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AnHomayus

Mertaxpomartudeckas neiikoauctpodus (MJI1) saBisercst opdhaHHbIM
3a00JIeBaHUEM C ayTOCOMHO-PEIIECCUBHBIM TUIIOM HACJICIOBAHUS U3 TPYIIIILI
HACJIEJICTBEHHBIX JTU30COMHBIX HApYIICHU MeTabomm3Ma. 3a00JIeBaHUE TaKKE
M3BECTHO Kak Aeduuut apwicyibdarassl A, seistomuiics npuanHoii MJIL B
OOJILIIMHCTBE ciTy4yaeB. [loBbIIEHHE JOCTYITHOCTA MOJIEKYJIIPHO-T€HETUYECKOM
JWArHOCTUKH, HAKOIUICHUE 3HaHUIN 00 3THoNornM U naroreneze MJIJ] mo3poimiio
BBIJICJIUTH HE TOJIBKO KIIMHUYECKUE (OPMBI (TIO3IHEIETCKYI0, FOBEHUIILHYIO U
B3POCIIYI0), HO ¥ (DEHOTHITHI HO30JOTHI MACHTUIHBIX MJIJ] kmuHMYecku, HO
oTiMyarnmxcs no 3tuosiorun — MJIJI, o0ycnosnennas nepuuurom Oenka-
aKTUBaTopa 1epedpo3uacyibdaraspl, cano3nHa B 1 MHOXKeCTBEHHAs
cyJsib(aTazHas HeIOCTaATOYHOCTh. HecMOTpsi Ha OTCYTCTBUE KIMHUYECKHUX
pEeKOMEeH Al He0OOXOAMMO 3HATh CIIEKTP KIMHUYECKUX nposiBiaeHuit MJI/I,
BKJIFOYAsi TATOTHOMOHUYHBIE CHMIITOMBI TIPY HEUPOBU3YaTU3allNU, a TAaKKe 00heM
JIOCTYITHOM TMarHOCTUKU JAHHOW TPYIIBI 3a00JI€BaHU, YTO MTO3BOJIAT
YCTaHOBUTH JIMATHO3 HACTEACTBEHHOTO Op(haHHOTO 3a00I€BaHUSI KaK MOYKHO
pasblie. B HacTos1Iee Bpems pa3BUBAIOTCS HOBbIE METOAMKY JieueHust MJI/], B
TOM 4HucIie TeHHasd Tepanus. CylecTByromas J0CTyIIHAs Tepanus — ajJyloreHHas
TPAHCIUIAHTAIIUS TEMOTIOATHUYECKUX CTBOJIOBBIX KJIETOK - 3()(PEKTUBHA TOJIHKO B
nebroTe 3a00JIeBaHUsI WJIM Ha €r0 IIpecuMIToMaTiiecko craauu. [IpuBeaeHo
omucanus cirydasi B3pocioi hopmsl MJIJ] y mpobanaa 28 et ¢ OCHOBHBIMU
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IPOSIBJICHUSIMU B BU/I€ KOTHUTUBHBIX HapylieHU. O0CyxkaatoTcst 0cOOEHHOCTH
KJIIMHUYECKUX MposiBiieHnd MJI/], yauThIBas MaTOrHOMOHUYHYIO CHMIITOMATUKY
npu Helipopmsyanmzanuu (muddysHoe nsmenenne MP curnana ¢ popmupoBanuem
«TUTPOUHOTO TIATTEPHA), TaHHBIC TIPOBEICHHON TOATBEPIKIAIOIICH
JUArHOCTUKH, BKJIKOYasi MOJIEKYJIIPHO-TEHETUYECKYO (Y MallMEHTa BhIIBUIOCH
KOMITAyH/-T€TEPO3UTOTHOE HOCUTENBCTBO B reHe ARSA), Koppemsiiys TeHOTHITA 1
(eHoTHUIIa C YUETOM BBISIBJICHHBIX BAPUAHTOB IO JaHHBIM CEKBEHUPOBAHMSI HOBOTO
IIOKOJICHMSI C IPUMEHEHHEM TapreTHOM MTaHel!, BKIIFOYaroIen 59 reHos, a Takxe
COBPEMEHHBIE MTOIXO0/bI K JICYEHHIO 3a00JICBaHMS.

Knrouesvle cnosa: meraxpomatnaeckas serikomuctpodust; ARSA; apuicynbsdarasza
A; KOTHUTHBHBIC HApPYIICHUS; TPAHCIUIAHTAIIUS TEMOTIO3TUYECKUX CTBOJIOBBIX
KJICTOK.
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Abstract

Metachromatic leukodystrophy (MLD) is an orphan disease with an autosomal
recessive type of inheritance from the group of hereditary lysosomal metabolic
disorders. The disease is also known as arylsulfatase A deficiency, which is the
cause of MLD in most cases. Increasing the availability of molecular genetic
diagnostics, and the accumulation of knowledge about the etiology and
pathogenesis of MLD made it possible to identify not only clinical forms (late
childhood, juvenile, and adult), but also phenotypes of nosologies clinically
identical to MLD, but differing in etiology — MLD caused by deficiency of the
protein activator of cerebroside sulfatase, saposin B, and multiple sulfatase
deficiency. Despite the lack of clinical guidelines, it is necessary to know the
spectrum of clinical manifestations of MLD, including pathognomonic symptoms
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In neuroimaging, as well as the scope of available diagnostics for this group of
diseases, which will allow the diagnosis of a hereditary orphan disease to be
established as early as possible. New treatment methods for MLD are currently
being developed, including gene therapy. The current available therapy, allogeneic
hematopoietic stem cell transplantation, is effective only at the onset of the disease
or in its presymptomatic stage. A case description of the adult form of MLD in a
28-year-old proband with the main manifestations in the form of cognitive
impairment is presented. The features of the clinical manifestations of MLD are
discussed, taking into account the pathognomonic symptoms during neuroimaging
(diffuse change in the MR signal with the formation of a "tigroid pattern™), the data
of the confirmatory diagnosis, including molecular genetic (the patient revealed a
compound heterozygous carrier in the ARSA gene), the correlation of genotype
and phenotype, taking into account the variants identified using next-generation
sequencing data using a targeted panel of 59 genes, and also, modern approaches to
the treatment of the disease.

Keywords: metachromatic leukodystrophy; ARSA; arylsulfatase A; cognitive
impairment; hematopoietic stem cell transplantation.

BBenenue.

Mertaxpomatudeckas neiikoguctpodus (MJII, OMIM #250100) npeacrasisiet
coboii ophaHHOE ayTOCOMHO-PEIIECCUBHOE 3a00JIeBaHUE U3 TPYTIIIBI
HACJIEICTBEHHBIX JIM30COMHBIX HApyIICHU MeTabonmu3Ma. B GonbimHcTBE
cinydaeB pazsutre MJIJ] 00yclIoBI€HO HENOCTATOYHOCTRIO (hepMEeHTa
apuicyibdaTasbl A, KOIUPYEMOTO COOTBETCTBYIOMUM TreHoM ARSA, 9To
MPUBOJINT K HAPYIICHHUIO AeCYIb(haTUPOBAHUS CyJIb(aTcoaepiKammx
IMKOC(UHTOIUNUAOB (CyIb(aTUIOB) U, KAK CIEICTBHE, K MPOTPECCUPYIOIIEMY
HAKOIJICHUIO UX B JIM30COMAaX KJIETOK OEJIOro BeliecTBa U nepudepudecKkux
HepBoB. CynbdaTuabl B MEHbIIIEH CTETIEHU CITIOCOOHBI HAKAIIJTUBATHCA B
JN30COMaxX KJIETOK MOYEK, )KEITYHOTO My3bIPs, HEKOTOPBIX BUCIIEPATIbHBIX OpraHax
U DKCKPETHUPYIOTCS B OOJIBITUX KOJMYECTBAX ¢ MOUoi. Cynb(aTHabl ABISIOTCS
BKHEUIITUM KOMITOHEHTOM HEPBHOW CHCTEMBI, COCTABIISAS PUMEPHO 5% TUTUIOB
MuenuHa. HakorieHre BHYTPH JTM30COM CYJIb(aTHIOB COMMPOBOKIACTCS THOCIBIO
HEHPOHOB U TVIMAJILHBIX KJIETOK, IPUBOJISI K HEHPOIETCHEpAllUU U
ueiiposocnanenuio (Kpacuomonsckasy, 2005; Gieselmann, 2019; Asbreuk et al.,
2025; Audouard et al., 2025).
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Pexe pazsutue MJIJ] o0ycnoBieHo aedunutom Oenka-akTuBaTopa
nepeopo3ucybdaraspl, camosnna B, kogupyemoro reaom PSAP (SapB-
3apucumas MJIJI, OMIM #249900) unu HeTOCTaTOYHOCTHIO (hepPMEHTA,
HEOOXOMMOTO ISl MOCTTPAHCIAIIMOHHON MOAU(DUKAIINY U KaTaTUTHIECKON
aKTUBHOCTH cyJb(ara3 u kogupyemoro reaom SUMF1 (MHOXkecTBeHHAas
cyibdaraznas HenocrarouHocts (MCH), OMIM #272200) (Puc. 1). [Ipu
MHOKECTBEHHOU CyJb(haTa3HOM HEJOCTATOYHOCTH CYIb(GaTUIbI U JPYTHUE
CyJib(paTUpOBaHHBIE MOJIEKYJIbI, BKIIOYAs CTEPOUIHBIE CYyIb(haThI,
rivko3amMuHornukansl (I'AD), cuHronmunmuabl, HaKaAIIUBAIOTCS, IEMOHCTPUPYS
onoxummuueckuit mpoduib cynbPpaTuaoB Kak npu MJIJI, Ho kTuHUYECKHEe
nposienenue npu MCH oTanuarotcs mupoKoit BapuadbenbHOCThIO, POSIBIIAS
coueranue MJIJ[ n Mykonosmcaxapua030B, TOCKOJIBKY OJIUH U TOT € (DEPMEHT
3aTparuBaeT HECKOJIBKO META00IMUECKUX MyTeH, MHUIUUPYA AeuuuT 10 17
U3BECTHBIX CyJb(aTa3 yenoBeka (Schlotawa et al., 2019). Hakoruienue
cynbdarunos nmpu MJIJ], MCH u SapB-3aBucumoit MJIJ] Hapyiiaet cTaOMIBHOCTD
MUETUHOBOM 000JI0UKH, MPUBOJS K JeMuennHuzanun. {uddepenunanpras
muarHoctrka mexxay MJIJ], MCH u SapB-3aBucumoit MJIJ] nmeet orpomHoe
KJIIMHUYECKOE 3HAYECHUE ISl IPUHATUS PELIEHUs O Tepanuu, MockoabKy 11 MCH
u SapB-3aBucumoit MJIJ] 0TCyTCTBYIOT BapHaHThI TEHHOHN Tepanuu U, K TOMY XKe
TpaHCIIAaHTALIUSI TEMOTIOATHYECKUX CTBOJIOBBIX KJIETOK TaKXKE HE MOYKET ObITh
BapHaHTOM JIeueHHs nipu 3TuX marojorusx (Asbreuk et al., 2025).
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Puc. 1 — Jlecpaoayus cynrvpamuposannolx enuxozamunoziuxanos (SGAG),
CcmepouonvIx cyivpamos u cyrvghamuoos (cpuneorunuoos) (Asbreuk et al., 2025)

