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PE3IOME. B crtatbe paccMaTpuBaeTcsl KIMHUYECKUU Clydyaldl HACJIEICTBEHHOW MOTOPHOWU U
ceHcopHoO Heltponatun — Oonesnsb [lapko—Mapu—TyTa (ILIMT) tTun 2 D B coueTaHuu ¢ Muo-
natueit betnema. ABTOpamMu OCBELICHBI aKTyalbHbIE BOIIPOCHI O MaTOreHe3e 3a00JIeBaHusl, KIH-
HUYECKON KapTHHE, a TaK)Ke MPEACTaBICHBl COBPEMEHHBIE METO/IBI IMATHOCTUKHU TIPH OOJIE3HU
apko—Mapu—TyTa. B 1aHHOM KIMHHYECKOM Cllydae pacCMOTPEH IpUMep 3a00J1eBaHU y MaJlb-
guka 13 net. bone3ns IIMT — 310 reTeporenHas rpymnmna HacjleACTBEHHBIX PACCTPONUCTB, BIU-
Aro1as Ha nepuepruiecKyro HEPBHYIO CUCTEMY. B pesynbraTte nporpeccupoBaHus 3a00JeBaHUS
pa3BHBAETCs JIBUTATEIbHAS M CEHCOPHAst TUCPYHKIUS. AKCOHANBHBIN Tl Oone3nu [LIMT 2D
coctabisieT okoso 20% Bcex ciayuaes IIIMT [1, 2]. /laHHBINH KIMHUYECKHI BApUAHT BBI3BIBAECT
MPOrPECCUPYIOIIYIO0 MBIIEYHYIO CIa00CTh M UCTOILCHUE, C CEHCOPHBIM AC(PHUIIUTOM B AUCTANb-
HBIX YacTsAX KOHEYHOCTEH B pe3yJbTare JiereHepanuu nepudepuuecknx akcoHos [1, 3]. U3-3a
cBOeH (PEHOTHNHMYECKOW M T€HETHUYECKO reTeporeHHocTr mnartoreHes 6onesnn UIMT ocraet-
s TUIOXO U3YUYEHHBIM, a KIMHWYECKasl KapTHHA HE BCET/a MO3BOJSAET C TOYHOCTBIO YCTAaHOBUTH
auartos [4]. 3auacTyro nanueHTsl MPOXOAST AOJATHH Ny Th OT AeOr0Ta 3a00IeBaHms 10 TOCTAHOB-
KU MPaBUJIBHOTO AMarHo3a.

KJIIOYEBBIE CJIOBA: nacnenctBenHble 3a0oneBanusi; Oone3nb lllapko—Mapu—TyTa;
KJIMHUYECKNH Cilly4yail; MOTOPHO-CEHCOPHAsl HepomnaTus.
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ABSTRACT. The article deals with a clinical case of hereditary motor and sensory neuropathy —
Charcot—Marie—Tooth (CMT) type 2 D disease, combined with Bethlem myopathy. The authors highlight
current data on the pathogenesis of the disease, the clinic, and current diagnostic methods in Charcot—
Marie-Tooth disease. This case study considers an example of the disease in a 13-year-old boy. CMT
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is a heterogeneous group of inherited disorders affecting the peripheral nervous system. Progression of
the disorder results in motor and sensory dysfunction. The axonal type of CMT 2D accounts for about
20% of all CMT cases [1, 2]. This clinical variant causes progressive muscle weakness and depletion,
with sensory deficits in the distal limbs as a result of peripheral axonal degeneration [1, 3]. Because of
its phenotypic and genetic heterogeneity, the pathogenesis of CMT remains poorly understood, and the
clinical picture does not always allow an accurate diagnosis [4]. Patients often undergo a long period of
time from the onset of the disease, before a correct diagnosis is made.

