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AHHOTALUA
AxtyaabHoctb. bonesnp [llapko—Mapu—Tyra (IOMT; xox MKbB-10 G60.0) wnnm
Haclle/ICTBEHHass MoTOpHO-ceHcopHasi Hedponarus (HMCH) — rpynna HacieacTBEHHBIX

3a00JIeBaHNN, KOTOPBIE COIPOBOXKIAIOTCA CIA0OCTBIO, arpoduell MBI KOHEYHOCTEH,
nedopmaruei KOHeYHOCTEH, N3MEHEHHEM TTOXOJIKH.

B crathe MpUBOAUTCS ONMUCAHUE KIIMHUYECKOTO CIIyYasi MAIUEHTa, CTPAJAIOIer0 aKCOHATBHBIM
TUIIOM  HACJICJICTBEHHOW MOTOPHO-CEHCOPHOM moJuHeBpornatueit. JlaHHoe 3a0oieBaHUE
AOCTATOYHO YaCTO MNPCACTABILACT TPYAHOCTU [JIA AWATHOCTUKH JIA IIPAKTUKYIOIIHUX
HEBPOJIOTOB, TaK KaK KIMEHHO aKCOHAJIbHBIA BapUaHT YacTO UMEET MEIJICHHO MPOTPEIUCHTHOE
TEYCHHWE, B OTJIMYHMC OT JACMHEIUHU3UPYIOIIEro, a MAlMeHT oOpamiaercs 3a MEIHIIMHCKOU
MOMOIIIBI0 YK€ B 3pEJIOM BO3pacTe, KOrja MaTOJOTMYECKH MpPOIECC TOCTHUT OIMpeaesIeHHON
CKPUTHUYECKOM TOYKU» C SAPKUMH IPOSIBICHUAMHU KIMHUYECKOM KapTHHBL. Tak IPOM3OLLIO U C
HAIllUM TTallMEHTOM: BBICOKHMU CBOJI CTOIBI HAOJIOJAJNCS €lle ¢ MOAPOCTKOBOTO BO3pacTa, a
BBIpaKEHHAs C1a00CTh B HOTaX TOJBKO Iocie copoka jieT. COop ceMeitHoro anaMmHe3a naueHTa
MIPEJICTABIIUT OMpeeNIEHHBIE CI0XHOCTH W3-32 PaHHEW CMEPTHU POJUTENCH U BSUIOTO TEUEHUs
3a00/1€BaHUA Yy OoTHa, NposABIAACH HCKIIOYHUTCIBHO BBICOKMM CBOJOM CTOIIBI. T'eneTnyeckoe
TECTUPOBAaHUE MPOBOJIUIOCH TOJIBKO Ha Hauboliee pacHpOoCTpaHEHHBbIE Kay3aTUBHBIE MYTAllUH,
KOTOPBIC HE OBLIM BEISIBIIEHEI Yy nanueHTa, HO TUIIWUYHBIC aHAMHC3 W KJIIMHHUYCCKas KapThuHa C
JUHAMHUKOM COCTOSHUS, a TaKKe HaJIMYue MHOTHX JpPYrux Oojee peIKhX TeHEeTHYECKHX
ne(eKToB, 1enaeT TOYHOCTh JUAarH03a HECOMHEHHOM.

3ak/ioyenue. B CTpyKkType MOJIMHEBpOMATHII HESICHOTO TEHE3a HACIEICTBEHHBIC MPUYUHBI
3aHUMAIOT 3HaYMMOE MECTO, OCOOCHHO IMpPH TO3JHEM OOpalleHHH MaIFeHTa 32 MEIUIUHCKOU
nomotipio. Ilpu cbope cemeiiHoro aHamMHe3a Bpadyy HEOOXOAUMO TPOSBIATH OCOOYIO
CKpYNIyJC3HOCTb U YMETH MPAaBHUIIbHO MHTCPIPCTUPOBATL JAHHBIC O POACTBCHHUKAX IMAIIUCHTOB,
MOJIy4eHHbIE CO CIIOB TMAllMeHTa, KaK W B TPEJCTABICHHOM KJIMHUYECKOM  Cllydae.
HemanoBaxHbpiM siBIIsieTCS OOHApy)KEHHE KIIOUEBBIX IMPU3HAKOB, KOTOPBIE YKa3bIBAIOT Ha
BO3pacT Ae0r0Ta U STHOJIOTHIO 3a00JIeBaHUS.

KuaroueBble cioBa: 6onesuv ILllapxo—Mapu—Tyma; cmona @pudpetixa; HacieOCmeeHHas
NOUHEeBpPOnamust; IieKmpoHeiupomuocpapus; cexeenuposanue J[HK
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ABSTRACT

INTRODUCTION: Charcot—Marie-Tooth diseases (CMT; ICD-10 code G60.0), or hereditary
motor-sensory neuropathy (HMSN), include a group of hereditary diseases accompanied by
weakness and atrophy of muscles of limbs, deformity of limbs, and changes in the gait.

