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Pe3siome

AyTOCOMHO-peLiecCHBHAA  akCOHanbHaa  nepude-
puyeckas Henponatua c HerdpomuoToHuen (ARAN-NM)
npeacTaBnseT coboit pepkyl GHopMy HacneacTBEHHOW
MOTOPHO-CEHCOPHOW HeMponaTuu, OTHOCALLYIOCA K Crek-
Tpy 60ne3Hu Wapko — Mapw — Tyta (LLIMT). 3abonesaHue
accouMMpoBaHO C GUanNeNbHbIMU MyTaLUMAMK C NOTepeit
tyHKummn B reHe HINTI. Knunuyeckm ARAN-NM xapak-
Tepu3yeTca [e6i0TOM B NMepBOM WAW BTOPOM AecsTune-
TUW XKW3HUM, MPOrpeccupyoLieil LUCTaNbHON CNnaboCcTbio
U aTpoduen MbIlL, HUXKHUX KOHEYHOCTEN, HapyLIeHWeM
noxoaku u pedopmauumamu cron. MpumepHo y 80% na-
LMEHTOB HAONIOAAETCA HEPOMUOTOHUA — 3aMefJieHHoe
paccnabneHue Mbllil, CKOBAaHHOCTb, Kpamnu 1 dacumky-

nauny, yeunusaowmecs Ha xonoge. OCHOBHbIMK MeToAa-
MU MHCTPYMEHTaNbHOM [MArHOCTUKN ABASIOTCA CTUMYNSA-
UMOHHas 3nekTpoHelipomuorpadus (IHMI) u uronsyaras
anektpomuorpacus (3MIF), npu npoBeaeHUN KOTOPbIX
BbIAABAAKOTCA aKCOHANbHBIA TUM NOPAXEHUs U HENPOMMO-
TOHUYeCKMe pa3pagpl. B HacTosLee Bpems natoreHeTnye-
CKas Tepanus 3a60neBaHUs OTCYTCTBYET. JIeKapCTBEHHbIM
npenapaTomM NepBoro BbIGOpa AN KyNUPOBaHUS Heiipo-
MWUOTOHWW ABNAETCA KapbamasenuH. 3HauMMylo ponb B
KOMMNMEKCHOM MeULMHCKOM CONpOBOXIEHUM [eTell C
ARAN-NM wurpaetr HemefMKamMeHTO3Has peabunuTauus,
BK/It0YatoLLas B ce6s neyebHyto GusKynsTypy, hrsmnotepa-
MU0 1 opTONeaMyYecKyto Koppekumio fecdopmauit cton.

KnioueBble cnoBa: akcoHanbHas Heiiponarus, HeipoMnoToHus, reH HINT1, 6onesHb Lapko — Mapu —

TyTa, HacneacTBEHHAA HenMponatusa.
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CLINICAL CASE

Clinical case of a patient with autosomal recessive
axonal neuropathy and neuromyotonia

EI. Nakhusheva!, A.V. Serov'

'Research Clinical Institute of Childhood of the Moscow Region (Building 1, house 24a Kominterna str.,

Mytishchi, Russia, 141009)

Abstract

Autosomal recessive axonal peripheral neuropathy
with neuromyotonia (ARAN-NM) is a rare form of
hereditary motor-sensory neuropathy belonging to the
spectrum of Charcot Marie-Tooth disease (CMT). The
condition is associated with biallelicloss of function
mutations in the HINTI gene. Clinically, ARAN NM is
characterized by onset in the first or second decade
of life, progressive distal weakness and atrophy of
the lower limb muscles, gait impairment and foot
deformities. Approximately 80% of patients exhibit
neuromyotonia — delayed muscle relaxation, stiffness,
cramps, and fasciculations that worsen with cold

exposure. The main instrumental diagnostic methods
are stimulation electroneuromyography (ENMG) and
needle electromyography (EMG), which revealan axonal
pattern of damage and neuromyotonic discharges.
Currently, no disease modifying therapy is available.
The first line drug for relieving neuromyotonia is
carbamazepine. Non pharmacological rehabilitation,
including therapeutic exercise, physiotherapy, and
orthopaedic correction of foot deformities, plays
a significant role in the comprehensive medical
management of children with ARAN NM.
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BBepeHue