Jannsle o0 yactote u pacnpocrpaneHHoctd MJIJl neognopoausl. Coob1raercs, 4To
yactota MJIJ] coctransier ot 0,16 1o 1,85 na 100 000 KUBBIX HOBOPOKIECHHBIX
(Chang, 2024). O6mas pactnpoctpanenHocts MJII, 00ycioBiieHHON
HEJIOCTAaTOYHOCTHIO apuicybdarassl A, coctariseT ot 1:40 000 go 1:170 000 B
pa3HbIX NOMyJIAUAX. JJaHHas oneHKa pacpoCTPaHEHHOCTH TpedyeT
JaTbHENIIero YTOUYHEeHU s, TOCKOJIbKY HYKJICOTH/IHbIE BAPUAHTHI, B HACTOSIIICE
BpeMs Ki1acCu(PUITUpyeMbIe KaK BApUAHTHI C HEU3BECTHBIM 3HAYCHUEM, MOTYT
OBITh B TaJbHEHIIIEM OTHECEHBI B KaTeroputo natoreHusix (Trinidad, 2023;
Gomez-0Ospina, 2024). 3aboneBaHue SBISETCSA OOMIEITHUIECKUM, OJHAKO B
HEKOTOPBIX MOMYJISIUSIX OTMEUAETCsl MOBBIIICHHAs! pacipocTpaneHHOCTs MJI/,
CBSI3aHHAS C HAJTMYMEM BapUAHTOB-OCHOBATENEH: 1:75 )KUBBIX HOBOPOKICHHBIX Y
eBpeeB-xa00anuToB, 1:8000 KMBBIX HOBOPOXKICHHBIX Y U3PAUIILCKUX apaboB,
1:2500 >kMBBIX HOBOPOKAECHHBIX Y MIPEACTABUTENEH IOMMUKCKOTO IPOUCXOKIECHUS C
Ausicku, 1:6400 xUBBIX HOBOPOKICHHBIX Y MPEACTABUTENEH 3aMlaJHON HALIMKU
HaBaxo, CIIIA (Gomez-Ospina, 2024).

OTaenpHBIX TaHHBIX O pacnpocTpaneHHocT MJIJ], oOycnoBneHHoON qeduimTom
cano3uHa B, HeT, 4T0, BO3MOXHO, O0YCJIOBJICHO CXOXKUM OMOXUMUYECKUM
npoduiiem ¢ MJIJI, oO6ycioBienHoi aedunurom apuicyibdarassl A, U,
CJIEIOBATEIILHO, BEPOSITHBIM KJIacCU(MUIIMPOBAHUEM JAHHBIX COCTOSIHUN KaK
€IVMHYI0 HO30JIOTHIO.

Pacnpocrpanennocts MCJI cocrasmsiet 1:1400 000, Bcero 3apeructTpupoBaHo
okojio 100 ciydaes (Schlotawa, 2019).

Knunnueckue nposisnenust MJIJ[, 00ycioBiieHHON HEAOCTATOYHOCTHIO
apwicyiibdaTasbl A, pa3HATCSA M0 BO3pacTy Ae0r0Ta 3a00JIeBaHUs, CKOPOCTHU €r0
MPOrPECCUPOBAHUS U HaYaIbHBIM CUMIITOMaM. B 3aBUCHMOCTH OT Bo3pacTta
Havaja BhIACIAIOT 3 KinHndeckux henorturma MJIJL: mo3aHeaeTckyo hopmy C
BO3pacToMm nedrora 110 30 mecsiteB (otMedaercs npumMepHo y 50-60 % nanueHToB
¢ MJI/I BcneactBue neduiura apuicyibdarasbl A), OBEHUIBHYIO (OpMY C
Bo3pacToM Havasia oT 30 mec 10 16 net (Habmtopaercs y 20-40% marueHToB) u
B3pOCIyI0 GopMYy, perucTpupyrolytcs y npumepHo 10-20% nanuerator ¢ MJIJ]
ctapiie 16 net. Bo3pact Hauana 3aboneBanus y poactBeHHukoB ¢ MJIJ] B
mpeneniax CeMbH OOBIYHO OJIMHAKOB. [IpOAOIKUTENIBHOCTD TEYSHHS O0IE3HN
MOKET COCTaBJISITh OT HECKOJIBKUX JIET TIPH MO3THEETCKON (hOpME 10 HECKOIBKUX
JICCATUIICTUI TPH FOBSHUIILHOM U B3pocioi hopmax (Gomez-Ospina, 2024).
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CumnromaTrka pu no3aHenaerckoit popme MJIJL BkitodaeT ciiabocThb,
MBIIIEYHYI0 TUTOTOHUIO, HEYKIIFOKECTh, YaCThIC MaJCHUs, X0/Ib0Y Ha IBIITOYKAX,
KOCOTJ1a3ue, HucTarm u au3aptputo. C TeueHneM 3aboeBaHus HabI0gaeTCs
perpecc peueBbIX HABBIKOB, YXYAIICHUE 00IIeH U MEIKOH MOTOPUKH, KOTHUTHBHAS
3aEpKKa, pa3apaKUTEIbHOCTD, TOBBIIEHHAS] YTOMIIIEMOCTh, HOUHBIE
npoOy:xenus. [103xe MpUCOEIUHAIOTCS CIACTUYHOCTb, CYA0POTH (B PEIKUX
CJIy4asiX MOTYT OBITh MIEPBBIM CUMIITOMOM ), 00JIM B KOHEUHOCTSIX BCJIC/ICTBHE
nepudepruieckoil HelponaThy, a TaKXKe CHIKEHHE 3peHust U ciayxa. Ha mocnennux
CTaJIUsAX Y MAIlMEHTOB HAOII0JAal0TCs TOHWYECKUE CIa3MBl, JAerepeOpaioHHas
1o3a U 0011ast MOTeEPsl BOCHPUATHS OKpYkaromiero mupa. [Ipornos
HEOIaronpusITHBINA — OONBIIMHCTBO MAIIMEHTOB YMUPAIOT B TEUCHHE 5 JIET MOCIIE

neorora MJIJ] (Eichler, 2022; Gomez-Ospina, 2024).

[TepBbIMU cuMIITOMaMH MpU FOBEHUIIBLHOM Gopme MILJI ABISIOTCS CHUXKEHUE
yCIEBAaEMOCTH B ILIKOJIE, TPOOJIEMBI C MOBEJCHUEM (ITOTEPSl HHTEPECA K 3aHATHUSM,
po0JIEMbI CO CHOM, UMITYJIbCUBHOE MTOBEICHNE, U3MEHEHHUE JIMYHOCTH),
JIBUTATEJIbHbIE HApYIIEHU (HApYLIECHUS TOXOJKH, KOOPIMHALIUU, TPEMOP, pETrpecc
menkoi MoTopukn) (Eichler, 2022; Gomez-Ospina, 2024). Hekoropsie
KJIMHULIKACTHI BBIIEISIOT PAHHIOKO U MO3/IHIO0 I0BeHUIbHBIE popMbl MJI/]. PanHss
I0OBEHWJIbHAs (popMa MaHUPECTUPYET A0 6 JIET, UMEET MHOTO CX0KHX CUMIITOMOB C
N03AHEUH(PAHTUIBHON (POPMOI1, @ UMEHHO HapyIIEHUS MOXOAKHA U MOTOPUKH.
[To3auss roBeHMIbHASA (popMa yacTo AeOOTHPYET OBEIEHYECKUMHU HAPYILIEHUSIMU
C IIOCJIEIOBATENBLHBIM IIPUCOECIMHEHUEM CHUKEHUS YCIIEBAEMOCTH, perpecca peuun
Y HapyLIEHUs MOXOAKU. 3aMEY€HO, 4TO A€OI0T B BUE IBUTATEIbHBIX HAPYILICHUN
SBJIETCS TUIOXUM MPOTHOCTUYECKUM (PAKTOPOM MPH MO3AHEN FOBEHUIIbHOUN (hopme
MJIJL: Bciien 3a JTaHHBIM CUMITOMOM HAYMHAETCSl OBICTPOE, CTPEMUTENIBHOE
yxyamenue coctosaus namuenTa (Kehrer et al 2011; Kehrer et al 2021).
BoapmuHCTBO ManMeHToB ¢ BeHUIbHOU opmoit MJIJ] ymuparoT B Bo3pacTte 110
20 et (Gomez-Ospina, 2024).