KEY WORDS: hereditary disease; Charcot—Marie—Tooth disease; clinical case; motor and

sensory neuropathy.

bonesnp Hlapko—-Mapu—TyTta — resernuecku
reTeporeHHas rpynna MOHOTCHHBIX 3a00JIeBaHUH,
OCHOBOMW KOTOPBIX SIBJISIETCS] TICPBUYHBINA JIeEKT
B CTPYKType nepudepruieckinx HepBOB, pa3inya-
IOLIUXCS TI0 TUIY HAcCJIeJJOBaHUs, KIMHUYECKOMY
momuMopu3My, OCOOECHHOCTSAM 3JIEKTPOHEHPO-
MHUOrpaUIecKUX MapaMeTpoB M OOBEIMHEHHBIX
OTHUM Ha3BAaHHUEM BBHUIY CXOJCTBAa OCHOBHBIX
KIIMHUYECKUX TPOsBICHUN 3aboneBanHust [1-6].
OcHoBa maroreHeza — TeHETHYecKas MOJIOMKa,
MIPUBOJAIIAS K JAePEKTYy B CTPYKType HEPBHBIX
BOJIOKOH, Yallle BCEro BCTpEYaeTcsl TUIEepHpo-
nyknus Oenka muenmHa PMP22 nnm mHapymenue
CTPYKTYpbl HEHpOQHIAMEHTOB, MPUBOISIIIUE K
MMOPKEHUIO OCEBOTO MIMHIApa (akcona) [7-9].
[TanmeHTHI HEOTHOPOTHBI IO KIIMHUYECKUM, JJICK-
TPO(U3ZNOTIOTHUECKUM, TCHETHUYECKUM H MaTOJIO-
TUYEeCKUM cuMnToMaMm. J[e0roT 3aboneBaHms — B
MEPBOM WM BO BTOPOM JECSATHIETHUH KU3HU C
KOBapHBIM HAdajOM WM MEIJICHHO IMPOTPECCHUpy-
foneld cnabocThio, KOTOpasi HAYMHACTCS B HUXK-
HUX KOHEYHOCTSX, a 3aTEM PacIpOCTpaHAeTCS Ha
BEpXHHE KOHEYHOCTU. PacmpocTpaHEHHOCTh CO-
crasisier 10-28 cirywaes Ha 100 ThIC. HaceneHus.
3a0oneBaHne UMEET BapUATUBHYIO KIMHHYECKYIO
KapTUHY BBUJY pPAa3JIMYHBIX MOP(OIOTHYECKHX
THTIOB, TTO3TOMY OIlEHKa JTOCTOBEPHOW YaCTOTHI
JIAHHOTO 3a00JIeBaHMsI HECKOJIBKO 3aTpyiHeHa [9].

Llenp maHHOW cTaTbu — TMPOMILTIOCTPUPOBATH
TPYIAHOCTh TOCTAHOBKM JHArHO3a HACIEACTBEH-
HBIX MOTOPHO-CEHCOPHBIX HEWpOMaThii Ha TIpuMe-
pe PacCMOTPEHHOTO KIIMHUYECKOTO Cayvasi, a TaK-
JKe 00paTHTh BHUMaHUE Ha BOSMO)KHOCTh COYETaH-
HOTO TEYCHUS HACIIEICTBEHHBIX 3a00neBanuii [10].

B xome paboThl MPOBEJCHBI HEBPOJOTHYEC-
CKHUI OCMOTp U aHAJU3 JAHHBIX (AaHAMHE3 KU3HU,
aHaMmHe3 3a0oyieBaHUs, dJIEKTpodHIEDarorpa-

¢us (OOI'), MarHUTHO-pe30HAHCHAss TOMOTpa-
¢us (MPT), snexkrponeiipomuorpadust (SHMI)
U JIp.), IOJyYEHHBIX B pe3yabTare 00CiIe0BaHUS
MaIlMeHTa ¢ YCTAaHOBIEHHBIM JIMaTHO30M HACIIE-
CTBEHHOM MOTOPHOW M CEHCOPHOW HEBPOIATHH.
B onmceiBaeMOM KIMHUYECKOM ClTydae HaOroaa-
ercst 6one3ns llapko—Mapu—Tyra tuna 2D (1o
JAHHBIM MOJIEKYJISIPHO-TEHETHYECKOTO ~ aHaJH-
3a — KJIMHUYECKOE CEKBEHUPOBAHHME HK30HA) B
codeTaHuu ¢ Muonarueit bernema.