The article describes a clinical case of a patient suffering from axonal type of hereditary motor-
sensory polyneuropathy. The disease quite often presents diagnostic difficulties for practicing
neurologists, since the axonal variant, unlike the demyelinating one, often has a slowly
progressive course, and a patient turns for medical care in adulthood, when the pathological
process has already reached a certain ‘critical point’ with vivid manifestations of the clinical
picture. This happened to our patient: a high foot arch has been observed since adolescence, and
the evident weakness in legs only after forty. Taking family history of the patient presented
certain difficulties due to early death of parents and the indolent course of the disease in the
father, which was manifested exclusively by a high arch. Genetic testing was carried out only for
the most common causative mutations that were not identified in the patient, but the typical
history and the clinical picture with the dynamics of the condition, as well as the existence of
many other rarer genetic defects, made the accuracy of the diagnosis beyond doubt.
CONCLUSION: Hereditary causes occupy a significant place in the structure of
polyneuropathies of unknown genesis, especially when the patient seeks medical help late. When
taking family history, a physician must be especially scrupulous and be able to correctly interpret
the data about the patient’s relatives obtained from his words, like in the presented clinical case.
Of no small importance is identification of the key signs that indicate the age of onset and
etiology of the disease.

Keywords: Charcot-Marie-Tooth disease; Friedreich’s foot; hereditary polyneuropathy;
electroneuromyopathy; DNA sequencing
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AKTYyaJIbHOCTb

bonesns Illapko—Mapu—Tyrta (IIIMT)
WIA HacleJCTBEHHAas: MOTOPHO-CEHCOpHas
neriponatuss (HMCH) — rpynma Hacnen-
CTBEHHBIX 3a00JI€BaHUH, KOTOPBIE COMPOBOXK-
Jal0TCs CNadoCThIO, aTpodueil MBI KOHeY-
HOCTed, nedopmanyeil KOHEYHOCTEH, H3Me-
HenueM mnoxoaku [1]. Kmmauueckue (opmbl
I[IIMT BcTpeyaroTcss U B JETCKOM BO3pacTe,
OJTHAKO TMPEUMYILECTBEHHO 3a00JieBaHHE I10-
pakaeT yui| B Bo3pacte 20-30 yer, He3aBU-
CHUMO OT STHUYECKON MPUHAJICHKHOCTH [2].

3aboneBaHre CBS3aHO C MYTaLUSIMH,
BBI3BIBAIOIIUMHU JIePEKThl OEJIKOB B HEHPOHAX,
YTO NPUBOJUT K HapYUICHUIO ME€pelaul HEPB-
HBIX UMITyJIbCOB. [laTonorus ornuuaercs BbI-
COKOM TEHETHYECKOW TI€TepPOreHHOCThIO, B
CBSI3U C YEM BBIICIAIOT Pa3IMYHbIC THUIIBI
[IMT. 3aboneBaHue MOKET Haciel0BaTbCA
[0 ayTOCOMHO-JIOMHHAHTHOMY, ayTOCOMHO-
PELIECCUBHOMY MJIM PELIECCUBHOMY CLIEIUICH-
HOMYy ¢ X-xpoMocoMoil Tumy. [Ipenmymie-
CTBEHHO BCTpPEYAETCsl ayTOCOMHO-IOMHHAHT-
HbI THN HacnenoBanus, 10-20% Bcex ciyya-
eB IIIMT npuxonurcs Ha dopmy 3aboseBa-
HUS, CLETUIEHHYIO ¢ X-XpoMocomoi [1].

Pacripocrpanennocts IIMT B mupe co-
CTaBIsET B cpegHeM 35 ciydaeB Ha 100 ThIc.
yenoBek. B Poccuiickoit denepanuu, no pas-
HBIM OLIEHKaM, 4acToTa 3a00JeBaHHs B pa3-
HBIX pernuoHax Bappupyet oT 7 a0 13,3 cinyuya-
eB Ha 100 Teic. HaceneHus. B uenom Ha nomno
OMT npuxoaurcst oxoso 80 % Bcex Hacnen-
CTBEHHBIX HeBpomnaruil B Poccun [1, 3].

B HacTosIee BpeMsi ¢ y4eTOM HEBPO-
JIOTUYECKUX WU TMCTONATOJIOTUYECKUX HCCIIe-
JIOBAaHUW BBIIETSIOT JIBE OCHOBHBIE (DOPMBI
3a0oneBanus: nemuenuHusupytomryto (IIMTI,
OHa, B CBOIO OYEPE/Ib, AECIUTCS HAa HECKOJIBKO
noatunoB: I[IMTIA-F) u akcoHanbHYyIO
(IIMT?2). Ilomumo 3Toro, m3BecTHa (opma
natosoruu ¢ npusHakamu HIMT1 u [IIIMT2,
CuHalIbHas ¢opMa C BOBJIEUEHHEM B IMATO-
JIOTUYECKUI TpOIECC CIMHHOIO MO3ra, a
TaK)Xe HEKOTopble Apyrue (GopMbl 3a00seBa-
Hug [4]. Oxono 70% KIMHUYECKUX CIIy4yacB
npuxoaurcs Ha [IIMT1 [3, 5-7]. IIMT mno-
pakaeT Kak JBUTaTEIbHBIC, TAK U CEHCOPHBIE
HepBbl. KiltoueBbIMU CUMIITOMaMHU SIBJISIIOTCS
NPUCTYIIOOOpa3Hple O0JIM MO TUIY KpaTKo-