B3pocnas dopma MJIJ] nebroTupyeT, Kak MpaBuiio, Mocjae HACTYIIJICHUS TTOJIOBOM
3pEJIOCTU U, XOTS TPAAULIMOHHO MPUHITO CYUTATh, UTO MEPBbIC MPOSIBICHUS
oTMeuaroTcs nocine 16 ser, B psae cinydae MaHuecTauus NPUXOIuTCs Ha
YeTBEPTOE WM MATOE JECATUIIETHE KU3HU. HavanbHble CUMITOMBI OOBIYHO
MPOSIBIISIIOTCS KOTHUTUBHBIMU HapyLIEHUSIMU B BUE MPoOJieM ¢ yu€00il miu
paboToM, U3MEHEHUS INYHOCTH, SMOIIMOHATBHOM JaOUIFHOCTH WM NICUX03a, YTO
MO>KET NPUBOJAUTH K YCTAHOBJIEHUIO IICUXUATPUUECKOTO AUArHO3a (IeMEHIU,
mm3odpenus win aenpeccusi). B npyrux ciydasx ne6roT HacTynaer B BUE
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MaTOJIOTHYECKOW HEBPOJIOTHICCKON CUMIITOMATHKH — CJIA00CTH, HAPYIIICHHUS
KOOPIMHAIIUN, CTACTUIHOCTH, MHKOHTUHEHIINH, YHKOIPE3a, YTO MO3BOJISET
JTUArHOCTUPOBAThH PACCESIHHBINA CKIIEPO3 WM JIPYTHUE HEHPOIereHEPAaTUBHBIC
3a00JIeBaHuUs — MPH cIabOBbIpaKeHHOU nepudepuyeckoit Heliponatun (Mahmood
et al., 2010). IIpogOKUTEIIBHOCTE 3a00JI€BAHMSI MOXKET COCTABIISATH OT
HECKOJIBKHX JICT JIO0 ecaTriieTuid. Teuenne 001e3HN BapruaOeIbHO: TIEPHO/IbI
OTHOCHUTEIHbHOM CTAOMILHOCTH YEPEAYIOTCS C IMIEPUOIaMH VXY IIICHUS COCTOSTHHS.
[Tporpeccupytoiee yXyAlIeHHE MPOSBIISAETCSA B BHJIC PErpecca HaBBIKOB
caMOOOCTY)KUBaHWsI, HEaIEKBATHOCTH ITOBEICHUS, HECITOCOOHOCTH
CaMOCTOSATEIFHO MPUHUMATH PEIICHUS, TUCTOHNH, CIACTHYECKOTO KBaIpuIape3a
WM IEKOPTUKAIIMOHHOMN 03B, TSHKEIBIX KOHTPAKTYP U TEHEPATN30BAHHBIX
cynopor (Gomez-Ospina, 2024).

MC]] MmanudecTupyeT B MIMPOKUX BO3PACTHBIX IMpe/iesiax — OT HEOHATAIBLHOTO
nepro/ia 0 MO3HEro JOMIKOILHOTO EPHO/a pa3HOOOPa3HBIMU KIMHUYECKUMU
MPOSIBICHUSIMU. Y Psifia TAIMEHTOB HAOJI01at0TCs MOJTUCUCTEMHBIE HAPYIIICHHUS,
XapakTepHbIE ISl MyKOIOIMCAaXapHua030B (perpecc pa3BUTHsI, OpraHOMETalus,
nedopManuu ckenera). Y Apyrux naiydeHToB 3a0o0jieBaHue MaHU(BECTUPYET
3aJIEP>)KKOM HEPBHO-TICUXUYECKOTO Pa3BUTHUSI, CBA3AHHOM C Jieiikoauctpodueii. B
3aBMCUMOCTH OT BO3pacTa Ae0r0Ta, CKOPOCTH U TSHKECTH TeUeHUs 3a00J1eBaHus
BBIICJISIIOT HECKOJIbKO KinHu4eckux ¢popm MCJI. HeonatansHas dopma MCJ]
ABJIIETCS] HanOoJIee TSHKENoM, MaHU(ECTUPYET 3aIEPKKON BHYTPUYTPOOHOTO
Pa3BUTHS U PECTIUPATOPHBIM AUCTPECC-CUHIPOMOM TP POKIACHUH, OBICTPO
MPOTPECCUpyeT U MPUBOIUT K CMEPTH B TEUCHUE MEPBBIX ABYX JIET KU3HHU.
Nudantunsuas popma MCJI, saBisisich HanboJiee 4acTol KIMHUYECKON (hopMOii,
NeOI0TUPYET B TCUEHUE TIEPBBIX 3-X JIET KU3HHU, MAHU(PECTUPYET
MPOTPECCUPYIONIEN HEUPOIETCHEPALIUEN C TOTEPEN CEHCOPHBIX U IBUTATEIIbHBIX
HABBIKOB, YTO JIEJIACT €€ OYeHb CXO0XKel ¢ cumnToMatukot MJIJI, oOycnoBiaeHHOM
nedunurom apuicynbdatasbl A. FOpenwmnbaas MCJ] siBnsieTcst caMoit pesikoi
KIIMHAYECKON (hOpMOIi ¢ BO3pacTOM Hayvasia OT 3-X 710 7 JIET, U CO CTIIaKEHHOU
KIIMHUYECKON KapTUHOM (TpeMOop, YMEpEeHHAasi TUTTIOTOHUS, JIeTKas 3a7eprkKKa
pa3BUTHUSL), UTO 3aTPYAHSAET MMOCTAHOBKY JMAarHo3a. 3a00jeBaHue UMeeT
MPOTPECCUPYIOMIUM XapaKTep, YCUIUBACTCS CUMIITOMATHKA MYJbTUCUCTEMHOTO
MopakeHUs1, BKII0Yas HEBPOJOTMYECKUE HAPYIIEHHUSI, TOPAXKEHUSI CEPIIa,

yXYJIIIEHHE CITyxa, HapyIICHUE MPOXOIUMOCTH JbIXxaTelbHbIX myTeit (Schlotawa et
al., 2019).
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Kmuaundeckas kaptuna npu MJI/], oOycnoBiaenHo# aedunmtom canosuna B, He
OTIIMYAETCS OT TAKOBOM IIPH FOBEHUIILHOM popme MIIJI.

B nutepartype Obuia onucana kimHnyeckas kaptuaa MJIJL ¢ neGrotom BoO
B3pocioM Bo3pacte (OMIM 156310), ¢ HopmabHBIM ypOBHEM (hepMEHTa
apuiicynbdatasbl A. 3abosieBanue ObuI0 onKcaHo y 10 uieHoB 4 MOKOJIEHUM
OJIHOM CEMbH, MY>KUUH U JKEHILIMH, C IPUMEPHO OJIMHAKOBOU TSKECTHIO TEUEHUS
3a0oseBanus. UHTEepecHO, YTO HECKOJBKO CIIy4yaeB nepeaaur 3a001eBaHus ObLTN
OINMKCAHbI OT MYXYHHBI K MY>KUMHE. Y BCeX OOJIbHBIX UMEJICS OOJIbHON POUTEND
(32 HCKJTIOYEHHEM OOIBHOTO MYKUYMHBI B IEPBOM MOKOJIEHUH, HH(OpMALIHS O €T0
POJIUTENSAX OTCYTCTBYET). Y NEPBOrO BBISIBJICHHOTO MMALIMEHTA B IAHHOM CEMbE
(Mmy>xunHa, 55 net) 3a0osieBaHUE OBLIO JUATHOCTUPOBAHO B CTAlIMOHAPE, KyJla OH
MOCTYIHJI 32 3 Mecsila 10 HACTYIUICHHU JIETaNbHOro ucxoaa. M3 anamuesa
3a00J1eBaHUs OBLJIO U3BECTHO, YTO 2-3 TOAA IO MOCTYIUIEHUS B CTAllUOHAD Y
NAlMEHTa OTMEYAIIOCHh IPOIPECCUPYIOLIEE YXYAIIEHUE TOXOAKH, 3a TOJI —
WHKOHTHHEHIINS, a HE3a/I0JIT0 10 TOCIUTAIN3ALNH - HEYKIIIOKECTh B PyKax.
VYpoBHM apuincyibdarassl A y HUHAEKCHOTO MAIMEHTa U Yy BCEX OCTAIbHBIX
NAlMEHTOB U3 3TON CEMbH OBLIM HOPMaIbHBIMH, OJJHAKO TMCTOJIOTMYECKUE
JTAHHBIE MPU BCKPBITUH Y MEPBOT0 MallMEHTa COOTBETCTBOBAIH
METaxpOMaTUYECKOHN JIEMKOAUCTPOPUH , 2 TOHKOCIIOMHASI XpoMaTorpadus
HOJITBEPANIIA U30BITOK CYyIb(paTHIOB B OEJIOM BEILIECTBE MO3ra. Y 2 OpaTheB U3
JaHHOW CEMbH OTMEYaJlaCh 0OCOOEHHOCTh CUMIITOMAaTUKH B BUJIE
VHBAJIMIA3UPYIOLIEH TUIIOTEH3UH. [I0CKOJIBKY MTaTOJIOrHYeCKUX OTKIIOHEHUN
(GyHKLIHMH HaMIOYEYHUKOB BBISIBJICHO HE OBLJIO, MPUYMHY TUIOTEH3UN YCTAHOBUIIN
kak aBToHoMHYt0 Heriponatuio (Wright et al., 1988).

[Tomo3peBars auarno3 MJIJl y nanpeHTa MOKHO MO JAHHBIM KJIMHUYECKON
KapTUHBI (IPOTPECCUPYIOIIEE YXYAIICHUE HEBPOJIOTUYECKUX (PYHKIIHIA),
MpU3HAKOB JiehKkoaucTpoduu o nanasiM MPT romoBHoro mo3sra (audgdy3Hbie
CUMMETPHUYHbIE aHOMAJIMU NTEPUBEHTPUKYIISIPHOTO MUEIIUHA C
TUIIEPUHTEHCUBHOCTHIO Ha T2-B3BENIEHHBIX N300PKEHUSIX) WK eDUIInTa
dbepmenTa apuiicyibdarassl A. [loarBepxaaercs nuarno3 MJIJ] Ha ocHoOBaHUM
KIIMHUYECKUX TTOA03PEHUM MPU HAJTUIUHU XOTsI Obl OJTHOTO U3 CIETYIOIINX
MPU3HAKOB: BBISIBJICHUE JIBYAJIJICNIbHBIX MATOTEHHBIX BapuaHTOB B reHe ARSA npu
MOJIEKYJISIPHO-TEHETUYECKOM JTUArHOCTUKE, TMAarHOCTUPOBAHKUE MOBBIIIICHHOM
AKCKpenuen cyabhaTuaI0B C MOYOM MPU BEICOKOA(D(HEKTUBHOM KUIKOCTHOM
xpomarorpaduu (BIXKX), macc-cnekrpoMeTpun UM TOHKOCIONHOM
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xpomarorpaduu, 0OHApYKEHUE METAXPOMATUICCKHUX JIMITUIHBIX OTIOKECHUH B
TKaHSIX HEPBHOM crcTeMbl pu ouoncuu HepBoB (Gomez-Ospina, 2024).