Manpuuk B Bo3pacte 13 jer 9 wmecsues,
MOBTOPHO TOCHUTAIM3UPOBAHHBIA B KIMHUKY
CII6I'TIMY Ha NCHUXOHEBPOJIOTHYECKOE OTe-
JIEHHUE ¢ KajmobamMu Ha yCHJIeHHEe 00JIEBOTO CHH-
JIpOMa | MOBBIIICHHYIO YTOMIISIEMOCTh B HUYKHUX
KoHeUHOCTsX mocie 10 mMuHyT XombObl. OTMme-
YaeT jkajlo0bl Ha HapylIeHHEe CHa — CHOXOXJe-
HUE, CHOTOBOPEHHS, J[BAa 3MHU30/1a 3PUTEIBHBIX
TaJUTIOITMHANNKN TTpy (eOpHILHON TemIeparype.
Jle6rot 3ab05eBaHuUs IPULIEICS HA BO3pacT Tpex
JIeT, Korja Marh o0paTuia BHUMaHHe Ha TO, YTO
pebeHok Oeraer, akTUBHO JIBUTAETCS HE KakK BCE
JIeTH — BO BpeMs Oera CTOIy CTaBUJI Ha HOCOY-
k. [TosiBUaKCH kan00bl Ha O0JIb B HOrax, Obl-
CTpOe YTOMJICHHE OT JUIMTEIbHBIX (PH3HUECKHX
Harpy3ok. B panpHelieM npu mporpeccupo-
BaHUM 3a00JIeBaHUSI OTMEUYAIHCh OOJE3HCHHBIC
MBIIIIEYHBIE CYIOPOTH B MKPOHOKHBIX MBIIIIAX,
TPYIHOCTH IpPH TMOABEME IO JECTHHULE H3-32
MBIIICYHOM €a00CTH B HOrax, HeoOXOIMMOCTh
OTIOpBI Ha Tepuia pykamu. PeOeHOK OT BTOpOH
OepemenHOCTH (OT TEPBOM — A0YL COMaTHdYe-
cku 310poBa). [IpenaranpHbI aHAMHE3 U paHHEe
pasButue 6e3 ocobeHHocrel. Poc u pazBuBaics
1Mo Bo3pacTy. nutensHO HaXOMWIICH Ha JEUCHUN
B MypMaHCKOH NeTCKOH TopoAcKoil OoJibHHIE,
TJIe MOCTABIIEH AMArHO3: HACJIEICTBEHHA MOTOP-
HO-ceHcOopHas Heiponarust (OGones3np Illapko—
Mapwu, tun 1) B 2014 1., 63 mpoBe/ieHUsI T'eHe-
THYECKOTO 000CHOBaHUsA U MU depeHnaIbHOI
JUAarHOCTUKH C XPOHMYECKOH BOCHAIUTENb-
HOW JEMUEIMHU3UPYIOIIEeN TMoJuHeponaTuen
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(XBAIT) u mbimedHbIMU 1uCTpOpUsIMU (TIOKA-
3arenu OMOXMMHUYECKOTO aHaiu3a KpOBH: Kpea-
trnaKuHa3a — 880 ex./m (mopma 0-247), makrar-
neruypporeHaza — 267 ex./n (Hopma 120-300),
acraprataMuHOTpancdepaza — 61 en./n (HOp-
ma 0-34), menouynas docdaraza — 790 exn./n
(mopma 141-460)). Jlo storo HaOmIOmaics B
OonbHuLE ropoaa MkeBcka, rae moiydvaln Jiede-
HUE TI0 JUArHO3y JIETCKUH IepeOpalibHbIN Ia-
pamma (ALID). C 2014 r. perymspHO TOIydai
Kypchl TIpenapaToM JeBoKapHUTHHa (DibKap),
OoTMeuajach IOJOKUTENbHAs AMHAMHUKA B J1abo-
paropHbIX Mokazarensix. OnHaKo, HECMOTpsl Ha
tepanuio, B 2016 . aKTUBHOCTH pabIOMHUOIU3A
Bo3pocna (kpeatuHdochokunaza go 704 en./n
(mopma 0-247)). B 2018 . B LlenTpanbHoit aet-
CKOM KITMHUYeckoi OonpHUIE DenepanbHOTro Me-
JMKO-OMOTIOTHYECKOTO areHTCTBa ObLT YCTaHOB-
JieH auarHo3 «6one3ns Lllapko—Mapu—TyTa, 2-T0
Tumnay. B Tedenue roga HabMIOAATNCH CUMITTOMBI
HapyIICHUsS] CHA — 3achlllaj]l Ccpasy, MOSIBHIINCH
SMU30/Ibl CHOXOXKACHUSI U CHOTOBOPEHUS 10 JIBYX
pa3 B HeJIeJIo.