AyTocoMHO-peljeccBHas aKCOHajbHasA nepude-
pudeckasi HeyipornaTus ¢ Heiipommoronueit (ARAN-
NM; OMIM #137200) siBisieTcs TeHETUYECKN JieTep-
MIHUPOBAHHBIM 3abo/eBaHNeM IepudepudecKoi
HEpPBHOII CHUCTeMbl, BbIIEJI€EHHbIM B OTZE/NIbHYI0 HO-
30/10TM4ecKyto eguHuny B 2012 rogy mocne ujeHTH-
¢buKany naToreHHbIX BapuaHTOB B reHe HINTI [1].
B crpykType HacnencTBeHHBIX Helipomarmit ARAN-
NM 3anumaeT ocob6oe MecTo 6/1arofaps yHUKaabHO-
My COYETAaHMIO AKCOHAIbHOTO IIOPa’KeHNA MOTOPHBIX
BOJIOKOH 1 (peHOMeHa runepBo30OynumocTy nepude-
pUYecKrx HepBoB. 3abo/eBaHUe Pa3BUBAETCA BCIEH-
CTBUe OMa/IeIbHBIX MYTAaLii C moTepeil PyHKIUN B
rese HINT1, noxann3oBaHHOM Ha XpoMocoMe 5q23.3.
K Hacrosmemy BpeMeHM npeHTUGUIUPOBAHO 6oree
20 TaTOreHHBIX BapMAHTOB, OONBIIMHCTBO U3 KOTO-
PbIX ABJAKTCA MUcceHc-MyTanusamu [2]. Haubonee
4acTOVl MyTallell B €BPOIENCKONM ¥ POCCUICKON T10-
nynanuax asnsgerca ¢.110G > C (p.Arg37Pro) (3, 4].
WccnenoBanns, nposefenHble B Poccum, mokasamm,
YTO MaTOreHHble BapuaHTbl B reHe HINTI MoryT co-
CTaBnmATh 10 1,9% Bcex cay4aeB HAC/IENCTBEHHBIX

MOTOPHO-CEHCOPHBIX HelpomaTuii 1 1o 9% ciydaes —
aKCOHA/IbHBIX HEMIPOIIATIII B POCCUIICKOIT KoropTe [3].
benox HINT1 B3auMopieiicTByeT C psIOM CUTHATbHBIX
0e/IKOB, KpUTMYECKM BXXHBIX IS GYHKIMOHMPOBA-
HMAI MOTOHENPOHOB, BK/IIOYas CUIMa-1 pelentop u
BHYTPMK/IETOYHBI JOMEH TeHeypuHa-1 [5, 6]. Ilpen-
nonaraercs, yro aucpyukuus HINT1 mupyumpyer
XPOHMYECKYI0 IMIEePBO30YANMOCTD MOTOPHBIX aKCO-
HOB, KOTOpasi K/IMHUYIECKN IIPOSIB/ISETCS HENPOMMUO-
TOHMEN, a B JJONITOCPOYHOI IEPCIEKTUBE BEJET K aK-
COHAJIbHOIT lereHepanyu [6].

Knuunueckas maundecranus ARAN-NM B 6071b-
IIVHCTBE C/Iy4aeB MPONMCXOAUT B MEPBOM JeCATHIE-
UM KU3HY (MefjMaHa Bo3pacTa HebrTa COCTaB/seT
10 71eT), OIHAKO OMMCAHBI CTTyYan ¢ Ha4asoM 3aboreBa-
HuA go 28 ner [1, 2]. TUINYHBIMY HAada/IbHBIMU CUM-
ITOMaMM SIB/IAIOTCS NIPOTPECCUPYIOIas AUCTaIbHAsA
cmabocTh M aTpodusA MBIIIL HVDKHUX KOHEYHOCTE,
IPUBOASAIINE K HAPYLIEHNIO ITOXOAKM, YaCThIM Iafie-
HUAM 1 GopMupoBaHuio fedopmannmit crom (momas
CTOIIa, KOHCKasA croma). [To3gHee B maTomormyeckmit
IpOLIecC BOBIEKAIOTCA UCTA/NbHbIE OTHENbl BEPXHUX
KOHEYHOCTEIA.



KimoueBbIM KIVMHMYECKUM IIPOSB/ICHUEM, BbI-
ABNAEMbIM IpuMepHO y 80% manueHTOB, ABIAETCA
HelipommoToHus [2]. OHa mposiBisieTcs 3aMefyIeH-
HBIM pacciabeHneM MBI HOC/Ie IPOU3BOIBHOTO
cokpaleHnsa (0CO6eHHO 3aMeTHa IPU CKATUU KUCTU
B KYJIaK), MBIIIEYHOI CKOBAaHHOCTbIO, KpaMIM 1 dac-
LVIKYTAIMAMY, KOTOPble YCUIMBAIOTCA MO BO3el-
CTBMEeM X071ofa [4]. BayKHO OTMETHTD, 4TO Y YaCTH Ia-
I[M€HTOB C NTaTOTeHHBIMU BapuaHTaMu B reHe HINT]I,
HelPOMIOTOHNA MOXeT OTCYTCTBOBAaTb, a B KIIMHI-
4eCKOJ KapTVHe NOMMHUPYET AMCTalbHas MOTOpHAs
Heifponatusa [7]. YyBcTBUTeNbHbIE HAapyIIeHMdA, KakK
IIPaBU/IO, MUHVMA/IbHBI VIV OTCYTCTBYIOT, YTO COMM-
sxaeT ARAN-NM c¢ ancranbHbIMI HACIENCTBEHHBIMU
MortopubiMK Heliponatuamu (dHMN). Kpome toro, y
HEKOTOPBIX OOJIbHBIX ONMCAHBI KOTHUTUBHbBIE Hapy-
HIEHVS U 3aJjep>KKa IICUXNYeCcKoro pasButus [8, 9].