[Tpusnaku nopaxenus 6enoro BemiecTsa 1o ganHeiM MPT u3naganbHo
HAOJI0JAI0TCS HE Y BCEX MallMEHTOB, CTAHOBSITCS BHIPAKEHHBIMH 110 MEpPE

MIPOTpecCUpOBaHUs 3a00JI€BaHMS, KOT/Ia pa3BUBAaETCA LiepeOpaibHas aTpodus
(Groeschel et al., 2011).

Hedumnut pepmenta apuicynbdarassl A B JISHKOIUTaX JUATHOCTHPYETCS Ha
ocHoBanum MeHee 10% ot Hopmbl. OTHAKO, BBISIBIICHUE CHIDKCHUSI aKTHBHOCTH
dbepmenTa apuicynbdaTazbl A HEIOCTATOYHO JJI quarHoctuku MJI/I, mockombky
MOKET OTPaKaTh MceBaOAChUIIUT hepMeHTa apriIcyabdaTaszbl A, HO MOXET ObITh
MOJIC3HBIM, HAIPUMEP, TPU MIPEHATATBHON JUATHOCTHKE (OTIpeIeIcHUE
aKTUBHOCTH (DepMEHTA B KYJbTUBUPYEMBIX aMHHOIIMTAX WM KJIETKaX U3 OHomTaTa
BopcuH xoproHa) (Gomez-Ospina, 2024).

[IceBnoaedunut apuicynbdaTtazbl A — TOCTATOYHO PACIPOCTPAHEHHOE COCTOSTHUE
(3apeructpupoBat y 1%-2% eBponeounoB u a0 17,4%-25,6% nacenenus TyHuca),
CHIKEHHE pepMeHTa apuiicyib(darassl A 06€3 KIMHUYeCKUX rposieHnit MJIJ]
(Ben Halim et al., 2016). ITpu ncenoaedunute apuicyabpaTassl A aKTHBHOCTb
dbepmenTa 3HaYUTENBHO CHIKEHA (5%-20% OT HOpMaIbHOTO YPOBHS (hepMEHTA),
9T0 00YCIIOBJICHO HAJIMYKEM 2 BapraHTOB nojuMopu3moB rera ARSA (C.*96A>G
u c.1055A>G, p.(Asn352Ser)). HauGosee yacTolii ajiens nceBaoAchuImTa,
HEeCYyIIMiA 2 3TUX osuMopdur3Ma Ha OJJHOM XpOMOCOME, MPOBOIUpPYET notepro 1
u3 3 yuyacTkoB N-TJTMKO3UITUPOBAHMS, BBI3BIBACT MOTEPIO CUTHAIA
TIOJINAICHUTUPOBAHMSI, YTO MPUBOIUT K CHIKEHUIO TpaHCAIMu Oenka. Jlnta,
SIBIISIOIMECS KOMIAYHI-TETEPO3UTOTaMH TI0 aJIeNo TIceBaAoAePHUInTa U
naToreHHoOMY BapuaHTy reHa ARSA (i B 1Hc-, M B TPAHC-TIOJIOKECHHH ),
JEMOHCTPHUPYIOT O0Jiee HU3KHE YPOBHU aKTUBHOCTH (hepMEHTa apuiiCyib(daTasbl
A, 4eMm Te, KTO SBJIIETCS TOMO3UTOTHBIMU HOCUTEIISIMU aJUIeliel TIceBI0AeUINTA,
OJIHAKO OCTAIOTCA KIIMHUYECKH 0€CCUMITTOMHBIMU, 0€3 TaTOJIOTMYeCKON
IKCKpenuu cyiabhaTtuoB ¢ Mouoil. HecMoTpst Ha To, 4TO ajuienu nceBaoaepuiuTa
apwicyibdaTassl A He npenonpeaenssor MJI/I, 1o cux nmop He SICHO, KaK OHU
BIIUSIIOT Ha (PYHKITHIO apriicyiabgaTasbl A, HaXOsICh B IIUC-COCTOSIHAH C
aTOreHHBIM BapHaHTOM, 00yciaBiuBaromM 3adoneBanne (Laugwitz et al., 2022;
Asbreuk et al., 2025). B cBs13u ¢ BBICOKO#1 pacpOCTPaHEHHOCTHIO B MOMYJISIIHIX
ameneit nceBaonedunmra ARSA, HU3Kas aKTUBHOCTH (hepMEHTa apuiCyib(aTaszsl
A, o0ycrioBiieHHas MICeBA0ASHUIINTOM apuiICyibdaTaszbl A, MOXKET ObITh
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OIINO0YHO YUYTCHA IIPU JUArHOCTUPOBAHNH MHOT'MX PACIIPOCTPAHCHHBIX

NICUXUYECKUX WU HEBPOJIOTHUECKUX 3a00IeBaHUI.

JuddepenunanbHas TMarHoCTUKA KIMHUYEeCKUX (henorunoB MJI/],

MPOSIBIISIONIUX CXOJCTBO C ACPHUIIMTOM apuicyibdaTazbl A — MHOXKECTBEHHOU

HEJI0OCTaTOYHOCTHIO CyJb(aTa3 u neuIuToM carmo3nHa B — npeacrasicHa B
tabmnure 1.

Tabnuya 1 — ougpepenyuanvro-ouacnocmuveckue npuznaxu MJI/],

00 CNLOBNIEHHBIX MHOICECBEHHBIM Oepuyumom cyavghamas u oepuyumom
canoszuna B (https://www.ncbi.nlm.nih.gov/books/NBK1130/#mld.Other_Testing)

I'en Ha3zBanue Bo3spact OcHOBHbIE JuarHoctuk | AKTUBHOCTH
HO30JIOTHUH, nebroTa KIIMHUYECKHE | a B MOYe dbepmenta
Homep OMIM MIPOSIBIICHUS apuncyibharas
bl A
SUMF | MuoxectBenna | 1-4 rona MIII + Teynbdarug | OyeHb HU3KAS;
1 P CUMIITOMATUKa | bl Hedunmr
HEJ0CTaTOYHOC MYKO- 1A OOJIBIIMHCTBA
Tb cynb(daras MOJIMCaXapua0 cynbdaras B
(OMIM 3a JEHKOIMTaxX
#272200) 10enKa B
CITUHHO-
MO3TOBOM
KUIKOCTH
PSAP | lepurut Paznmuuneiit — | MJIJ] Teynbdarun | B mpemenax
cano3nHa B oT Bl HOPMBI
(OMIM MIaJEHYECKOT TuepaMu-
#249900) 0 110 TPHUTEKCO3H/T
B3pOCJIOro BI
Tapyrue
TIIAKOJIHAITHT
Bl

Taxke akTUBHOCTh (pepMEHTa apuiCyib(darassl A MOKET ObITh CHUKEHA TPU
JPYTUX HACIEACTBEHHBIX HAPYIICHUSIX MeTabonn3ma — aedeKrax
dbochoMaHHO3MITBHOTO MYTH PACTIO3HABAHUS JTH30COM, HAIPUMED, TIPU
mykonunuaose II. denorunuueckue npuzHaku npu Mmykoaunugose |l spko
BBIPKEHBI YK€ TIPU POKIACHHUH (TTpEHATATIbHAS THIOIJIA3HSI, CKEJIICTHBIE
nedopmariiu, cenupuIecKkre JUIeBbie TMCMOPGHUH), YTO TO3BOJISIET JIETKO
OoTIIMYUTh ero ot MJI/I.

OpaHaKo MOTYT BO3HHMKATh TPYIHOCTU U JU(depeHInaTbHON JUarHOCTUKE
MJIJ] ¢ apyrumMu NporpecCUupyommMu HelpoaereHepaTUBHBIMU 3a00JICBaHUSMH,
MaHHU(ECTUPYIOLUMU MOCIIE NTEPUO0/Ia HOPMAJIBHOTO pa3BUTHS. 3aJepKKa
Pa3BUTHS B TPYAHOM BO3PACTE B COYETAHUH C PETPECCOM TPUOOPETEHHBIX
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HAaBBIKOB SBJISCTCA IIOKA3aHUEM K ITPOBCACHUIO MPT rosoBHoro mo3sra (Gomez-

Ospina, 2024). [pu HanU4YMK TeHEPATU30BAHHON JIEHKOIUCTPO(HHU 3a00IeBaHNE

HeoOxoauMo aud GepeHpoBaTh CO CASAYIOMUMHE HACIEICTBEHHBIMU

HeHpoIereHepaTUBHBIMA 3a00JIEBAaHUSIMH, TIPEACTABICHHBIMU B TaOIHIIE 2.

Tabruya 2 — oughpepenyuanvro-ouacHocmuiecKue NPUHAKU HACIEOCBEHHbLX

HelipodezeHepamuHulx 3aboaesanuti, manugecmupyrowux kax MJI/ c

2eHePanU308aHHOlL leUKkooucmpoguetl

(https://www.ncbi.nlm.nih.gov/books/NBK1130/#mld.Other_Testing)

T'en

Hazsanue Ho30J10THH,
Homep OMIM

Tun
HacJIeI0BaHUs

OCHOBHBIC KIIMHUYECCKUE IMPOABJICHUA

ABCD1

X-clerieHHas
aapeHoseikoaucTpodus
(OMIM #300100)

X-
CLEIUICHHBIN

e JleTckas niepedpanpHas popma
MaHH(ECTUPYET y MATBYUKOB B BO3pacTe
4-8 net kak CUHJIpOM neduimra
BHUMAaHHMS U TUTIEpaKTUBHOCTH. [lanee
MIPUCOETUHSIETCS IPOTPECCUPYIOIIIEe
HapyIIeHNEe KOTHUTUBHBIX (DYHKITHIA,
MOBEJICHUS, 3pSHHUS, CITyXa U
JIBUTATEIIbHBIX (YHKIIUH, YTO IPUBOTUT K
MOJIHOW MHBATUAW3AINHIB TCUCHUE O
MecsIIieB—2 JIET OT MOMEHTa Jie0roTa.