BPEMEHHBIX CYJOPOT B MKPOHOXXHBIX MBIIII-
1ax, yCUJIHMBAIONIMecs Tmoche (Qu3ndeckon
Harpy3ku, B HOYHOE BpeMsi, TPYJIHOCTU MpHU
xoaw0e, aedopmarnuu cron [3, 4]. Yacts na-
IMEHTOB TaK)K€ HCIBITHIBAIOT MOTepu OoJie-
BOM YYBCTBUTEJIBHOCTHM U YYBCTBO OHEME-
HUS, TOKAJIbIBaHUS B KOHEYHOCTSIX, JKaTYIOT-
Csl Ha XPOHUYECKYIO YCTaJIOCTh [3].

Hns nuarnoctuku IMT mpoBoautcs
KOMILIEKCHAsI OLIEHKAa CHUMIITOMOB, a TakK»ke
anekTpomuorpadus u sneKkTpoHenporpadus
st guddepenmmanun  [IIMT ot apyrux
HEPBHO-MBIIIECYHBIX 3a00JeBaHuil (MHOTO-
Huu, Muonatuu, bAC, HeBpomnarueil).

Hnsa  >ddexkTuBHOM JTUArHOCTUKH B
HACTOSIIIIEe BpPEMsI MPUMEHSETCS TEHETHYe-
ckoe TecTupoBaHue. B 6onee uem 90% ciy-
yaeB [IIMT y nanuentoB oOHapyXuBarOTCs
MyTanuu 4erbipex reHoB: PMP22, GJBI,
MPZ u MFN2 [6].

Kaununyeckuii ciyyai

[TpuBoMM COOCTBEHHOE KIMHUYECKOE
HaOJI0ICHUE TAHHOTO 3a00JICBaHMUS.

[Tauuent, 54 ner. Kanoow na noxyne-
HUE HOT, OCOOCHHO B JUCTAJBHBIX OTIENaX,
HapyIICHUE TMOXOAKH, «HOTU HE CIYIIAI0T-
Csl», MATKOCTh MPHU X0Ib0E.

Cementnblit anammnes. OTell yMEpP B
Bo3pacte 38 ner, MaTh B 47 JET OT BHEIIHUX
npuunH. baOymiky u AeaymiKy He MOMHHT.
EnuncTBeHHBIN peOeHOK B cembe. Y OTIa
BBICOKHI CBOJI CTOMBI («MaTh MOKyMaia OTILY
CIIENUATIbHYI0 OOYBb MJIsi ““BBICOKOTO TOIb-
ema”»). Umeer Tpoux ceiHoBelt (1991, 1995,
2001 r. p.), KOTOpPBIE B HACTOSAIIEE BpEMs HE
UMEIOT KIMHUKO-(EHOTUITUYECKUX MpHU3Ha-
KOB 3a0osieBanusi. iMeer BHyuky 8 ner, 6e3
MPU3HAKOB 3200JIEBaHUSI.

Anammnes 3a0601e6anus: BHICOKUA CBOJI
00erx CTOMm OTMEYaeT ¢ MOJIPOCTKOBOTO BO3-
pacTa («y BceX peOsT ObLIN TUIOCKHE CTOIIHI,
a Yy MEHS «IUIOCKOCTOIHUS» HUKOT/a He Obl-
70»). CmabocTu B HOTAaxX HE OTMEUas, CYUTAI
ce0sl «MOHOCTBIO 37I0POBBIMY. 3aHUMAIICS
0erom Ha MPOTSHKEHWU MHOTHUX JeT. B 2017—
2018 rr. 6aM3KHe HAYaIu OTMEYATh «IIOIBO-
JaKWBaHUE» JIEBOW HOTH pu xoa60€e. B 2019
I. TalMeHT BIIEPBBIE CAMOCTOSATEIBHO CTall
OTMEYaTh HapacTaloUlylo CJIad0OCTh B HOTaX,
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0COOEHHO B CTOMNAX, MOSBUINCH 3aTPyIHEHHS
BOKJICHUSI aBTOMOOMJIS (IaBUTh Ha TeNalb),
HECKOJIbKO M03/JHEE€ BO3HUKJIA IIATKOCTh MPU
xoap0e. Ha mpoTsDKeHUMM HECKOJIBKHUX JIeT
oOpariancst K HeBpOJIOraM Mo MeCTY JKUTEllb-
CTBA: BBICTABISINCH JMAarHO3bl HEBPOMATHH
JeBoro OousblIe0epLoBOro HepBa, AUCLUP-
KYJIATODHOW  SHIE(AIONAaTUH  BCIEICTBHE
1IepeOpaJIbHOrO  aTepoCcKiepo3a U THUIEPTO-
HUYECKOW OOJEe3HU C CHHIPOMOM BECTHUOY-
JIONIATHH, ITOJMHEBPONIATHH HESACHOM 3THOJIO-
THH, CEHCUTHBHOH aTakcHsl, MOJ03peBaach