B 2019 r. BnepBble rocIUTaIN3UPOBAH B KJIU-
HUKY HeBpojoruu [lennaTpudeckoro yHUBEp-
CUTETa, IIe OTMedasach Iporpeccusi 3abonesa-
HUSL B BUJAE YXYIAUICHUS TaMATH, PacCesSHHOIO
BHUMaHUs, Oojied B OONacTH cepira, HaTHIHs
nedopmanuii cTon mo TUmy cronbsl @puapeiixa
(puc. 1, 2).

ITo pe3ynpraraM nMpoBOANMON Tepamuu OTMe-
YEHO CHWXKCHHE pabmomuonun3a (ieaouHas ¢oc-
(araza — 231 en./n (Hopma 141-460 ex./m), kpe-
atuHKWHA3a — 274 en./n (Hopma 30-200 en./n),
acraprataMuHOTpancdepaza — 35 ex./n (Hopma
5-34 en./nm). B HeBpoJIOrHUECKOM CTaTyce OTMe-
YEHO, YTO CYXOXXWIIbHBIC pe(IeKChl C BEPXHHUX
KOHEYHOCTEH HU3KHE, C HIPKHUX — CPEAHEH KHU-
BOCTU. MBIIICUHBIH TOHYC CHWXEH Mud(dy3HO,
YYBCTBUTEJIBHOCTh M3MEHEHA 110 IOJIMHEBPHUTHU-
YEeCKOMY THUIY.

Hedopmanus crom (puc. 3) — 3KBUHOBapycC-
Has, KYpKOBOE MOJIO)KEHUE OOJIbIINX TalblIeB;
pEeTpaKius aXWIJIOBBIX CYXOXKWIHH, THIEPTPO-
(bus MKPOHOXKHBIX MBI (IIPaBOd B OOIbIICH
crernenn). Ha nsaTkax peOGEHOK XOAUTH HE MOT.
B no3e Pombepra neycroiiuus. IlpoBeneHo re-
HeTndeckoe ucciuenoBanue (ierom 2021 r.), B
X0/le KOTOpPOro IOATBEPKICHO HOCHUTEIbCTBO
roMo3urotTHoro BapuaHta B reHe COLG6GA3 u
HOCHUTEJIBCTBO TI'ETEPO3UIOTHOIO BapuaHTa B
reHax GARS, MYH7. Y otna npobaHJa BBISB-
JICHO TeTEPO3UTOTHOE HOCUTEIHCTBO aHAJIOTHY-
Horo BapuanTa B rene COL6A3, GARS, MYH?7.
VY marepu npobaHa BEISIBICHO TETEPO3UTOTHOE
HOCHUTEJIBCTBO AHAJOTHYHOIO BapHaHTa B IeHE

Puc. 1. Crona ®@pugpeiixa
Fig. 1. Friedreich 's foot

Puc. 2. Crona ®@puapeiixa y nanuesHTa

Fig. 2. Friedreich’s foot in the patient

Puc. 3. lepopmanust cTonsl

Fig. 3. Deformity of the foot

COLG6A3. Y cecTpsl npobaHa BBISBICHO I'eTe-
PO3UTOTHOE HOCHUTEIBCTBO AHAJOTUYHOIO Ba-
puanTta B rene COL6A3. IloBTOpHO rocnuranu-
supoBaH B kiauHUKy CIIOITIMY ¢ nenbio kop-
PEKLMH Tepanuu, Ha3HAYCHUS! peaOuIuTauuu B
nekabpe 2021 r.