* AZIpEHOMUEIIOHEBPOIIATHS
MaHH(ECTUPYET Y MY>KUHH Ha 3 JIECATKE
YKU3HH MPOTPECCUPYIONIEH CKOBAHHOCTHIO
1 c1a00CThIO B HOTaX, HAPYIICHUSIMHU
KOHTPOJISI CQUHKTEPA U CEKCYaTbHOM
JuchYHKIUEH.

ASPA

bosnesur Kanasana
(OMIM #271900)

AyTOCOMHO-
pEeLIECCUBHBIN

Heonamanvnas/unpanmunvnasn gpopma
oebromupyem ¢ 3—5 MecCs1eB TUIIOTOHUEH,
3aMPOKUIBIBAHHEM TOJIOBBI,
Makpouedanueil u 3aep>XKoi pa3BUTHS.
[anee nmpucoeauHsOTCs
pa3ApakuTEeNbHOCTh, HAPYIIECHUS CHA,
CYJIOPOTH U TPYIHOCTH NPH KOPMJICHUH B
BUJI€ YXYIIIEHUS TJIOTaHUSI BIJIOTH J10
HEOOXOIMMOCTH B Ha30TaCTPaIbHOM
nuTanuu. Hapacraer ckoBaHHOCTb
CYCTaBOB, 4TO (DEHOTHITNIECKU TIOXOXKE HA
JIETCKUI 1IepeOpasIbHBINA mapayiny.

FUCA1

Dyko3u103
(OMIM 230000)

AyTOCOMHO-
pEeLIECCUBHBIN

» Tun 1 geGrotupyer B Bozpacte 6 mec
OBICTPOI MpOrpeccUupyroeit 3a1epKKoi
MICUXOMOTOPHOI'O Pa3BUTHSI, PETPECCOM
HaBBIKOB. AcCcOIIMUpYyETCs ¢ T ypOBHEM
XJIOpHJIa HATpUS B MOTE.
[TpogomxuTensHOCTD X)U3HU He Oonee 10

JICT.
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T'en

HazBanue Ho30J10THH,
Homep OMIM

Tun
HacJIeIOBaHUS

OCHOBHBIE KITUHUYECKHE MMPOABJICHUA

» Tun 2 xapakrepusyercs 6ojiee JIerkou
CTETIEHBIO BBIPAKEHHOCTH 3aJICPKKHU
Pa3BUTHUSA U HEBPOJIOTUUECKOU
CUMIITOMATUKH, MOsBICHUEM TUDDY3HBIX
aHTHOKEPaTOM Teja, HOPMaJIbHBIM
YPOBHEM XJIOpH/1a HATPHs B ITOTE U OoJiee
JIOJITOM (OTHOCHUTEINIBHO THUTA 1)
POAOJKUTEIBHOCTBIO KU3HHU.

GALC

Bbonesnr Kpaboe
(OMIM #245200)

AyTOCOMHO-
pEeLIECCUBHBIN

CrieKkTp NposiBIEHUI BappupyeET OT
ne0roTa B rpyIHOM BO3pacTe B BHJIE
pa3apaXKUTEIbHOCTH, CIACTHYHOCTH U
3aJIepKKU Pa3BUTHS JI0 MTO3/IHETO Havaa,
MOCJIE TO/Ia U BIUIOTH J0 CEIBMOTO
JECSATUIICTUS )KU3HU. 3a00JIeBaHuUE C
JIe0I0TOM B IPYJHOM BO3pacTe
XapaKTepU3yeTCsl HATMYUEM ITePHO/Ia
HOPMAJIbHOI'O Pa3BUTHA B IICPBLIC
HECKOJIbKO MECSIICB, 32 KOTOPBIM CJIEyeT
OBICTPOE, CTPEMUTEILHOE YXYALLIEHUE
HeBposiornieckux pyHkiuii. dopma ¢
MO3JHAM HavdaJioM OoJiee BaprabenbpHa 1Mo
CBOMM KJIMHUYECKHM IPOSBICHUSAM U
TEUEHUIO 3a00JICBaHMUS.

GFAP

bonesnp Anekcanaepa
(OMIM #203450)

AyTOCOMHO-
pEeLIECCUBHBIN

[Tpu undanTUILHON hopMe HAOTIOIAOTCS
3aJiepKKa Pa3BUTHS WIIH CTarHaIHs
NpHOOPETEHUS] HOBBIX HAaBBIKOB, 3aTEM
HACTYIIAET PErpecc KPyMmHOM, METKOM
MOTOPHUKHU M peuu B T€UECHUE IIEPBOTO
JecsaTrieTus, 6o (y Ipyrux nareHToB)
3a0o0JeBaHNE Pa3BUBAETCS MEUIEHHO, B
TEUEHUE JACCATUIICTHI.

ITpu roBeHMIIbHOM (hOpME MPOSBICHUS B
paHHEM JIETCTBE BHIPAKEHBI MEHEe, YeM
npy UHPaHTUIBHOM hopme (1€rkas
3aJiepKKa PEUEBOTO Pa3BUTHS MOKET OBITh
€IMHCTBEHHBIM CUMIITOMOM, JTHOO
TUITO(OHUS HITH THYCAaBOCTh TOJIOCA MOTYT
orepekaTh MOSIBIICHUE JPYTUX
HEBPOJIOTHYECKUX cUMITOMOB). Hacto
OTMEYaI0TCs PBOTA, 3aJiepKKa pocTa,
CKOJIMO03 M BereTaTHBHAS AUCHYHKITHSL.

HEXA

bonesns Teg-Cakca u

JPYTHUE TaHTITNO3UI03bI
(OMIM #72800)

AyTOCOMHO-
pEeLleCCUBHBIN

Knaccudeckuii KITMHUYECKU eHOTHUTT
NeOI0TUPYET B BO3pacTe 3-6 Mec B BUE
Iporpeccupylomien ciabocT, noTepu
MOTOPHBIX HABBIKOB, YXYAIICHUA
3pUTEIBHOTO KOHTAKTa U MPEyBETMYCHHOU
pC€aKknuu ucmnyra, ¢ HaJIM4YnueM BUITHECBO-
KpacHOro MATHA Ha cetyaTke. [lanee
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I'en Hasanue HO30510TUMH, Tun OCHOBHBIE KJIMHUUYECKHE TIPOSBICHUS
Homep OMIM HaCJIEIOBAHUA

CJeayeT CTarHaius pa3BUTUS U MTOTEPS
HaBBIKOB uepe3 8—10 mec. oT Havyana
3a00JIeBaHuUsI.

[Tonoctpas roBeHUIBHAS popMa
XapaKTEPU3yeTCs] HOPMAJIbHBIM Pa3BUTHEM
JI0 BO3pacTa 2 JIeT, Jajiee MOsBIsSeTCs
HapyIIEHUE MMOXOJKH, TU3apTPUU C
perpeccoM panee NpruOOPETEHHBIX
HABBIKOB, CHIDKEHUE KOTHUTHBHBIX

CrocoOHOCTEH.
PLP1 bosiesns Ilenuneyca- X- ManudecTupyer B rpyJJHOM BO3pacTe WK
Mepubaxepa CICTUICHHBIM | paHHEM JETCTBE HUCTAarMOM, TUIIOTOHUEH
(OMIM #312080) Y KOTHUTHBHBIMU HapyIICHUSIMU;

CUMITOMBI IPOTPECCUPYIOT JI0 TSHKETIOU
CIIACTUYHOCTH M aTaKCHUHU.

B Hacrosiiee Bpems CylecTByeT HECKOJIbKO MeTOauK jeueHust MJI/I.
Tpancmiantanus reMmonodTudeckux cTBoJI0BbIX KieTok (TT'CK) cunrtaercs
JIOCTYITHBIM METOJ0M JieueHHs: cuMtoMoB nopaxkenus [IHC npu ne6rote MJIJI.
TI'CK MoxeT ObITh IPOBEIEHA C UCITOJIB30BAHUEM CTBOJIOBBIX KJIETOK,
noJiy4eHHbIX 0T JoHopa (ayutoreHHas TI'CK), n10o ¢ ucnosib30BaHUEM T'€HHO-
MOAU(PUIMPOBAHHBIX KJIETOK, NOJYy4YEeHHbIX OT nanuenTa (ayronorudnas TT'CK).
Opnako TT'CK addexTuBHa TOJIBKO B 1e0I0TE 3a001€BaHUs UM HA €T0
MPECUMITOMATUYECKON CTaINU, T.K. IPEMAPATHI, UCIIOIb3YEMbIE ITPU
MPKUBJICHUH TPAHCIUIaHTaTa, 00J1aIal0T IUTOCTATHIECKUM A HerToMm,
MIPOHUKAIOT Yepe3 reMaTodHIedhanTndecKuid 6apbep U MOTYT IPOBOIUPOBAThH
yXy/AlIeHue Hepposiornueckux cumnromoB (Boelens, van Hasselt, 2016; Gomez-
Ospina, 2024). Annorennas TI'CK B HacTosiIiee BpeMst BCe K€ OCTAETCs CIOPHBIM
Meronom Tepanun MJI/] no cienyromum npudaruHam: OTCYTCTBUE
CUCTEMATUYECKUX JIAHHBIX O PE3YJIbTaTaxX BBUJY PA3IMUHBIX KPUTEPUEB OTOOpA U
MIPOTOKOJIOB TPAHCIUIAHTAIIUHU, HEPEAKO BCTPEUAIOIINECS OCIOKHEHHS
TPAHCIUIAHTALNY (PEaKIUs «TPAHCIIAHTAT MPOTUB XO3SIMHAY, TPUCOETNHEHUE
UHDEKIUH, TOKCUYECKOE MOPaKEHHE, PUCK 3JI0KAY€CTBEHHBIX HOBOOOPAa30BaHUN),
pasau4HbIC peakiuy npu pa3uuHbix popmax MJIJ] (Gomez-Ospina, 2024;
Asbreuk et al., 2025). Amtorennas TI'CK pekoMeH10BaHa /IS FOBEHHJIBHOM U
B3pociion popm MJIJ] Ha JOCUMITOMHOM CTaUU WU TIPU HAJTMYUHU PAaHHUX,
HavyaJbHbIX CUMIITOMOB 3a0oJieBaHus. [Ipu 3TUX KIMHUYECKUX hopmMax
annorenHas TT'CK mMoskeT BeI3BaTh CTAOMIM3ALIMIO TeUEHHUS 3a00JIEBaHUs, CHU3HUTH
BEPOSITHOCTH IMOTEPH MOTOPHBIX M KOTHUTHUBHBIX (DYHKITUN U JJaXKe
criocoocTBOBaTh pemuenunuzanuu (Gomez-0Ospina, 2024; Ding et al., 2012; Wolf
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et al., 2020). B cinyuae noznuenerckoi dopmbr MJIJI anmorennas TI'CK
HeapdeKTHBHA Jake HA JOCUMITOMHOM CTalK U HE PEKOMEHyeTCs K
NPUMEHEHHUI0. JTO, BEPOSITHO, CBSI3aHO CO CTPEMUTENBHBIM, MPOTPECCUPYIOIIUM
TeyeHueM aaHHou popmel MJIJ] o cpaBHEHHUIO C FOBEHUJILHOM U B3pOCIIOi, B
CBSI3M C UeM IaTOJIOTMYecKasi CHMITOMAaTHKAa HAMHOT'O ONIEpeKaeT OaronpusiTHbIC
apdextsl TT'CK, naxke y 6eccumnromubix narueHToB (Gomez-Ospina, 2024).