Iuarno3 ARAN-NM 6asupyercsi Ha COBOKYII-
HOCTU K/IMHUYECKUX, INMEKTPO(PUINONIOTUYECKUX U
TeHeTHYeCKMX JJaHHBIX. [Ipy CTUMY/IAIVOHHON 371eK-
Tponeiipomuorpapyun (SHMI') BbIABIAETCA aKCO-
HAQJIBHBII TUI HOPaKeHUA C IPeVMYILIeCTBEHHbIM
CHIDKEHUEM aMIUINTYbl M-OTBeTOB NP COXPAHHBIX
VIV HE3HAYUTE/IbHO CHIDKEHHBIX CKOPOCTAX IpOBe-
IeHnsA BO30OYX/EHNUA II0 MOTOPHBIM M CEHCOPHBIM
HepBaM. Vronpuaras anexrpomuorpadus (IMI) pe-
TUCTPUPYET CIIOHTAHHYIO aKTVBHOCTb MBIIIEYHBIX
BOJIOKOH, BK/TIOYasl HE{POMMOTOHIYECKIE PA3PAIDBI —
BBICOKOYACTOTHBIE 3a/IIIbI NOTEHIMATIOB IBUrATe/b-
HbIX efnHML [1, 2]. Bepudukarnus fuarnosa ocyuect-
BJISIETCSI C IOMOIIBIO MOJIEKY/IIPHO-T€HETUIeCKOTO
TeCTUpPOBaHMs — CeKBeHMpoBaHus rena HINTI (tap-
TeTHOE WIM B COCTaBe IIaHesIell TeHOB HaC/Ie[CTBEH-
HBIX HelipomaTnit) [10].

B Hacrosmlee BpeMs IaTOreHeTHYeCKas TepaIms
ARAN-NM He paspaborana. J/leueOHbIe MEpOTIPUATUSA
HOCAT CYMIITOMAaTHYeCKMII XapaKTep 1 HaIllpaBJIeHBI
Ha YMeHbIIIeHVe IIPOSIB/ICHNIT HeIPOMUOTOHUY U TIOJI-
Iep)KaHMe ABUTaTeIbHOM aKTUBHOCTY TaluenTa. [lna
KyNMPOBAaHNA MBIIIEYHON CKOBAaHHOCTM U KpaMIu
YCIIELITHO IIPUMEHSAIOTCA 67I0KaTOPbI HATPUEBDIX KaHa-
noB. Kapbamasenuu paccMaTpuBaeTcs Kak Ipenapar
nepsoro Bbibopa [11]. IIpogemoncTpuposana addex-
TUBHOCTb KapOaMaselyHa B CHVDKEHVM BBIPaXKEHHO-
CTM MBIIIEYHON PUTMIHOCTI Y YIy4IIEHUN KadecTBa
KU3HM TaumeHToB [11]. B KauecTBe ajmbTepHATUBBI
MOTYT IPUMEHATHCS JIeKapCTBEHHBIE CPeicTBa (peHu-
TOVH ¥ MEKCU/IETHH. 3Ha4/IMO€ MeCTO B KOMIITIEKCHOM
MEeAMIIMHCKOM CONpOBOXAeHMM nanyeHTos ¢ ARAN-
NM 3aHuMMaeT HeMemMKaMeHTO3Has pea61/m1/[TauM,q,
BK/IIOYAIOIAsi B ce6s1 ledeOHY10 GUBKYIBTYPY, P1sno-
TepaINNI0 1 OPTOIEANYECKYI0 KOppekumio fedopma-
it crom [12, 13].

AyTOCOMHO-peljeccuBHasl aKCOHabHasA nepude-
puyYecKas HENpOoIaTUA C HEMPOMMOTOHMEN Xapak-
TepU3yeTCsl MENJIEHHBIM, HO HEYKJIOHHO IIporpec-
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CUPYIOIIMM Te4YeHNeM. DOJIbHIIMHCTBO MalLMeHTOB
ITUTENbHOE BPeMsl COXPAHSIOT CIIOCOOHOCTD K CaMo-
CTOATE/IbHOMY IIepe[BIDKEHIIO, XOTs BbIpa’KeHHas
AMCTaNbHAsI CMabOCTh MOXKET NPUBOAUTH K MHBAJN-
AM3anuy ¥ HeOOXOAMMOCTY MCIIO/Ib30BaHMS OPTO-
HeANYeCKUX TOCOOMIT ¥ BCIIOMOTATeNbHBIX CPECTB.
Hwuskas ocBeOM/IEHHOCTb Bpadell O KIMHUYECKNX
nposaBneHnAX ARAN-NM saTpypgHsAeT SUarHOCTUKY
3abo/eBaHNs ¥ OTK/IAJbIBaeT HAIpaB/IeHMe IallJieH-
TOB Ha JOCTYIIHOE MOJIEKY/IAPHO-TeHeTHYecKoe 06-
CJIefloBaHMe, I03BOJIA0Iee BepupUIMPOBATh KIVNHY-
yecKuit puartos [14-16].