Tadauua 1. Pesynbrarsl cekBenupoBanus JJHK

atakcuss @punpeiixa. [Ipoenenst MPT ro-
JIOBHOTO MO3Ta: €AWMHUYHBIE OYard TIJIH03a;
MPT meitHoro otaena Mmo3BOHOYHHUKA: IPO-
Tpy3uu C3-4, C4-5, C5-6. B 2022 r. Obina 3a-
nono3peHa Oone3np  Illapko—Mapu—Tyra.
KoncynptupoBan B @PIBHY «Menuko-
TeHETHUUECKUI HayuHBIA LIEHTP UMEHH aKaJe-
muka H. II. boukoBay. 17.04.2023 npoBeaeHo
cexeenuposanue /IHK (nmanens «Charcot—
Marie-Tooth») (mouck myramuii B 21 reHe,
OTBETCTBEHHBIX 32 HACJIEJICTBEHHYID MOTOp-
HO-CCHCOPHYIO Helponaruio) (Tabm. 1, 2).

1. IlaToreHHble BAPUAHTHI HYKJICOTHAHOM MOC/1e10BATEIbHOCTH, SIBJSIIOLIMECs] Hau0o/1ee BePOSITHON NpHYH-

HOM 3a00/1eBaHUA

TTonosxkenue

(GRCh37/hg19) Jxzon

T'en T'eroTun

B k/JIHK

TTonosxenue

I'mybuna
NPOYTCHUS

YacroTa
amnenst*

Pedepencuas
HOCIICJIOBATEIILHOCTD

Oddexr

He BbIsSIBJIEHO

2. BeposiTHO NaTOreHHbIe BAPMAHTHI HYKJICOTHIHOM 10C/Ie0BATEJbHOCTH, ABJISIOIINECS BO3MOKHOM NPpUYH-

HOM 3a00/1eBaHuA

TTonosxkenue

(GRCh37/hg19) Jxzon

T'en T'eroTun

TTonosxenue

B k/IHK

I'mybuna
NPOYTCHUS

YacroTa
amnens*

Pedepencuas
HOCIICJIOBATEIILHOCTD

Oddexr

He BbIsSiBJIEHO

3. BapUMaHThbI HyK.]IeOTPlZlHOﬁ moCJIeI0BATECJILHOCTH HEONPEICJTCHHOI0 3HAYECHU A, UMEIOII[HEe BO3MOKHOE€ OTHO-

HIeHHe K (peHoTHILY

Ilomoxxenue

(GRCh37/hg19) IK30H

T'en I'enorun

ITonoxxenue

B kJIHK

YacrtoTa
amnens*

I'ny6una
MIPOYTEHUS

Pedepencuas
MOCIIeI0BATEIILHOCTD

Dddekr

He BbIfIBJIEHO

Ipumeuanue: * YactoTs! asueneit mpuseneHs! Ha 6aze Genome Aggregation Database (gnomAD v.2.1.1) (nauHsIe
o 150 000 sx30moB u 15708 reHOMOB), H/J = HET JJaHHBIX (HE OIHCAaH)

Ta6auuna 2. Pesynsrarsl cekBenupoBanus JJHK (mpomomkenue)

Cpennsist r1y0MHA NOKPBITHS BCeX KOAUPYIOIIUX 00J1acTeli cocTaBiasier 512, mupuHa nokpeitus 97%

Cen Tpanckpunt Homepa 3x30H0B ¢ mokpbIiTHEM X < 10 Homepa sx30m08,
MOKPBITBHIX YaCTHYHO
PRX NM_181882.2 2, 3 (HekoaupyroMIHE)
MFN2 NM_014874.3 2 (Hexoupyrorne)
NEFL NM_006158.4 1
INF2 NM_022489.4 8
SORD NM_003104.6 3 2,7
LRSAM1 NM_138361.5 2
ERG2 NM_000399.4 2 3
MORC2 NM_001303256 4

01.08.2023 mpoBeneHo ucciedosanue
oopazuya /THK konuuecmeenuvim memooom
MLPA ¢ ucnonvzosanuem naoopa MRC-

Holland SALSA MLPA probemix PO033
CMT1 na Hamuume KPYIHBIX JACTEIUd WU

nymmkanuid resa PMP22: kpynHbeix nene-
UMA ¥ JOyIUIMKauuMid He BbIABIEHO. OTCyT-
CTBME MYTAIIM{ TMOJHOCTHIO HE HCKIHOYAET
HACJIEICTBEHHYIO MPUPOAY 3a00JIeBaHUS.
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Oobcneoosanue: SHMI' eepxnux Ko-
Heunocmeu om 28.03.2023: npoBeneHue 1o
MOTOPHBIM BOJIOKHAM CpPEAWHHBIX U JIOKTE-
BBIX HEPBOB B Ipeesiax HOPMBI. BbipakeH-

Hasg JCMHCIIMHU3UPYIOLIad HEBPOIIATHA CCH-
COPHBIX BOJIOKOH ITPaBOI'O M JICBOI'0 CPCAUH-

HBIX HEpBOB (TabI. 3, 4).