Ayronornynaa TT'CK npoBoauTCs ¢ MOMONIBIO Mpenapara FeHHOW Tepanuu
Atidarsagene autotemcel (Libmeldy® unu Lenmeldy®), npeaHaznauena st
Jie4eHHs MAIMEHTOB C MO3IHEETCKON WM paHHeH 1oBeHMIIbHOM Gopmamu MJIJ]
Ha JIOCUMIITOMHOW CTaJM{ WJIM HA HAYAJIbHOU CTaIUH C PAHHUMHU CUMIITOMAaMH.
Knerku CD34+ cobuparoT, KOHCTPYUPYIOT €X VIVO C TOMOIIBIO JIEHTUBUPYCHOTO
BEKTOpa, Koaupyromero komrmieMentapuyro JJHK genoseueckoro ARSA, u
BBO/JISIT B OPTraHU3M, YTO MPUBOIUT K CBEPXIKCIPECCUH apuJiICyib(darassl A U
TIOBBIIIICHUIO €€ aKTUBHOCTH 110 cpaBHEHHIO ¢ HOpMo# (Asbreuk et al., 2025).
JlaHHBII METOJI TEPANIUU MPOSIBIIET CTOUKUE U KIIMHUYECKHA 3HAUYMMBbIE
MOJIOKUTENbHBIE () (DEKTHI B OTHOIIEHUH MMALIMEHTOB ¢ paHHUM HavdaioM MJIJI,
CIIOCOOCTBYET COXPAHEHHIO KOTHUTUBHBIX U JIBUTATEIBHBIX (DYHKIIUN, 3aMe IS
npoliecc JeMueInHu3anum u atpoduun mo3ra (Fumagalli et al., 2022), gto
MO3BOJIUJIO €MY MOJIYYUTh 0J100peHre peryaupytomux opranoB B EBpone u CIIIA
JUTSl Tepaliiy NanyeHToB ¢ panauM HadaaoMm MJIJI. Tlpumenenne Atidarsagene
autotemcel pu o3 aHeH roBeHMTbHON MJIJ] B HacTosIIIee BpeMsl TOTTOTHUTEILHO
usyuaetcs (Asbreuk et al., 2025).

[TockonbKy B HACTOsIIIEE BpeMs HE CYIIECTBYET 3(DPEKTUBHOIO METOA JICUEHUS
nanreHToB ¢ MJIJ[ Ha craguu pa3BepHYTON KIIMHUYECKON CUMIITOMATHKH,
MHTEpEC MPEJCTABISAET METOT (DEPMEHTO3aMECTUTEIBLHOM TepaIiy ¢ TOMOILBIO
MHKAICYJUPOBAHHBIX KJIETOK, KOTOPBIE YYACTBYIOT B JOCTABKE PEKOMOMHAHTHOTO
¢depmenTa apuincynbgpartasbl A. JlaHHBINA METOJ] TEpai HaXOIUTCS Ha CTAIUU
U3Yy4EHHUS Ha )KUBOTHBIX (MBIIIAX ), OJIHAKO YK€ NEPBbI€ BBIBOJbI SBISIOTCS
00Ha/Ie’)KMBAIOIIMMU: Y dKUBOTHBIX CHU3UJIOCHh HAKOIUICHUE CYJIb(aTUAOB,
YMEHBIIWIUCH NpU3HaKkK HerpoBocnaneHus(Audouard et al, 2025).

[Tockosibky BO3MOX)HOCTH JieueHuss MJIJ] B HacTosIee BpeMs BCeE €l1ie
OTpaHUYCHBI, paHHSS TUAarHOCTUKA, HA CTaJUU Hadasa 3a00JIeBaHUs OCTACTCS
a(PexkTUBHON U JaeT HAJSKAY MAMEHTY Ha MOJIydeHHEe JOCTYITHOW TeparuH.
BauMarenbHbIN cO0p kalt00, aHaMHe3a TaIlMeHTa, KOPPEKTHOS Ha3HAYCHHUE
JIOTTOJTHUTENIBHBIX METOJ0B TUATHOCTUKH SIBJISIETCS] BaKHBIM JJIs1 YCTAHOBJICHUS
nuarno3a MJIJ] u mpoBenenus nuddhepeHInaIbHO TUarHOCTHYSCKUX
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MEpONPUsATUIA, 0COOEHHO B cityuae B3pocion Gpopmber MIIJI. Jlanee npuBoaum
ciydait B3pocioi hopmbl MJIJ] 13 cOOCTBEHHOM KITMHUYECKOMN MPAKTHKH.

Ha]_[I/IeHTbI 1 ME€TOABbI UCCJICA0BaHUS.

[Tpobann — myxunna 28 net. [Ipobanay 1 4ieHam ero ceMbU MPOBEICHO
CEKBEHUPOBAHHUE HOBOT'O ITOKOJICHHSI C IPUMEHEHUEM TapreTHOM NTaHEH,
BKJIFOYArOLIEH 59 T€HOB, IaTOT€HHBIE BAPUAHTHI B KOTOPBIX aCCOLIMMPOBAHBI C
HaCJIEICTBEHHBIMU JIEUKOIUCTpOopusaMu/neiikosHuedanonatusimu. Mcecnenoanue
OBLIO IIPOBEACHO B paMKax OecIIaTHON HayyHO! IporpaMMsbl «3ydenue
TeHEeTUYECKOM rereporenHocTH aeiikoauctpopuiny B MI'HIL um. ak. H.IT.boukoga.

PesyabTarsl.

[TpoGana npeabAaBIIs )KaJI00bl HA IMOIIMOHAIBHYIO Ja0MIBHOCTh, TOHUKO-
KJIIOHUYECKHE CyIOporH (3 MpHCTyIla B aHaMHE3€), HAPYIICHHE KOHTPOJIS Ta30BBIX

byHKIUH.

N3 anamne3a 3a0051eBaHUSI U3BECTHO, YTO BIIEPBHIE BBIIICYKa3aHHbBIE PUCTYIIBI
BO3HHKJIH B Bo3pacte 26 jeT (BCero K MOMEHTY KOHCYJIbTAllMH UMEJIOCh TPH
CYZOPOXHBIX IPUCTYIIA, HAYAT PUEM JieBeTHpareTama). OJJHaKO MaTepbio
npobaHja ObIJI0 OTMEYEHO, YTO MAMEHTY C JIETCKOTO IIKOJIBHOI0 BO3pacTa ObLIO0
CJIOHO KOHIIEHTPUPOBATh BHUMAHUE, YTO yCYTyOUIIOCHh B CTapIIMX Kiaccax, B
CBSI3M C 4eM MPOOaH] B HACTOSIIEE BPEMSI UMEET CII0KHOCTHU MIPU
Tpynoycrpoiictse. [locne nedrota mpuctynoB nanueHTy Obuia BoimosiHeHa MPT
TOJIOBHOTO MO3Ta, BBIIBUBINAS AU(PHY3HOE IEPUBEHTPUKYIISIPHO, CYO- U
WHTPAKOPTUKAIHHO MOBBIIICHHE MHTEHCUBHOCTH curHaia Ha T2 u FLAIR
pexumax. B CBS3M ¢ BBIABICHHBIMUA U3MEHCHUSIMH, a TAKXKE C YIETOM YKa3aHUS B
aHaMHe3€ MEePEHECEHHOT0 MEPBUYHOrO cuduirca B Bo3pacte 23 JIeT, B paMKax
mudpepeHInanbHON TMArHOCTUKY ¢ HEHPOCU(PUIMCOM BpayOM-HEBPOJIOTOM ObLIH
BBITIOJIHEHBI UCCIIEIOBAHUS JTUKBOpa U ChIBOPOTKHU KpoBH (PIII'A, MDA
IgM+1gG), a Taxxe Ha BUU-undeknnto, KoTopbie He BBISIBIWIN NaToioruu. Yepes
8 MecsiieB Obuta Ha3HayeHa noBTopHas MPT romoBHOro mMo3ra, BhISIBUBIIIAs
nudy3HbIC U3MEHEHUS OEJIOTO BEIIeCTBa OOJIBIINX MOTYIIIApUH,
MPEUMYILECTBEHHO JOOHBIX U BUCOYHBIX JI0JI€H, UTO OBLJIO PACIEHEHO BPAuOM
Jy4eBOW AMArHOCTUKH KaK U3MEHEHUs 0oJiee XapaKTepHbIE s
MUTOXOHIPHAIIbHOM Jieliko3HIIpanonatuu. CeMeiHblii aHaMHEe3 yKa3all, UTo
npoOaH1 — IMHCTBEHHBIN OOJLHON B CEMBE.