KnuHuuyeckui cnyyan

Manbunk, 16 net. XKano6bl Ha HapylIeHUe TTOXOf-
KIf, Iporpeccupymouymo aepopmanuio cron, 6omm
B HOTAaX, yTOMJ/IEHUE, TPYAHOCTU C pacciabieHueMm
MBIIII] PYK IIOC/Ie JIUTENbHOr0 MIChMa.

AHamHe3 XM3HM: peOeHOK OT TpeTbeit GepeMeH-
HOCTY, TIpOTeKaBIleil Ha ()OHe TecTAI[MOHHON apTe-
puanbHON runepreH3uu. Popbl ImepBble, CaMOCTOA-
Te/IbHBIE, CO CTUMY/IALIEN POMOBOI AeATeTbHOCTH, Ha
cpoke 40 Hegenb. Macca tena npu poxxjgenun — 3100 T,
mHa - 52 cm. OneHka mo mkane Amrap — 8/9 6anios.

PanHee ncuxoMoTopHOE pa3BUTHE C TEMIIOBOII 3a-
JIEPYKKOIL: CAMOCTOsITeNIbHAsI X0mbba — ¢ 1 ropa 3 mecsi-
11eB, ppasoBas peub — C 2 JIeT.

AnamHe3 3a6071eBaHNsL: B BO3pacTe 4-5 y1eT pofute-
JIM CTA/IM 3aMeYaTh, YTO peOEHOK YacTO CIIOTHIKAETCS,
MajiaeT, cTaja IOABOPAYMBATLCA IIpaBas Hora. B Bo3-
pacte 7-8 yeT OTMeTIWIM IUIOXOJ IoYepK, Aedopma-
LIMIO CTOII ¥ HapyIlleHle OCAaHKM, 110 ITOBOJy Yero Ha-
6mofanuck y TpaBMaroyora-opromnena. [lo 13-14 et
COCTOSIHVE OCTaBaIOCh CTAaOM/IbHBIM, Jajiee IOC/IeNO-
BAJIO YXyZALIeHNe COCTOAHMA pebeHKa.

Manpuuk Habmronaercs B leHTpe meTCKoIT mMCUX0-
Hesponoruu (LIIOIIH) TBY3 MO «Hayuno-uccneno-
BaTe/IbCKMII KIMHUYECKUI MHCTUTYT AeTCTBa MuHMK-
CTepCTBa 3ApaBoOXpaHeHnss MOCKOBCKOIT 06/macTu» ¢
2024 ropa.

Bo Bpemsa mnepsoit rocnurammsauyu B LIOITH B
BO3pacTe 14 jieT OBbIIO BBIAB/ICHO MOBBIIIEHNE YPOBHA
KpeaTuHKMHa3bI 1o 493 Ex/n (Hopma 0.0-171.0 En/n).

OHMI BepxHux koHeuHocreit ot 08.2024: o6Hapy-
JKEHO HapyllleHVe IPOBefeHNs MO JIOKTEBOMY HEpBY
CIIpaBa [0 AKCOHA/IbHOMY TUIY (CHVDKEHMe aMIUINTY-
Il 0KOI0 50-60%) 1 crieBa 10 aKCOHAIbHO-IeMUeEIIN -
HU3UPYIOIEeMy TUITy (CHVDKeHUE aMIUIMTY[BI OKOJIO
40%, CHIKeHe CKOPOCTHU 0K0Jo 25%). [Tpnsnakm mo-
pakeHMs CpeflHHOTO HepBa CIIpaBa IO JeMUeINHMU-
3UpyIoleMy TUITY (CHUKeHMe CKOPOCT OKOTIO 25% Ha
y4acTKe OT JIOKTeBOTO Cruba o MOAMBIIIEYHO BIIa-
IVIHBI).

OHMI' HmwxHux koHeuHocrteit ot 08.2024: or-
MEYaIoTCsA IIPU3HAKU IPyOOro IOopakeHMs OOJblile-
6epuoBoro 1 Majao6eplLOBOrO HEPBOB CIpaBa IO
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aKCOHAJIBHOMY TUITy (CHIDKEHME aMIUIUTYABI OKOJIO
70 1 90% CcOOTBETCTBEHHO), OpaKeHNUe HorbIiIebep-
LJOBOT'O HepBa C/IeBa NPeMMYILeCTBEHHO 10 AaKCOHAJIb-
HOMY Ty (CHIVDKeHMe aMIUIMTYABI okomo 70-75%,
CHIDKEHME CKOPOCTHU OKOJIO 26%), IOpaXKeHe MaJlo-
6epLI0BOTO HepBa C/leBa MO aKCOHATbHO-IEeMIe/NTNHI-
3upylolleMy TUIY (CHVDKeHMe aMIUIUTYAbI 0KoIo 90%,
CHIDKeHMe CKOpocTu 0Komo 70%). CeHCOpHBI OTBET
JOCTOBEPHO He MOTy4eH.