Tadauna 3. OMHI" BepxHux KoHEeUHOCTEH (MOTOpHAs)

CPB moTopHuast

Touka Jlar., Annn., | Jdawur., | Ilnom., | Ctum., | Ctum., | Pacer., Bpe- Ckop., Hopma | Oriea.
Mpoda cKop., cKop.,
CTUMYJISAILMH Mc mB Mc MBxmc MA Mc MM Msl, MC M/c
Mm/c %
np., Abductor digiti minimi, Ulnaris, C8 T1
2 3aIICThE 2,3 7,0 5,28 18,4 12 0,2 80
e 6,5 75 544 | 175 16 02 180 42 429 | 500 -
H/3 1ieya 8,3 7,8 5,72 18,3 16 0,2 100 18 55,6 50,0 (N)
TTOAMBIIIL.BII. 8,7 7,7 5,88 18,7 16 0,2 100 0,36 278 50,0
ses., Abductor digiti minimi, Ulnaris, C8 T1
7 3aI5CThE 2,3 6,3 6,04 19,3 35 0,2 80
g;’lfge”“ 6.3 73 6,56 23,0 36 02 180 40 45,0 50,0
H/3 ieya 75 7,3 6,72 23,1 37 0,2 100 1,16 86,2 50,0
IO MBIIIL.BII. 8,0 7,1 6,96 22,5 37 0,2 100 0,52 192 50,0
np., Abductor pollicis brevis, Medianus, C8 T1
1 3aIICThE 34 53 5,68 16,6 31 0,2 80
g;’;ge”“ 72 45 6,52 17,9 50 02 210 38 55,3 50,0 (N)
H/3 meya 8,4 11,8 6,84 44,0 25 0,2 100 1,12 89,3 50,0
ITO{MBIIII. BII. 9,6 6,9 6,6 23,6 25 0,2 100 1,2 83,3 50,0
ses., Abductor pollicis brevis, Medianus, C8 T1
6 3aIICThE 32 52 6,4 19,7 30 0,2 80
2;’;;630“ 6.9 8,1 7,08 326 52 02 210 376 55,9 50,0 (N)
H/3 ieya 9,1 45 6,68 15,6 39 0,2 100 2,16 46,3 50,0
[1OIMBIIILBII. 10,8 3,5 6,6 10,8 50 0,2 100 1,68 59,5 50,0 (N)
Taoauna 4. SHMI" BepxHUX KOHEUYHOCTEH (CEHCOpHas)
CPB cencopuas
Mpo- ch&"ru- Jlar., Anmn., | Jdmwr., | Iliomr, | Crum., | Crum., | Paccr., Bpe- Ckop., I-cl::(l:Ma (c)l:;m'
0a y Mc mB MC mBxmc MA MC MM M1, MC m/c P> P>
JIN700e m/c %
np., Medianu-Ulnaris
5 Ulnaris 8 cm 4,2 34 4,0 8,0 2 0,1 0 2,68
Ulnaris 8 cm 4,2 34 4,0 8,0 2 0,1 0 4,56
ses., Medianu-Ulnaris
10 Ulnaris 8 cm 44 60,8 6,2 142 2 0,1 0 1,08
Ulnaris 8 cm 4.4 60,8 6,2 142 2 0,1 0 0,84
np., n. Medianus
4 3aIsCThe 0,5 113 5,0 179 2 0,1 140 0,52 269 50,0
g;’;ge‘“’“ 41 53,4 38 76,5 2 0,1 200 3,56 56,2 50,0 (N)
craMLT 340 4,08 833 50,0
JIOKTEBO#1 Cru0
aes., n. Medianus
9 3aICThE 0,5 17,0 4,6 34,0 4 0,1 140 0,52 269 50,0
JIOKTCBOH 7.9 10,3 4,7 20,4 5 0,1 200 74 27,0 50,0
crub
cmMs 340 7,92 42,9 50,0
JIOKTEBOM Crub
np., n. Ulnaris V dig.
3aICThE 0,5 33,2 2,6 33,1 2 0,1 120 0,52 231 50,0
Z;’;gm“ 34 242 5,0 62,7 2 0,1 200 2,88 69,4 50,0 (N)
e 340 34 94,1 50,0
JIOKTEBO# Cru6
aes., n. Ulnaris V dig.
3aIICTHE 18 9,7 3,6 26,3 5 0,1 120 1,84 65,2 50,0 (N)
3aIsCThE 18 9,7 3,6 26,3 5 0,1 200 0,36 55/6 50,0
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OHMI  nuoicnHux  KoHewHocmel om
09.03.2023: TIlpoBemenue 1o mnepudepuye-
CKMM HEpBaM HW)KHMX KOHEUHOCTEH B Ipejie-
nax HOpMbI. OTMEYaeTcsi JI0CTOBEPHOE YBe-

Taoauna 5. DOHMI™ HHKHUX KOHEYHOCTEN

JIMYCHUE KOPEIIKOBOM 3aJIePKKH TI0 IPABOMY
OospIIeOEpIIOBOMY HEPBY, UYTO yKa3bIBAaeT Ha
3aMeUICHUE TPOBEICHUS T10 JIBUTATEIBLHOMN
KOpEIIKOBO# cucteme ypoBas S1 (Tabm. 5).