B HeBposornyeckoM craTyce He ObUIO BBISIBIICHO HAPYIIEHUH IBUTaTEIbHOM,
YYBCTBHUTEIHHOM, KOOPAMHALIMOHHON chep, OAHAKO UMETIOCh CUMMETPUYHOE
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HOBBILIEHUE CYXO0KMIIBHBIX pe(IIEKCOB, a Takke 00pallago BHUMaHUE CHU)KEHUE
KPUTHKHU ¥ HEOOJIbIIIAasi pACTOPMOKEHHOCTb.

[Ipu mOBTOpHOM aHANIM3E TAHHBIX HEUPOBU3YATU3AINH BRISBICHO MU Py3HOE
n3MeHeHne MP curnana ¢ GopMHpOBaHUEM «TUTPOUTHOTO MATTEPHAY
MPEUMYIIECTBEHHO B JOOHBIX M0JIsX (pucyHOK 2). [Ipeanosnoxken quaruos
MeTaxpomaTuuyeckoi JerkoaucTpoduu u HazHaueHa JIHK-nuarnocruka.

T2W_TSE

Pucynox 2. MPT 201061020 mo32a.

[TaruenTty ObLIa IPOBEIEHA MOJIEKYJIIPHO-TEHETUYECKask JUarHOCTUKAa METO0M
CEKBEHHPOBAHUS HOBOT'O MOKOJIEHHUS C IPUMEHEHUEM TapreTHOM MaHem,
BKJIIOYAIOIIEH 59 reHOB, NATOT€HHBIE BAPUAHTHI B KOTOPBIX aCCOLIMUPOBAHBI C
HACJIEICTBEHHBIMH JIEHKOIUCTPODUSIMU/IeiKodHIIEDATONATUIMHU, 110 PE3YJIbTaTaM
KOTOpPOIi OBLT BRIABIICHBI 2 MyTaiiuu B TeHe ARSA B KOMITayHI-T€TEPO3UTOTHOM
COCTOSIHUU: BO 2 DK30HE paHee He onucanHbiid Chr22:51065635C>T, npuBosiieit
K MucceHc-3amene ¢.424G>A (p.Gly142Ser), He 3aperucTpupOBaHHBIH B
BbIOOpKax gNOMAD Vv2.1.1, HO anTOpUTMBI MIPEACKA3aHU TaTOTEHHOCTH
PacIeHUBAIOT €r0 KaKk BEPOATHO MAaTOT€HHBIN; B 3 AK30HE ONMMCAHHBIA paHee KaKk
NATOTCHHBIN BapUaHT HYyKJICOTHIHOU nocienoBarenpHocT Chr22:51065404A>C,
NPHUBOAIIMIA K MUcceHc-3aMeHe ¢.542T>G (p.l1le181Ser), anropurmbl
MpeICcKa3aHusl MaTOreHHOCTH PACLEHUBAIOT €r0 KaK BEPOSATHO
NaTOTreHHbIN/HEeUTpaibHbIN. 1 onpeneneHus XxapakTepa pacioloKeHUs
BBISIBJICHHBIX T€TEPO3UTOTHBIX BAPUAHTOB OBLIO BBHITOJIHEHO CEKBEHUPOBAHUE 110
Cenrepy (TpH0), KOTOPOE MOKA3aJ10, YTO JaHHBIC BAPUAHTHI y MAIIUEHTA HAXOIATCS
B TPAHC-TIOJIO’KCHUH; HYKJICOTHAHAs 3aMeHa B reHe ARSA B reTepo3uroTHom
coctrosiauu Chr22:51065635C>T obHapyxeHa y oTIa pobaH/a; HyKJICOTHIHAs
3ameHa B reHe ARSA B rerepo3urotrHom coctosiuuu chr22:51065404A>C
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oOHapy>keHa y Matepu npobanza. [IpoBeaeHHas 3H3MMOAMArHOCTHKA MTOKa3aia
CHIDKEHHE aKTUBHOCTH apuiicynbdarassl A (14,02 mpu nHopme 82,9-315,7
HM/mr/gac).

[TarneHTy OBLT BBICTABIICH OKOHYATEIIBHBIN AHATHO3: METaXpOMaTHIeCKas
nerikonuctpodus, B3pocaas popma (OMIM 250100) u npeasioxkeHa BO3MOKHOCTh
TEparuu MOCPEACTBOM AJNIOTCHHOM TpaHCIUIAHTAIIMH TeMOTIOATHYECKHUX
CTBOJIOBBIX KJIETOK, OT KOTOPOM MaIlMeHT OTKa3alcs. B HacTosImee BpeMs MarueHT
HaOII0JaeTCs Y HEBPOJIOTa, MOJIy9aeT CUMITOMATHIECKOE JICUCHUE

O6cyxaenune: MJIJ] c neGr0TOM BO B3pOCIIOM BO3pACTe SIBIISECTCS HAU0O0JIee PEAKO
BCTpeuaroleiics cpeau Bcex popm MIIJI, xapakTepusyeTcst KITMHUYECKOHN U
TE€HETUYECKOM reTeporeHHOCThI0. CUMITOMATHKA MOKET OTJIMYAThCA BHYTPH
OJIHOM HO30JIOTUYECKON (DOPMBI B 3aBUCHMOCTH OT HAJUYMS TEX UM UHBIX
naToreHHbIx BapuantoB reHa ARSA (Simsek et al., 2025). [lannbie paxTopsl B
COYETAaHUH C HU3KOM HACTOPOKEHHOCTHIO KIIMHUIMCTOB B OTHOIIEHUH Op(haHHBIX
3a00JieBaHUM C 1€0I0TOM BO B3pOCIIOM BO3pPacTe COCOOCTBYIOT TOMY, YTO CBBIIIIE
50% ciyuaeB B3pocioit popmbl MJIJ] ocTatoTcst HeAMAarHOCTUPOBAHHBIMU
(ITpycoBa u np., 2021). A OTCyTCTBUE KIMHUYECKUX PEKOMEHAALMM U, 3a4aCTyIO
OIbITa BeJeHUs nauueHToB ¢ MJI/] ycyryOmnsitoT cuTyanuio JMarHoCTUYeCKOro
ITOMCKA JUUIA MMAIUEHTA.