Pe6enok 6bu1 Boimmcan us LIIITH ¢ kinHudeckum
nuarHo3oM «G60.9 HacnencTBeHHast CeHCOMOTOpHAsA
HEeBpOIATNA HeyTOYHEHHAs», HallpaBJieH Ha KOHCY/Ib-
TalMIO K Bpady-TeHETUKY.

ITpu nmosTopHOI rociimranusanuit B LIJITTH B des-
pane 2025 ropa ObUIO BBIABIEHO BBIPAYKEHHOE IIO-
BBbILIIEHVE KpeaTMHKMHasel — 1213,95 (En/n) (nHopma
0,0-171,0 En/n). [IpoBefeHa MarHUTHO-pe30HAHCHAS
tomorpadusa (MPT) markux tkaneit 6enpa u rojaeHu,
BBISIB/IEHA XXMPOBas IereHeparys Mol oemep (o 16
o Mercuri) u roneneit (o 26 mo Mercuri) B Bujie -
HEJHBIX BK/IIOUYEHUI B CTPYKTypy MbimL,. IIpu Busya-
mmsanuu fiugdysHble U3MEHEHMs, COOTBETCTBYIOIYE
HeJIpOTeHHOMY NaTTePHY MOPa>KeHN s MBbIILL,

Pe6enky 6bi1a npoBesera OMI: npu mposefeHNn
UTO/IbYATON MUOTPadyM MKPOHOYKHOI MBIIII[BI MHTEP-
(epeHIMOHHBII TATTEPH pa3pe)keH (110 HeMIPOreHHOMY
TUITY), CHOHTAHHOJ aKTUBHOCTY HE 3aperuCTpUpOBa-
Ho. OTMmeuaeTcs He3HAYMTE/NIbHOE IIOBBbILICHME aM-
IUIUTYABI IIOTEHIVIAJIOB ABUTraTebHbIX egyHuly (ITJ1E)
U JJINTEIbHOCTI.

Y Manpumka 6bl1a 3a11003peHa Iporpeccupyoas
MblleyHasas guctpodus JoleHHa M MHALVMPOBAHO
noobcnenosanne. B ®ITBHY «Mennko-reHeTmaecKkoM
Hay4HOM LieHTpe uM. akafeMmnuka H.IT. boukosa» mpo-
BeJICHO MOJIEKY/IAPHO-TeHeTUYeCKoe 00C/IejoBaHe:
HOVICK JieTIelVii M AyImKanuii B rene DMD - He 06-
Hapy>keHbL. [IMarHOCTMYeCKMil MOUCK OBbUI IPOROT-
JKeH: MTaHe/b « MMomaTum», OMCK TOYKOBBIX MYy TaLI NIl
B reHe DMD - He 0OHapy>XeHBI.

Pe6eHOK OB BHOBB TOCIIMTAIN3MPOBAH B JleTcKuit
LIEHTP IICUXOHEBPOJIOTUN I JleTeil C IOpaKeHUAMYI
LIEHTPA/IbHOM HEPBHO CHUCTEMbl U HAPYIIEHUAMMU
ncuxuky B uioHe 2025 roma. B MmexxrocnmraibHbIN I1e-
PMOJ OTMe4asioCh HapacTaHue ClIaboCTM B AMUCTANIb-
HBIX OTJe/NaX HIDKHUX KOHEYHOCTell, Aedopmauymu
crotr. Pe6eHOK CTasI IpebsB/ISITH )Ka/I00bl Ha CIIa3M B
KICTHU TIOC/Ie ANUTeabHOro nucbMa. IIpn ocmorpe oT-
MeYa/liCh IPOABJIEHNA MUOTOHUM B KUCTM, IajIbljaxX
PYK, HapacTamomas cr1abocTb AUCTATBHBIX OT/E/NIOB
BEPXHMX KOHEYHOCTEIL.

ITpu nposenenun uronpyarort OMI 6buta ob6Ha-
py’XKeHa CIIOHTaHHAsA AKTMBHOCTb B BUJI€ MUOTOHM-
YeCKMX PpaspsfioB, IIOTEHIVATIOB (acHVIKY/IALINIL,
nepectpoiika I1JIE no HeitporenHoMy Tumy. Pe6eHky
ObUI YCTAQHOBJIEH IIpEe[BAPUTE/NIbHBI AMATHO3 «Ha-
CIIe[ICTBEHHAsA MOTOPHas M CEHCOpPHas HEeBPONATMA».

AyTtocoMHoO-penjeccuBHaA nepudepryeckas Hempo-
natuss ¢ Heiipomuotonnein (ARAN-NM). ITaument
HaIIpaBjieH Ha IOBTOPHYI0 KOHCY/IbTALIMIO TeHeTKA B
OI'bHY «MTI'HII nm. akamemuka H.I1. boukoBa».