O0bEeKTHUBHO: COCTOSIHUE CpEAHEH CTENEHU
TSOKECTH [0 OCHOBHOMY 3a00JieBaHHIO; KOXa U
BUJMMBIC CIM3UCThIE OOOJIOYKH YHUCTHIC; IbIXa-
HUE BE3UKYJIIPHOE, PaBHOMEPHO IPOBOIUTCS
HaJ BCEMH OTJClIaMH, XPUIIOB HET; TOHBI Cepji-
1a sCHbIC, PUTMUYHBIC, TATOJOTHYECKUX IIYMOB
HET; )KUBOT MATKUMN, 0€300J1€3HEHHBIH, TOCTYIICH
K [1yOOKOM MajibHamuy.

HeBpoJiornueckuii craTyc: co3HaHUeE SICHOE,
AKTUBHBIA, Ha BOINPOCHl OTBEYAeT IPABUIILHO,
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Puc. 4. PaccTpoiicTBO 4yBCTBHTEJIBbHOCTH MO NOJHHEB-
PUTHYECKOMY THUILY

Fig. 4. Sensitivity disorder of the polyneuritic type

Puc. 5. lepopmanus cron, mcesaoruneprpodust HKpo-
HOKHBIX MBITIIL

Fig. 5. Deformity of the foot, pseudohypertrophy of the
calf muscles

3a/laHie  BBITIOJHSET; HMHTEJJIEKTyaJbHO-MHE-
cTHYeCKHe (YHKLUU COOTBETCTBYIOT BO3PacTy;
peub He U3MEHeHa; IITYO0O0KHEe CYyXOKUIIbHBIE ped-
JIEKCHI BBI3BIBAIOTCA, HA PyKax HU3KHE, HA HOTaX

Puc. 6. Crennazk

Fig. 6. Steppage

cpenHerr xuBoctu D=S; ormeuaercs mauddys-
HOC CHIKCHHME MBIIIEYHOTO TOHYCa, CHU)KCHHUE
MBILIEYHONW CHJIBI B JUCTAJIBHBIX OTIENIaX CTOI;
YyBCTBUTEJIBHOCTh U3MEHEHA TI0 THITY «HOCKOBY
(runocrte3ust JUCTANBHBIX OTHEJIOB HMKHHUX KO-
HewHocTel) (puc. 4).

[TaTomornyeckux CTOMHBIX 3HAKOB HET; Ha0-
JIOJAeTCsl SKBUHOBApycHas JAedopManus CTOIBI,
KYPKOBOE TIOJIOKEHHE TIEPBBIX MabIEB, OTMEYE-
Ha TUIepTPoQHs UKPOHMKHBIX MBI (puc. 5).

Ha Hocoukax XoauT CBOOOAHO, Ha MSATKU
BCTaTh He MOXeT. B mo3e Pombepra Heycroii-
4yuB. Y ManueHTa HaOMIoaeTcs MOXOKa 10 THITY
cremmaxa (puc. 6). B IBIKEHHSIX HCIOIB3YET
MHUoOINaThu4YecKkue npuemsl. JlaboparopHble Moka-
3arenu: acrapraramMmuHorpaHcdepaza — 31 ex./n
(mopma 5-34 en./m), menouHas ¢ocdaraza —
274 en./n (Hopma 141-460 en./n), KpeaTHHKKWHA3a
300 em./m (mopma 30-200 em./m), xpearmHpOC-
¢okunaza MB — 5,1 ur/mn (Hopma 0-3,4 Hr/mi).
Pesynprarer 3017 — Bo3pacTHO puUTM medop-
MHUPOBaH, HEYCTOWYMB; 3MUICNTUPOPMHBIX H3-
MCHCHHH HET; OUaroBbIX W3MeHeHHH HeT. [1o naH-
HeiM DHMI (puc. 7-9) HabmomaroTcs mpu3HaAKU
MOpaKEHUsI JIEMUEITMHU3UPYIONIETO XapakTepa
n. tibialis (cupaBa W cieBa); JIEBOCTOPOHHHUHA H
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R Superficial peroneal — Ankle L Superficial peroneal — Ankle
20 pV ims 20 uv- 1ms
1 2 ‘ 1 2 ] ‘ ‘ ‘ ‘
| 3 Lat leg 1 3 Lat leg 1