CPB moTopHast

Tpoda Touka Jlar., Ammn., Jaur., ILnom., Crum., Crum., Pacer., Bpewms, Ckop.,
CTUMYJISIIIUU Mc mB MC MBxmc MA MC MM Mc m/c
aes., Tibialis anterior, Peroneus, L4 L5 S1
13 [romoskaMoK | 28 [ 49 | 79 [ 218 | 52 [ 02 | 8 | |
sies., Abductor hallucis, Tibialis, L4 L5 S1
8 MEJ.JIOIbDKKA 4.1 3,6 5,72 7,6 38 0,3 90
OJIKOJL.AMKA 13 2,5 6,77 6,8 51 05 385 8,87 434
seB., Extensor digitorum brevis, Peroneus, L4 L5 S1
3 [PEILIFOCHA 3,2 6,6 5,04 15,2 23 0,2 55
rosioBka MOK 10,2 54 5,72 13,0 23 0,3 310 7,0 44,3
IO JKOJIIMKA 12,2 59 5,89 14,5 43 0,3 100 2,07 48,4
CPB cencopHas
Touka Jar., AMILIL., Jaur., ILom., Crum., Crum., Paccr., Bpewms, Ckop.,
IIpo6a
CTUMYJISIIIUHU MC mB MC mBxme MA Mc MM MC m/c
seB., . Peroneus superficialis, L4-S1
15 | Cp/3 ronenn 22 | 72 [ 18 | 42 [ 19 [ 01 [ 115 [ 216 | 532
ITapameTrpsb! F-BoJiHbBI
IIpo6a | Jlat. Fmin, mc | Amiu. F, MmxB | Jat. M, mc | Fmin-M sar., mc | V np. makc., M/c
ses., Abductor hallucis, Tibialis, L4 L5 S1
9 55,4 [ [ 4,16 | 51,3 |
ses., Extensor digitorum brevis, Peroneus, L4 L5 S1
4 48,7 [ [ 3,16 | 456 |
TKMC
IIpo6a | 3oma cTum. Toua Jlat., mc Anmr., MB Jmr., mc ILxom,, Bpewn Kope. MBIIM/M,
CTHM. MBxmc MpPOB., MC 3ajep., MC %
zes., Tibialis anterior, Peroneus, L4 L5 S1
14 Kopru- Fz 340 0,306 7,28 13 19,4 6.3
KaJIbH.
cermen Lumb 14,6 0318 11,8 21 6,5
TapH.
sies., Abductor hallucis, Tibialis, L4 L5 S1
10 KopTH- Fz 458 0,673 10,5 27 18,6 18,8
KaJIbH.
cermen Lumb 27,2 0,87 6,27 2,0 2,09 24,3
TapH.

Hegponozuueckuit cmamyc: TponyK-
TUBHOMY KOHTakTy aocTyrneH. Co3HaHue sic-
HOe (B MecTe, BpeMEHHU, COOCTBEHHOM JIH4-
HOCTH OPHEHTHPOBAH BCECTOPOHHE BEPHO).
Ha Bompocker oTBeuaeT 1o cymecTBy, B IUIaHE
3a/1aHHOTO. MBIIIIEHUE IEIeHANIPABICHHOE,
nocjaeoBaTeNbHoe, TNpoaykTuBHOe. DoH
HACTpoeHHe He HapymieH. [lamMaTe B HOpMe.
Buumanue He cHuxkeHO. PedeBbix Hapyie-
HUN HeT. VHTEIIeKT COOTBETCTBYET MOIY-
yeHHOMY oOpa3oBaHuto. [lcuxompoaykTus-
HOW cuUMITOMAaTUKH HeT. KpuTuka momHas.
MeHnuHreanbHbIX CUMITOMOB HeT. OOOHSIHIE
(co cnoB) He cHmwkeHo. OcTpoTa 3peHHS
0.1/0.1, ckoppextupoBanHas 10 1.0 (Muomnusi,

HOCHUT 0ukH). [loJist 3peHust mpu OpUEHTUPO-
BOYHOM MCCIIEJOBAaHUU HE HapylleHbl. | na3-
Hele menu D = S, 3pauku D = S, doTopeak-
MU SKUBBIC, JIBIDKEHUS TIA3HBIX $0JIOK B
MIOJIHOM 00BEME, MEJIKOpa3MaIlUCThIi Topu-
30HTabHBIA HHCTarMm, ObIOIIUI BiICBO. J(u-
Ionuu HeT. YyBCTBUTEIBHBIX PacCTPOMCTB
Ha JMIE HET, TOYKU BBIXOJIa TPOUHHYHOIO
HepBa Oe30osie3HeHHbIe. JKeBaHue HE Hapy-
meHo. JIMIo cMMMETpUYHO B MOKOE U TpHU
BBITIOJIHEHUH MUMHYecKux mpo0. Ciyx mpu
OPUEHTHUPOBOYHOM HCCJIEJOBAHUM HE Hapy-
mren. Uvula mo cpemneit nuanu, pediexcs ¢
MSTKOTO HeOa kuBble, D=S, roTOYHBIN KH-
Boil. lucdaruu, nuzaptpuu, nuchoHUH, Ha-