28 ¢espansa 2026 ropa ObUT IpOBeieH MONCK Ia-
TOT€HHBIX BapMAHTOB, aCCOLMVMPOBAHHBIX C HAc/ef-
CTBEHHOJI MOTOPHO-CEHCOpPHON Heliponarueir (60-
ne3nb lllapko — Mapu — Tyra). BoisABeH onycaHHbI
panee kak maroreHHsii (HGMD_ID CM128644) Ba-
PUAHT HYK/IEOTUIHON IIOC/IefOBATEIbHOCTY B 3K30-
He 1 rena HINT1 (chr5:131165096C > G) B romo3u-
TOTHOM COCTOSHMM, IPUBOJALINI K MUCCEHC-3aMeHe
(NM_005340.7: ¢.110G > C, p. (Arg37Pro)). Bapu-
aHTel B reHe HINT1 B TrOMO3UTOTHOM ¥ KOMIIAQyHJ-
TeTepO3UTOTHOM COCTOSHUM ONJCAHBI y IAIVEHTOB
¢ Neuromyotonia and axonal neuropathy, autosomal
recessive (OMIM: 137200). BpisBieHHBII BapuMaHT
HYKJICOTH/IHOM mocnefnoBarenbHocty ¢.110G > C B
TOMO-/KOMIIAYH/|-TeTePO3UTOTHOM COCTOSIHMM OIIN-
CaH y IALMEHTOB C AaKCOHA/NIbHOM Helipomaruen. Y
ponurteneit mpo6ana BapuasTt ¢.110G > C BbIAB/IEH B
reTepO3UTOTHOM COCTOSIHUML.

JlnarHos «ayTocoMHO-peljeccuBHas nepudepnde-
ckas Heifponatus ¢ HelipomnoTonyerr (ARAN-NM)»
MOATBEPKJeH MOIEKY/IAPHO-TeHeTUYeCKMMM MeTofa-
MIL

B meBponormueckom craryce (mapt 2026 ropa):
00111eMO3rOBOJL ¥ MEHVHT€A/IbHOI CHMIITOMATUKN HE
BbIsIB/IeHO. YepenHble HepBHI: | — 00OHAHME He Hapy-
meHo, II — 3peHme OpMEHTMPOBOYHO He HAPYLIEHO.
ITona spennsa ne cyxensl. 11, IV, VI — rmasnble menmn
paBHble. O6beM JBIDKEHMS ITIa3HBIX S07I0K IIONHBIN,
cuMMeTpuuHbll. KoHBepreHnusa u aKKOMOZALMs
ymoBneTBOpuTenbHble, D = S. 3paukn okpyroi gpop-
Mmbl, D = S. ®oTopeakuns xnuBas, cMuMMeTpudHasd. V —
IBVDKEHNUS HVDKHEN YeII0CTY B IIOTHOM 00beMe, TPo-
¢uKa >xeBaTeNbHBIX MBIIII] He HapylleHa. [lampmanys
TPUIeMMHA/IbHBIX TOUeK Oe36onmesHenHas. VII - muijo
CUMMETPUYHO, MUMMKa XyBas. VIII - cmyx coxpanen.
Hucrarma nert. IX, X - moranue u poHanus He Hapy-
meHbl. [orounslit pedrexc xusoit, D = S. Uvula o
cpenHeit muHyn. XI — MofHNMaHNe I/Ied He OTpaHMye-
HO, JIeBOe IIJIeY0 OTCTaeT B IofbeMe. IpyiMHHO- KO-
YI[YHO-COCLIEBUIHbIE MBIIIIIbI CUMMeTpUYHbL [o/10Ba -
1o cpegHeit myuHun. XII — A3bIK 1O cpefHeN NMHUM,
dacIMKy/IALNIL HeT.

JIBuratenpHas cdepa: XOOUT CaMOCTOSTENbHO, C
BBIPQ)KEHHBIM CTEIIAXXOM C JIByX CTOPOH. OKBMHO-
BapycHas fedopmanus obenx crom. Ha msarTkax He
XOINT, X0ibba Ha HOCKax 3arpygHeHa. Ha nByx Horax
IIpBITaeT HEeJIOBKO, HA OJJHOI HOTe He IIPBITaeT C IBYX
cropoH. [Ipo6a [oBepca oTpuiarenbHas.

IIBI>KeHNSA B BEpPXHMX KOHEYHOCTAX B IIOJIHOM
ob0beMe, CUMMeTpUYHble. MblllleyHas cula B pyKax:
IIPOKCUMA/IbHO Ha 5 6a/1oB, D = S, a1ucTanbHO — CHU-
>keHme 10 3-4 6amnos (o mkane MRC), D = S, 3axBat
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HE/TOBKMIL. MbIIIeYHbIT TOHYC B pyKax cHiKeH, D = S.
CyxoxunpHble pedieKChl ¢ BePXHUX KOHEYHOCTeil
pesko cHiKeHbl, D = S. 3amenieHHoe paccrmabnenne
MBI TTa/IbLEB TI0C/Ie IINTEeIbHOTO CXKATVs B Ky/IaKe
W ypaep>kaHus 3axsata (puc. 1.). Hapymiena menkas
MOTOPMKA.

