIX TEMOITO3TUYECKUX CTBOJIO-
BBIX KJIETOK, KOTOpasi MOXKET OCTAHOBUTH TaJbHEHIIIYIO JeMue-
JIMTHU3ALWI0 U YMEHBIIUTh U3MEHEHUS 0€JI0T0 BEIlleCTBa, BUIM-
mblie HAa MPT [21]. OnHako B CBSA3U C MaJIbIM UYMCJIOM KJIMHUYE-
CKUX CJTyJaeB HeJIOCTaTOYHO U3YIEHO, SIBIISTIOTCST JIM M3MEHEHMST
B KJIMHUYECKOI KapTHHE 0COOEHHOCTBIO TeUeHUST 3a00IeBaHMS
WJIW Pe3yJIbTaTOM aJUIOTeHHOM TPaHCIUIAHTALlMKM TeMOTIO3TUYe-
CKUX CTBOJIOBBIX KJIeTOK [13].

Heobxonuma cuctemaTusaiiusl JaHHBIX 000 BCeX KIMHM-
YeCcKMX Caydasix AJis CO3AaHUs peKoMeHaaluii mo a(pheKTuBHO-

My JICUEHUIO TAKUX MALIMEHTOB, TOCKOJIbKY B HACTOSILIEE BPEMSI
3a00JIeBaHME J1axke MOocJie MOCTAHOBKU MPAaBUJIBHOTO IMAarHo3a
MJIJ y B3pocCbIX MPOAOXKAET HEYKIOHHO MPOrpeccUpoBaTh,
MOTOPHBI Y KOTHUTUBHBIN AeGULIUT — HapacTaTh, MallMeHThI
TEPSIIOT TPYIOCTIOCOOHOCTb, HACTYIIAET UX COLMAJIbHAS Ie3aarn-
tauus. CoBeplIEHHO SICHO, YTO KOTHUTUBHBIN Ae(PULUT Y 3TUX
MalKMeHTOB He MOXET ObITh CKOPPEKTUPOBAH CPEJCTBAMMU, MPH-
MEHSIeMbIMU TSI 3TOM Lled TIpU APYrux 3aboseBaHuUsX. Tak,
HanmpuMmep, MeMaHTUH, 3G(EKTUBHO MCTIONb3YIOMIMICS s
koppekuuu KH y manueHToB ¢ nileMmniecKuMy WHCYTBTaMU 32
CYET CHUXEHWSI TATOJIOTMYECKOTO HAKOTUIEHUs TiyTamaTa
B ovare WIIEeMWH 3a CYET aHTarOHMCTUYECKOTO NEHCTBUS Ha
NMDA-peuenTopsl [22], He UMeET TOUKU MPUTIOXKEHUS Y AL~
eHtoB ¢ MJI1, y kotopsix KH BbI3BaHbI MOSIBJIEHUEM 0YaroB Jie-
muenuHusauuu B LIHC.

OcratoTcst BONPOCHl U OTHOCUTEJbHO CXEMbI MaTOreHe3a
JIaHHOTO 3a0oJieBaHusI, 0COOEHHO B (hopMax ¢ MO3IHUM Jae0I0-
ToM. PaccmaTpurBaloTcsl TEOpUU XpPOHUUECKOTO BOCMATUTEIbHO-
ro npouecca B LIHC, HapyiieHue nmpopereHepaTUBHbBIX (DyHK-
LI NIBAHHOBCKUX KJIETOK MPU HAKOIUIEHUU B HUX CYJIb(haTOB
U, KaK CJIe[ICTBUE, CHUXEHHE CeKpeluru HeHpoTpoduuecKux
(akTOpOB, YTO BTOPUYHO YCHIIMBAET MPOIIECCH JIEKOANCTPO-
(uu B mepudepuueckoit HepBHOI cucteMe [23]. PaccMoTrpeHue
U TIOATBEPXKICHUE OTAETbHBIX TEOPUl MOTYT B TIOCIEMYIOIIEM
Mpe0CTAaBUTh BpauaM HOBbIE TepareBTUYECKHUE MUILIEHU B Jie-
yeHun MJIJI ¢ mo3nHUM AeOI0TOM, YTO TaKXKe aKTyaJlbHO IS
JAHHOW TPYIITHI TAlIMeHTOB.

OpHako MO3/IHsIS NMAarHOCTMKA M Ha3HAuYe€HUEe HEBEPHOM
CXEMBbI JIeYEHUsI MOTYT MaryoHo cKa3aTbCcsl Ha (DU3UYECKOM,
SMOLMOHATBHOM, (DTHAHCOBOM COCTOSIHUM MALMEHTA U YJIEHOB
€ro ceMbH, JaTh JIOXKHbIE HAEXK/bl HA TOCTHXKEHNUE PEMUCCUU.

daknwvyenune

Heo0xonnMo MOMHUTDL O BapraOeIbHOCTY KIMHUYECKIX
rposiBiieHnii MJIJI y B3pOCJIbIX ¥ MaKCUMAaIbHO 3(PHEKTUBHO
HCTIOJIb30BaTh UMEIOIINECS Ha CETOMHSIIHUI IeHb TUAarHOCTH -
yeckue Metoanku. OIHAKO Jaxke TTPU BEpHO TOCTaHOBKE IMar-
HO3a IMPOTHO3 MPY JaHHO MAaTOJIOTMH OCTACTCS HeOIarompusIT-
HBIM, ITOCKOJIBKY BCE MMEIOIINECS METOMIbI JICYCHUS HE MO3BO-
JISIIOT JOCTUYb MTOJTHOTO BBI3TOPOBICHUS. JlaHHbIE, CBUIETEIb-
CTBYIOLLIME O 3aMeIJIeHUU nporpeccupoBanust MJIJI 6iarogapst
HCITOJIb30BAHUIO JOCTYITHBIX HA JAHHBI MOMEHT METOJIOB Jieue-
HUSI, ABJISTIOTCS TTPOTUBOPEYMBBIMH [24—26].
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