20,4 mA

T T T 282mA

Puc. 7. YMepeHHOe nopaskeHHe CEHCOPHBIX BOJTOKOH HI)KHUX KoHeyHocTel D; S. CHUKeHHe aMITMTYIbI

Fig. 7. Moderate defeat sensory nerves of lower limbs D; S. Decrease amplitude

R Tibial — AH

R Peroneal — FDB

5ms

Ankle 1
42,8 mA

Knee 2
33,8 mA

V- ‘ ‘ ‘ ‘ ‘ 5 ms

Ankle 1
62,9 mA

4+ o 3

3
T

B, Fib Head 2
63,3 mA

A. Fib Head 3
633 mA

Puc. 8. [Ipu3naku nopaskeHus 1eMHeTUHU3UPYIOLIEro XxapakTtepa ». tibialis D. Biiok npoBenenus ». tibialis Ha ypoBHe
B. Fib Head 45% cnpaBa. Biiok nposeaenus n. tibialis na yposne B. Fib Head 60% cneBa

Fig. 8. Signs of demyelinating lesion of . fibialis D. Block of n. tibialis at the level of B. Fib Head 45% on the right.
Block of n. tibialis at the level of B. Fib Head 60% on the left

MPaBOCTOPOHHUIN OJIOK TMPOBEICHUS Ha YPOBHE
B. Fib Head 60 u 40% cooTBeTCcTBECHHO; Ha0II0-
JAIOTCS TPU3HAKK 3HAYUTEIBHOTO IMOPaKEHUS
MOTOPHBIX BOJIOKOH 7. peroneus (CIpaBa/clieBa;
OTBET HE PETUCTPUPYETCs, 03 aKTUBHOCTHU Jie-
HEPBAIMOHHOIO Mpoiiecca). Ha BepxHUX KOHEU-
HOCTSIX MPHU3HAKU JICTKUX MEePBUYHO-MBIIIICUHBIX
nopaxxeHuil. KoHcynpTanus reHeTuka — Ha OcC-
HOBE COBOKYITHOCTH J@HHBIX MOJTBEPXKJCH JIH-
arto3 6onesnn lllapko—Mapu—Tyta, Tun 2D, u
muomnarus bernema.

Hacnencteennsle MOTOCEHCOpHBIE Helipomna-
THH 00JIalal0T HEOJHOPOJOCTHIO0 KIMHUYECKON
KapTUHBI U HEPEJKO OTMEYAETCS UX COUYEeTaHUE
C IPYTUMH HACIICICTBCHHBIMU 3a00JICBAHUSIM,
YTO MOXET 3aTpydHsATh nuarHoctuky [10, 13].
B cBs3u ¢ 3TUM HE0O0XOIUMO 0OpaTUTH BHHUMA-
HUE CIICLHMAINCTOB MEPBUYHOTO 3BEHA Ha KIIU-
HUYECKUE CHMITOMBI C 1IeJIbI0 paHHEH JuarHo-
CTUKM W Ha3HAYCHMsI KOMIUIEKCHOH Tepamuu,
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L Peroneal — EDB

32
L Tibial — AH

-5ms.
Ankle 1
31,1 mA

,

M  Anke2
T 290mA

5mv. ‘ ‘ ‘ ‘ ‘ 5ms.

Ankle 1
39,8 mA

B. Fib Head 2

e

63,8 MA

123

[
L —

A. Fib Head 3

63,8 mA

Puc. 9. [Ipu3naku nopakeHus JeMUeTHHU3HPYIOLIEro XapakTepa n. tibialis S. Biok npoBenenus n. tibialis Ha ypoBHe

B. Fib Head 60% caeBa

Fig. 9. Signs of demyelinating lesion of ». tibialis S. Block of n. tibialis at the level of B. Fib Heap 60% on the left

HaIMpPaBJICHHON HA 3aMeJJICHHE MPOrpeccupoBa-
HUsl 3a00JICBAaHUS M YIYUIICHUE KauyeCcTBa KHU3-
HE O0NbHBIX [11-13].
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