PucyHok 1. [posBneHns MMOTOHWM B NanbLax pyK
Figure 1. Manifestations of myotonia in the fingers

Bpronrbie pedieKchl CHUXEHBI CUMMETPUYHO.

JIBVO>KEHMA B HIMDKHUX KOHEUHOCTSX OIPaHMYEeHbl
3a C4eT KOHTPAKTYP B FOJIEHOCTONHBIX cycTaBax. OT-
MEYaAITCA: YKOpOYeHNe JIEBOJ HIDKHEN KOHEYHOCTU
Ha 1 cM, ailyKTO-3KBMHO-IIOJIO-BapyCHbIe fledopMa-
LM CTOI, MOTIOTKOOOpasHas fAedopMalys majblieB
2-5 masblieB IPaBOIl U JIEBO CTOIBI, IUIIepTPOdUs
mpiu roneneit, D = S (puc. 2.). MbllieyHas cuia B
HOraX: CHIDKeHa IMPOKCUMAanbHO fio 4 6amnos, D =

ApxuB nefmatpun u fetckoit xupypruu Ne 2 [4] 2026 ropa
S, pucTanbHO — 1o 2 6a/UI0B B IepefHel TpyIe, 10
3 6as10B B 3ajjHeli rpymIe Mpiu ronenHyu, D = S. Mbi-
LIEYHBINl TOHYC B Horax cHIDKeH, D = §. Cyxoxxuib-
Hble pedIeKChl C HVIDKHMX KOHEYHOCTEIl He BbI3bIBa-
orcsa, D =8S.

PucyHok 2. ARoyKT0-3KBMHO-M0N10-BapyCHble aedopMaLum
cTon, MOJI0OTKOOOpa3Has gedopmauus nanbLes, TMNOTPO-
s ronexm

Figure 2. Adducto-equinovarus deformities of the feet,
hammer-toe deformity, calf hypotrophy

[TaTomornyecknx KUCTEBBIX M CTOIHBIX pedriek-
coB HeT. K/IOHyCBI CTOI He BBI3BIBAIOTCS.

Kooppunarophas cdepa: KOOpAUHATOPHbIE IPO-
6b1 BeImONHACT ¢ AucMeTpueir, D = S. B mose Pom-
6epra ycroiuus. UyBcTBUTeNbHAS Cepa: CHIDKeHNe
60J1eBOI ¥ TAKTU/IBHON YyBCTBUTENBHOCTH C PYK IO
TUITY IePYATOK, TUIIEPICTE31A HYDKHIX KOHEUHOCTEN
[0 TUIY HOCKOB. Ta3oBble yHKUMM: IIeHTpaIbHbIE
cpopMmpoBaHbI, epudeprieckre He HAPYIIEHBL.

IIpn mpoBemenunu crumynauuonHoit IHMI
(03.2026) coxpaHAIOTCA NPU3HAKYU IOPaKeHNA Cpe-
JIMHHOTO ¥ JIOKTEBOTO HEPBOB C JIBYX CTOPOH IIO
HepBUYHO-aKCOHATbHOMY THITy. COXpaHAIOTCA MpH-
3HAK!U IPyOOro MmopakeHust MajoOepoBoro u 60mb-
me6epIiOBOro HEPBOB C JIBYX CTOPOH II0 aKCOHA/Ib-
HoMy Tuiy. CeHCOpHBIe OTBETBHI C YyBCTBUTE/NIbHBIX
HOPLMIT CPEAVHHOIO 1 JIOKTEBOTO HEpBOB 6e3 mpu-
3HAKOB IIATOJIOTUM C ABYX CTOpOH. CEeHCOPHBIE OTBe-
TBI C HEPBOB HJDKHVX KOHEYHOCTEN He OIpeflesAT-
Cs1 C IBYX CTOPOH (mabn. 1).
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Ta6bnuua 1. Pe3ynbTaThl CTUMYNALMOHHOI 3NneKTpoHeiipomuorpadum (03.2026)
Table 1. Results of stimulation electroneuromyography (03.2026)

CKopoCTb pacnpocTpaHeHus
JlaTeHTHOCTb, MC Amnnutypa, mB P pacnpoctp
Mokasatenb BO306YXAeHUs, MC

CnpaBa CneBa CnpaBa CneBa CnpaBsa CneBa

n. medianus

n. tibialis

CEHCOPHbIe BOJIOKHa

3anacTbe 62,5 (> 57,0) 59,3 (> 57,0)

IIpn nmposepgennu uronpuaroit IMI (03.2026):
B m. tibialis anterior m m. APB 3aperucrpuposa-
Ha CIIOHTaHHasA aKTMBHOCTb B BUJI€ KOMIIIEKCHBIX
pa3psAfOB BBICOKOI YacTOTHI. VIHTep(depeHINOH-
HBbIil IATTEPH 10 BTOPUYHOMY HEMPOT€HHOMY TUILY