269

https://doi.org/10.23888/HMJ2024122264-272



SCIENCE OF THE YOUNG (Eruditio Juvenium) |

Vol. 12 (2) 2024

| CASE REPORT

3omanuu HeT. Pedrexcsl opanbHOro aBTOMA-
THU3Ma OTCYTCTBYIOT. KamuieBoil Tom4ok mo-
crarounbiid. Crra m.sterno-cleido-mastoideus,
trapezoideus B HopMme. SI3bIK ITPU BBIBEICHUHU
W3 TOJOCTU pTa MO CpeaHel JuHUU. MbI-
IIeYHasl CHJIa: crubaTery/pa3rudaTeny men —
5 0., HamocTHEIE — 5 0., OTBEAEHHE IIIcYa
cnpaBa u cieBa — 5 0., crubaremnu/
pasrubaTenu Iuieda crpaBa M ciieBa — 5 0.,
crubarenu/pa3rudaTeny Mpeauiedbs crpaBa
u cieBa — 5 0., crubarenu/pasrudaTenu Ku-
cTH cmpaBa U cineBa — S5 0., crubarenn/
pasrubaresy najbleB PyK CIpaBa U clieBa —
5 0., pa3BenecHue manbieB — S5 0., crudare-
nu/pazrubatenu Oeapa crnpaBa M cieBa —
5 0., oTBeieHUE/IpUBEACHNE Oenipa cripaBa
cieBa — 4 6., crubaresnu rojeHu CIpasa U
cieBa — 5 0., pa3rubareny rojieH: CripaBa u
cieBa — 4 0., crubarenu CTOIBI clpaBa U
cieBa — 4 0., pa3rubareny CTONBI CIpaBa
cieBa — 3 0., pasrubaHue OONBIIOTO Mayiblia
crpaBa u ciieBa — 3 0., pa3ruOaHue mabIeB
crpaBa u cieBa — 3 6. MbllIeUHbI TOHYC B
KOHEYHOCTSIX B HopMme. [wumorpodus au-
CTaIBHOW MYCKYJAaTypbl 00X HIKHUX KO-
HEYHOCTEH (KOPOTKOTo pasrudarens malb-
LIeB, JJIMHHOTO pasrubaress OOJIBIIOTO

najblla, TAIBIEB, MEpeaHed OonpmedepIo-

Puc. 1. ['unotpodust MEKKOCTHBIX MBIIII] PYKH.

BOW MBIIILBI, B MEHBILIEH CTENEHU TPEXIJia-
BOM MBIIIIBI TOJIEHH), 00E€MX BEPXHUX KO-
HEYHOCTEeH (MpeuMylIECTBEHHO |- Mex-
KOCTHOW MBILIIBI), paclpeiesieHue aMuo-
Tpoduil Mo THIy «HOTH aucTa» (puc. 1-3).
Qacuukynauuid, Mmuotonun Het. CXP ¢ pyk
— HE BBI3BIBAIOTCS, C HOT — aXWJUIOBBI HE
BbI3bIBAOTCSl, KOJICHHBIE 0)KUBJIEHBI, PABHBIE.
[TupamuaubIx 3HakoB HeT.Jledopmarius crorm
no tuny @puapeixa ¢ MOJIOTOYKOOOPa3HOM
nedopmarmeit naneieB (cm.puc.4). Jlerkas
BasbrycHas nedopmanus crorn. Ha nsaTkax He
CTOUT, Ha HoOckax Iuioxo. Iloxomka —
crenmnax. BuOpaunonHasi 4yBCTBUTEIBHOCTD
B Horax MmeHee 10 cexkyHn, Ha pykax —
13-15 cekyna. KocTHO-MBIIIEYHOE YYBCTBO
He HapyleHo. boiseBas rumecre3usi KOHEd-
HOCTEH MO THUIy «IEPYaTOK U HOCKOB.
B noze PomGepra nomatsiBaetrcs, [THIT u
[IKII BbINONHSET HEYBEPEHHO. AHIHUIpPO3
KOHEYHOCTEH. DYHKIMHM Ta30BBIX OpPraHOB
KOHTPOJIUPYET.

Jlabopamopusle uccnedosanusn: 06-
WA aHaM3 KPOBH, OOIIMIA aHAW3 MOYH,
OMOXMMHUYECKUN aHalIU3 KPOBU — B Ipejie-
nax pedepeHCHBIX 3HAYCHHIA.

IKI': putm cunycosbiii ¢ YHCC 70 B
MuHYyTY. D0C ropu3oHTagbHas.

Puc. 2. ['unotpodus MpIIII HOT.
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Puc. 3. «Horu aucray.