Haubonee cymiecTBeHHBIMH CUMIITOMAMHU B KIIMHUYECKOW KapTHHE 3a00JIeBaHUS Y
IPEJICTaBICHHOI0 NallMeHTa ObUIM HapyLIeHHs B SMOIMOHAIBHO-BOJIEBOM cdepe u
KOTHUTHBHBIE, a TAKXKE HEBPOJIOTHYECKUE (CYJOPOTH) U HapyLIEHHE Ta30BbIX
(GyHKLMI TPU OTCYTCTBUU HapylleHni nmoxoAaku. Havyano 3a0oneBanus ¢
HapyIICHUS MTOBEACHUSA, ICUXOTHUECKUX W/WIIN KOTHUTUBHBIX PACCTPOUCTB,
CYIOpOT XapakTepHO Jyis B3pocioi opmbl MJIJI, onmcaHHOM B IUTEPATYPHBIX
ucrounnkax (Mandia et al., 2025), onHako Takue CUMOTOMBI KaK HHKOHTUHEHIIUS
Y SHKOIIPE3 PEIKO BCTpeuaroTes B edroTe 3aboeanus (Gomez-Ospina, 2024).
[Tpu B3pocnoit hopme MJIJ] HabmoaeTCss OTHOCUTENBHO MEUICHHOE TEUCHHE
3a0oneBanus B cpaBHeHuu ¢ MJIJ] ¢ 6onee panaumu neGroramu — okosio 75%
nanueHToB yepe3 10 siet mocne Havana 3a00J1€BaHUs COXPAHSIIOT CIOCOOHOCTh
XOJIUTh, HE TOJIy4aroT uHBaIuAHOCTh (Mandia et al., 2025). B npencraBieHHOM
KJIIMHAYECKOM CJTy4ae CJIOXHO YCTaHOBUTH TOUHBII BO3pacT Hayasa 3a00JieBaHMUs,
MOTOMY KaK MaTh MalMeHTa YIIOMHHAJA O TPYAHOCTSAX B O0OYUCHHH €IIIe B
MJIQIIINX KJIAccaX MIKOJIbI, OJTHAKO JAHHBIN MPU3HAK HEJb3sI TOYHO OTHECTH K
cumrniromaruke MJI/I, mOCKOIbKY Ha yCIIeBa€MOCTb MOXET BIIUATH MHOT'O
pPa3TUYHBIX BHENTHUX (PAKTOPOB. 3HAUUTEIBLHBIE TPYAHOCTH B 00YUEHUH,
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CBSI3aHHBIC C KOHIICHTpaUMel BHUMAaHHUSI, OTMEYAJINCh MAaTEPBIO MALIUEHTA yKE B
CTapUIMX KJaccax, 4To XapaKTepHo it B3pocioi ¢hopmel MJIJL, a couetanue
JAHHOT'O CUMIITOMA C OTHOCHUTEJIbHO MEJUIEHHON MTPOrpeCCUEN 3a001€BaHUs
MOJITBEPKIACT KIMHUYECKOE MPEANONI0KEHUE B OTHOIIICHUH B3POCIIOi (POPMBI
MJIJ1. HapyiieHus: KOTHUTUBHOM M/WJIM AMOITMOHAIBHO BOJIEBOM Cdhep SBIISIIOTCS
TEMHU Heclenu(PUIecKuMU CUMIITOMaMU, PU U30JIMPOBAHHOM HAJIMYUU KOTOPBIX
JMAarHOCTHKa 3a00JIEBaHMS HAI0JITO 3ama3abiBaeT. COracHo JIUTepaTypHbIM
JAHHBIM, C MOMEHTA MOSIBJIEHUS MEPBBIX CHMIITOMOB 0 MOMEHTA YCTaHOBJIEHUS
TOYHOTO JIMarHo3a Mnpu BeHmIbHOI Gpopme MJIJL mpoxoaut munumym 3,6 roza, a
B OT/ICNIBHBIX CITydasix — /10 7 JIET, 4TO aKTyaJIbHO U I B3pocioit popmber MJI/I.
Bce dopmer MJIJ, BKITIOUast B3pOCTYI0, HAUMHAKOTCS C POKIACHUS, OTHAKO IS
MUJIJ] co B3pocibIM 1€0H0TOM XapakTepHa MaHudecTanus Ha (OHE BHEIITHUX
TPUITEPHBIX (PAKTOPOB, MOBHIIIAIOIINX HATPY3KY HA HEPBHYIO CUCTEMY, IIPOIIECCHI
MUEIMHU3ALNH, TIPOBOLUPYIOLIUX OCTpbIEe U XpoHndeckue npouecchl B [LITHC u
3HAYUTENIBHO BIMSIOMIKMX Ha pab0Ty HEMOJHOLIEHHOTO (pepMEHTa apuiiCyib(daTazy
A (IlpycoBa u ap., 2021). B onucaHHOM KJIIMHUYECKOM CIy4ae TAKUM TPUTTEPOM
ABJISUIOCH IEPEHECEHHOE MH(EKIMOHHOE 3a001eBaHue (MEPBUYHBINA cU(HIIUC),
3HAUYMUTENBHO yCcKopuBLiee nporpeccruro MJIJL v, BO3MOXHO, CIPOBOLIMPOBABIIEE
NOSIBJIEHUE TAKOTO PEIKOTO CUMITOMA B OTHOCUTEIBHOM Havase 00JIe3HU Kak
HapylIeHHEe Ta30BbIX QyHKIUI. IMEHHO MOsBIEHUE CUTIMTOMOB, HE XapaKTEPHbIX
JUIsL Helipocuuirca Mo3BOJIUIIO0 MPOIOJDKUTh TUArHOCTUYECKHUM TOUCK U
MPEANOIOKUTh auarano3 MJIJ[ B oTHOCHTEILHO paHHEM CPOKE OT AcOr0Ta
3a0oneBanus. [IpoBeneHHas MOJEKyISIpHO-TeHETHUECKast U (pepMEHTHAast
JUArHOCTUKY MO3BOJIMIIA TOATBEPAUTH TPEAIIONO0KEHHBIA panee auarno3 MJIJI —
y TMalKeHTa BRISIBIIINCH KOMIIAYHI-TeTepO3UroTHEIE MyTalu B reHe ARSA, o6e
MYTaIli¥ TUTIAa MUCCeHC — natorerHas P.lle181Ser u panee He
3aperucTpupoBaHHas B BIOOpkax gNOMAD, HO paclieHeHHast KaKk BEpOSITHO
natorenHas p.Gly142Ser. Ilpo amrens ARSA p.llel81Ser u3BecTHO, YTO OH
OTHOCHUTCS K Haubosiee pactpoctpaHeHHbIM ripyu MJIJ] C mo3nauuM HavanoMm, He
SBJISIETCS] HYJIEBBIM aJljiesieM (TPU €ro HaJIU4YMKH COXPAHSETCS] OCTaTOUYHAS
aKTUBHOCTH (DEPMEHTA), a TAKKE YaCTO PETUCTPUPYETCS MPHU MCUXUATPUIECKOM
tune Manudecraru MJI] y B3pocibiX, Ipy 3TOM HaXOsCh, B TOM YUCIIE, B
rerepo3urotHoM coctosiuuu (Gomez-Ospina, 2024). BapuanT rena ARSA
542T>G (p.1le181Ser) cBs3aH ¢ MPEUMYIIIECTBEHHO KOTHUTHBHBIMU HAPYIIICHUSIMHU
y MAIMEHTOB C NO3AHUM HadasioM MJIJI, sBidrommxcss KoMnayHI-reTepo3uroTaMu
M0 IAaHHOMY BapHaHTy U IO IPYrOMy KaKOMy-JIMOO BapHaHTy. Y TaKWX MAIlMeHTOB
JUTUTEIILHO COXpaHsiach ABurarenbHas GyHkims. CienoBaTenbHO, KPUTEPUSIMU
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OLIeHKHU 3((HEKTUBHOCTH JICUEHUS Y TAKUX MALMEHTOB ABJISUIMCH OI[EHKA
KOTHUTHUBHOMN (DYHKIIMH U OLIEHKA TSHKECTH TEUEHUS TI0 JaHHBIM
HelpoBusyanuzaiuu (Beerepoot et al., 2025). PesynpTaTsl HelipoBU3yanu3aum y
narenTa nokasanu auddysnoe namenenne MP curnana ¢ popmupoBanuem
«TUTPOUJTHOTO MATTEPHA» MPEUMYILIECTBEHHO B JJOOHBIX JOJISIX — XapaKTEPHBIHI
npu3Hak npu MJIJ1, onmucaHHBIN B JIMTEPATYPE, TTO3BOJIUBIINAMN 3aII003PUTh
HacneacTBeHHoe 3aboseBanue (I[Ipycosa u ap., 2021).

K coxalenunio, nalMeHT 0TKa3alics OT EAUHCTBEHHOTO JOCTYITHOTO B HACTOSAILIEE
Bpems MeToaa jeueHnus MJIJ] ¢ mo31HMM HadyaJioM - aJUIOTEHHOW TpaHCILIaHTalluH
FeMOMO3TUYECKUX CTBOJIOBBIX KJIETOK. 3a 8 MEC OT MOMEHTA YCTaHOBJICHUS
JIMarHo3a HACJIeICTBEHHOTO 3a00JIeBaHUs yXY/IIIIEHUS COCTOSIHUS HE
HaOmroanock. [lanueHT npooimkaeTess HaOII01aThCsl Y HEBPOJIOTa, MOIyYaTh
MPOTUBOAIUIICNTUYECKYIO TEPANHUIO (B CBS3H C MPUCTyNaMu B aHaMHe3e). O1HaKo
y HaleHTa 0’KUJaeMO HapacTaHWe KOTHUTUBHOTO Je(UIIUTa B CBSI3U CO
CJI0’KHOCTBIO €r0 KOPPEKIMHU MpernapaTamMu, UCIOJIb3YOLMUMUCS IIPU APYTUX
3aboneBanusx. Hanmpumep, MeMaHTHH, SBISIONIUNACA 3PPEKTUBHBIM CPEJCTBOM B
CXEME JICUCHUSI KOTHUTUBHBIX HAPYIICHUN Y MAIMEHTOB C UIIEMUYECKUM
WHCYJIBTOM, NEUCTBYS KaK aHTaroHUCT riayramaTtHbix NMDA -penentopoB, CHAXKas
TE€M CaMbIM MATOJIOTHYECKOE HAKOTUICHUE TJIyTaMaTa B ouare UileMuu, He OyeT
cToJib ke 3 dexktuBeH npu MJIJI, npu koTOpOil HeMeHIHs 00yClIoBICHA
nosiBiieHreM ouaroB gemuenunuzannu B [IHC (ITpycosa u ap., 2021).

3akuarodenue: HecMoTpst Ha TO, YTO B OCIIEIHEE HECKOJIBKO JIET UCCIIEOBAaHUS B
obsactu MJIJ] mpuBenu K MOSIBICHUIO HOBBIX MEPCIIEKTUBHBIX METOJIOB JICUCHUS
U, CJI€0BATEILHO, K TTOBBIIIICHUIO OCBEIIECHUS JAHHOU MPOOJIEMBI B
npodeCCUOHANILHON JTUTEpaType, JaHHAas TPYIINa HO30JIOTHI MO-TIPEKHEMY
OCTaETCs MAJIOBBISIBISIEMOM, MO3/IHO AUArHOCTUPYEMOM. B OOJBIIMHCTBE CiTy4yaeB
3TO CBSI3aHO C OTCYTCTBUEM HACTOPOKEHHOCTH BpayeH-CIIEUAINCTOB B
oTHoIIeHUH opdanHoi natosorun. He Tonbpko o01ue 3HaHus O MPOSBICHUSX
MJI/I, HO 1 coueTaHue 3aypsiAHOM HA MEPBBIM B3Il HEBPOJIOTUUECKOU
CUMIITOMATHKHU C PEIKUMHU TATOTHOMOHUYHBIMHU CUMIITTOMaMH (Hampumep, npu
HEeWpOBU3YyaTM3alIMK ) MOKET HABECTH Ha MBICIIb O HAJTMYHUH Op(aHHOTO
3aboneBanusi. Heo6X01MMO HMCIOIB30BaTh BCE IOCTYITHBIE JIsI MMAIllMEHTa
COBPEMEHHBIC METO/bI TMATHOCTUKHU PEAKON HACIEACTBEHHOW MATOJIOTUH JJIs
MOBBIMICHUS d(PPEKTUBHOCTU YCTAHOBJICHHUSI TOYHOTO IMAarHO3a, a TJIaBHOE — JIJIst
COKpalIEHUs CPOKOB €ro ycTaHoBJIeHUsA. OTHAKO AaXe CBOEBPEMEHHOE, HA pAHHUX
Cpokax HaJaya 3a00JIeBaHus, yCTAHOBIICHNE BEPHOTO JMArH03a B HACTOSIIEE
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BpEMSI, K COXKAJICHUIO, HE SIBJISIETCS FapaHTUEN BbI3IOPOBICHMS [l TALIUEHTA.
[TosiBnenue HOBBIX MeTOAMK Tepanuu MJIJ[ TpeOyeT nanbHEeWINX n3y4eHni
3¢ (HEeKTUBHOCTH, a TaKXkKe YriIyoJeHus: nonnManus naropusuonorun MJIJ] ¢
IEJIBbIO TIOMCKA HOBBIX OMOMAapKepOB JIJIsi TOYHOTO OMPEeNICHUsI ONITUMAIBLHOTO
TepaneBTHueckoro okua (Asbreuk et al., 2025).
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