(puc. 3.).

l CNanTaHIEA AKTHORDCTE M Sl

WuTopd epenunolHsliA naTTep Fee S0

PucyHok 3. CnoHTaHHas akTUBHOCTb U MHTepEPEHLMOHHbIN
naTTepH Ha uronbyatoit IMI

Figure 3. Spontaneous activity and interference pattern on
needle EMG

Manpumk peryisipHo rocuuranusupyercs B Jet-
CKMII LIeHTp IICMXOHEBPOJIIOTMM [/A JeTell ¢ mopa-
JKEHUAMM L €HTPa/JbHOM HEPBHOJ CUCTEMbl M Ha-
pymenyamu ncuxyknu ['BY3 MockoBckoit obmactu
«Hay4HO-mccnefoBaTeNbcKuil  KIMHUYIECKUIT  UH-
CTUTYT JeTCTBa MMHUCTEPCTBA 3[paBOOXpaHEHUA
MockoBcKoit 06/acTi» i MPOXOXKJAEHUs KYpPCOB
peabunmuTanuu U AMHAMUYECKOTO HabmogeHns. B
HacTosllee BpeMs IOKa3aHUA A1 Ha3sHAYeHMA Me-
IMKaMEHTO3HOJ TepalmmMM OTCYTCTBYIOT B CBA3U
C PpenKo BO3HMKAIOUWIVMMU ¥ CTabOBBIPa>KEHHBIMU

IPOAB/ICHNAMY HEIPOMIOTOHMM, He YXY/IIAIONIV-
MU Ka4ecTBO >KM3HM pebeHka. PebeHOK momydaer
KypChbl HEMEVKaMEHTO3HOI'O BOCCTAHOBUTETBHOTO
nedenns: JIOK, mexaHoTepanmio Ha TpeHa)kepax ¢
ononornyeckort obparnoit caspio (BOC), maccax,
¢usnorepanmo. Kpome Toro, manueHT mpopomxaer
HaO/MI0aTbCsl TPAaBMATO/IOTOM-OPTOIIE[IOM, COOIIO-
IaeT peKOMEeH/IOBAaHHBI OPTOMEUIEeCKIUIT PEXIM, C
MCIOIb30BAaHMEM OPTe3HBIX u3genuii. [Ipu mporpec-
cHpoBaHNM 3a00/IeBaHMs, HAPACTAHUY KIMHNYECKUX
MPOSIBJIEHUIT MUOTOHUM, CHV>KEHUU KauyeCTBa KM3HU
pebeHKa IIaHMPYeTCA NPUMEHEHNe JIeKapCTBeHHOI
Tepanuy, HApPaBlIeHHO! Ha HUBETMPOBAaHNE ITOTO
cuMnToMa (IIPOTMBOAMMIENITUYECKNX Y AHTUAPUT-
MIYECKUX IIpenapaToB).

3aknoyeHue

Takum 06pa3oM, ayTOCOMHO-pelecCHBHAsI aKCO-
HaJ/ibHas nepudepudeckas HelpoIaTusA ¢ HelipOMIO-
toHuert (ARAN-NM) npepncrapinser coboii 3aboneBa-
HIle, BbI3bIBaIOLIee TPYAHOCTH Ha 3TaIle IOCTAaHOBKIU
mmarHosa. HemocrarouHas ocBeJOM/IEHHOCTD Bpaueii
0 JaHHOM 3a00/IeBaHMY U MaCKMPOBKA KIMHIYECKUX
CUMIITOMOB II0J] HJCTa/IbHble MOTOpPHbIE Hellpola-
TUM YacTO IPUBOAAT K JUATHOCTUYECKUM OMIMOKaM
U HaszHayeHuIo HeapekTuBHON Tepanuu. [ToBsie-
HIle OCBEIOM/ICHHOCTM IETCKUX Bpadeil 0 KIMHMYe-
CKUX, HellpOPU3NOTIOTNIECKNX Y PaUOTOTNIeCKUX
IPOSIBJIEHNAX 9TOTO HACJEACTBEHHOrO 3a00jIeBaHuA
IO3BOMIUT COKPATUTD JIONTUII MyTh MaljMeHTa K MH-
BA/IMIV3UPYIOIIEMY JUATHO3Y U IIOTYYNTb MeIVIVH-
CKYIO TIOMOIIIb B afiekBaTHOM o6beme. HecmoTps Ha
OTCYTCTBUE B HACTOAIee BpeMs HMaTOreHeTUYeCKO
Tepanuy, BefieHne manuentos ¢ ARAN-NM rpebyer
KOMIIJIEKCHOTO TIOfIXOfla, peanu3aluy MYIbTUJC-
LUIIMHAPHON MOJENN C y4acTueM Bpadell pasHbIX
npoguieil: HeBpOJIOTa, TeHeTHKa, Hellpoduanonora,
peabunnTosnora u opTonesa.
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