Oobcy:xnenune

Takum 00pa3oM, Ha OCHOBaHWH aHAIIN3a
CeMelHOro aHamHe3a, aHaMHe3a 3a0oleBa-
HUSI, JTAHHBIX MOJIEKYJISIPHO-TEHETHYECKOTO U
EKTPOPU3NOIOTHYECKOTO  (ANIEKTPOHEHpo-
MHOTPa(QUIecKoro) TECTUPOBAHUMA, HEBPOJIO-
TMYECKOTO U OO0IeCOMaTH4ecKoro craryca
NalMeHTa BBICTABJIEH JUAarHo3 HacJe/ICTBEH-
HOW CEHCOMOTOpPHOI mnosmHeBponaruu lap-
ko—Mapu—TyTa 2 THna (aKCOHaJbHBIN THII).
CrouT OTMETHTH, YTO Hanuuue cronbl Ppu-
Jpeiixa yKa3bIBaeT Ha TO, YTO J1eOI0T OOJIe3HU
IIPOM30LLEI B IOAPOCTKOBOM Bo3pacrte [S].

[laneHTy pexoMeHAOBaHBI: TOJ00p
opTorneanyeckoir oOyBH, KOMILUIEKC Je4yeO-
HOW THMHACTHKH (C LENBI0 TOJIEpKaHHS
TPOGUKU MBI, TPOPUIAKTUKA (OPMHUPO-
BaHMsSI KOHTPAKTYp, OCOOEHHO AXWIIOBa
CYXOXHIIUS), HalpaBlIeHUE Ha MEIUKO-

Cnucok

1. Tamemm A. Ciywaii HacleICTBEHHOW HEHpONaTHH
lapxo—Mapu-Tyta B neauatpun // Heitpoxupyprus
u Hesposorust Kazaxcrana. 2017. Ne 2 (47). C. 85-89.

2. Mapynuna B.U., Kuszesa O.B., bonbimakosa T.A.
Knuanueckuil cimyuait oco0oit GopMbl remuenu-

Puc. 4. Crona ®punpeiixa.

COLIMAJIBHYIO 3KCIIEpPTU3y, 00cIeI0BaHue Jie-
Tel M BHYYKU (MEIMKO-TEHETUYECKOE KOH-
CYJIbTUPOBAaHUE, IIOJTHOIK30MHOE CEKBEHU-
pOBaHHUE B CBSA3HM C PEIKOCTHIO Kay3aTHBHOMN
MYTaIUH, JIeKTpoHepoMuorpadus).

3akaoueHue

B crpykType nonmHeBponaTHili HESICHO-
ro reHe3a HacjeJCTBEHHbIE NMPUYMHBI 3aHU-
MarOT 3HaYUMOE MECTO, OCOOCHHO IPH MO3]I-
HeM OOpallleHUH MalMeHTa 3a MEIULIMHCKON
nomoinpto. Ilpu cbope cemelinoro aHamHesa
Bpady HEOOXOJMMO HPOSIBISTH OCOOYIO CKpY-
MyJIE3HOCTh U YMETh PABUILHO HHTEPIPETH-
pOBaTh JaHHbIE O POJCTBEHHHUKAX MALUEHTOB,
MIOJlyYeHHbIE CO CJIOB MAallMeHTa, KaKk U B
IIPEJCTAaBICHHOM KIMHMYECKOM cirydae. He-
MaJIOBKHBIM SIBJISIETCSI OOHApY>KEHUE KITIO-
YEBbIX IPU3HAKOB, KOTOPBIE YKAa3bIBalOT Ha
BO3pacT Je00Ta U ATHOJIOTHIO 3a00JIEBaHUSI.

HCTOYHHUKOB

HU3HPYIOIIEH MOJMHEBPOIIATHH: HACICICTBCHHAS
HEBPOIATHS C MPEAPACIIONIOKEHHOCTBIO K Iapajiu-
4yaM OT claaBjieHus // BeCTHUK COBpEMEHHOM KIH-
Huyeckor meauiuael. 2016. T. 9, Ne 4. C. 97-100.
doi: 10.20969/VSKM.2016.9(4).97-100
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C. 13-19.
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Tyta (ma nprmepe KpacHosipckoro kpasi): aBToped.
IWC. ... KaH7. Me. HayK. KpacHosipek; 2011.

5. Jleeun O.C. IlonuueBponaruu. Kiuandyeckoe py-
koBoACcTBO. M.: MUA; 2005.

6. Bergamin G., Boaretto F., Briani C., et al. Muta-
tion analysis of MFN2, GJB1, MPZ and PMP22 in
Italian patients with axonal Charcot—Marie-Tooth
disease // Neuromolecular Med. 2014. Vol. 16, No.
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JononnuteabHass nHpopManus

@duHAHCHMPOBaHUe. ABTOPBI 3asBJISIOT 00 OTCYTCTBHU (PHHAHCHUPO-
BaHUSA NPU NPOBEICHUHU UCCIIEJOBAHUSL.

Iruka. Vcnonb30BaHbl JAaHHBIC NaUCHTa B COOTBETCTBUM C IMUCh-
MCHHBIM PIH(bOpMPlpOBaHHBIM COTJIaCHEM.

Cornacue Ha myOJUKaNMIO. B cTaThe NCIONBE30BaHBI 00€3IMYCHHBIC
KIMHUYECKHE JAHHBIC MAl[MCHTA B COOTBETCTBHMH C MOMHCAHHBIM
1M MH(POPMUPOBAHHBIM COTITIACHEM.
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