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Pesiome

B cTaTbe paccMaTprBaEeTCA KMHMYECKNIA CyYait COUeTaHA axanasnui Kapanm, OCNOMHEHHON KaHAMAO3HbIM 330daruTom, pu-
BEALINIA K TAXKENOW ANCHariv 1 3HaUNTENbHOMY CHIKEHIIO MACChl Tena NaLMeHTKI, CTpaAatoLLei HacneiCTBEHHON MOTOPHON
1 CeHCopHo HeliponaTtveit — bonestbio LLlapko-Mapu-TyTa (LUIMT) Tvn 4 E. ABTopamu ocBellieHbl NaToreHe3 1 KNnHuYeckas
KapTvHa 3ab0oneBaHui, 0COBEHHOCTU TeUeHWA axanasnm y nalMeHTKM C HaCeiCTBEHHBIM HEBPOOTMYeCKM 3a00M1eBaHUEM.
B iaHHOM KAMHUUECKOM Cyyae paccMoTpeH npumep 3abonesanua y feBouki 12 neT. OcobeHHOCTbIO 3TOM NaLMEeHTKM ABAANACH
nporpeccupytowas ancdarvisa, KoTopas B KOHEYHOM UTOre NPYBENa K NPaKTUYECKM NONHOM HEBO3MOXHOCTU HOPMabHOMO
npu1ema MWLM 1 Pa3BUTUIO HYTPUTWBHOW HeoCTaTouHOCTW. bonesHb LLIMT — 370 reTeporeHHas rpynna HacneACTBEHHbIX
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PACCTPOICTB, BNUAKLLAA Ha Nepudeprueckyio HEPBHYIO CHCTEMY, B Pe3ysibTaTe NporpeccrpoBaHus 3abonesaHua pas-
BMBAETCA [BUraTeNbHasa U CEHCOPHanA AUCOYHKUMA, TaKme NaUuMeHTbl HAXOAATCA noj HabnogeHieM Bpayel HeBPOSOroB.
Hanuune HeTUNMYHOW CMNTOMATWKK, BKIIOYAIOLLE He TONbKO MPOrpeccupyiollyio MbllleuHyio cnabocTb 1 UCTOLLEeHMe,
C CEHCOPHbBIM 1eGULINTOM B ANCTANbHBIX YaCTAX KOHEUHOCTEN, HO 1 BbIPaXXEHHOCTb AMCharum, Kotopas 13 Ann3oauyeckon
NepexoauT B NOCTOAHHYIO, TPENATCTBYET MPOXOXAEHNIO MO NMLEBOAY He TOMbKO TBEPAOH NILLM, HO U KUAKOW, BO3HUKHOBE-
HVie MULLEBOAHON PBOTH — AOMKHO CIYXWTb OCHOBAHWEM AR MOAHOrO 06CNeA0BaHUA NaUMeHTa C NpUMeHeHeM MeTo0B,
NO3BONAIOWMX BI3YaNM3MPOBATh NiLLeBoA. B JOCTYNHOM oTeYeCTBEHHOW NUTepaType He HaiAeHO ONUCaHMA COUeTaHHOro

EDN: WSXBKB TeueHns 0003HaUeHHbIX B HAOMIOAEHNY NATONOMMYECKMX COCTOAHUI, B 3apybexxHON niTepaType npriBeaeHs eAuHUYHbIE
= I.%' = CJlyyan, No3TOMy ONUCaHNe AAHHOTO KIMHUYECKOrO HabMoAeHA ABNAETCA aKTyanbHbIM 1A NOBbILUEHNA OCBEJOMIEHHOCTH
L}
. Vi pPaHHEN AMArHOCTVKU AUCOYHKUMM rnagkoi myckynatypbl KKT Ha GoHe nonuHeponatuu.

KntoueBble cnosa: bonesHsb Wapko-Mapu-TyTa, axanasua Kapamm, KaHAWA03HbIA 330$aruT, CvHApOM Manbabcopbumm

KOHRMKT nHTepecoB. ABTOPLI 3a9BAAIOT 00 OTCYTCTBUN KOHOANKTA UHTEPECOB.
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Summary

The article discusses a clinical case of a combination of achalasia of the cardia complicated by candidal esophagitis, which
led to severe dysphagia and a significant decrease in body weight of a patient suffering from hereditary motor and sensory
neuropathy — Charcot-Marie-Tooth disease (CMT) type 4 E. The authors highlight the pathogenesis and clinical picture
diseases, features of the course of achalasia in a patient with a hereditary neurological disease. In this clinical case, an example
of a disease in a 12-year-old girl is considered. A feature of this patient was progressive dysphagia, which ultimately led to
the almost complete impossibility of normal food intake and the development of nutritional insufficiency. CMT disease
is a heterogeneous group of hereditary disorders affecting the peripheral nervous system, as a result of the progression
of the disease, motor and sensory dysfunction develops, such patients are under the supervision of neurologists. The
presence of atypical symptoms, including not only progressive muscle weakness and exhaustion, with sensory deficits in
the distal parts of the limbs, but also the severity of dysphagia, which from episodic becomes permanent, prevents the
passage of not only solid food, but also liquid through the esophagus, the occurrence of esophageal vomiting — should
serve as the basis for a complete examination of the patient using methods that allow visualization of the esophagus. In
the available domestic literature, no description of the combined course of the pathological conditions indicated in the
observation was found; isolated cases are given in the foreign literature, so the description of this clinical observation is
relevant for raising awareness and early diagnosis of gastrointestinal smooth muscle dysfunction against the background

of polyneuropathy.

Keywords: Charcot-Marie-Tooth disease, achalasia of the cardia, candidal esophagitis, malabsorption syndrome
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AKTyanbHoOCTb

Axasnasusa Kappuy (CMHOHMMBIL: Meras3odaryc uimn
monuxo330¢aryc, HAMONATHIECKOe paClINpeHIe
IMIEeBOIa, KaPAMOCIa3M U JpYrye) IpefcTaBadeT
co60i1 3a60/eBaHMe NNILEBOA HEU3BECTHOM 3TU-
onornu. OCHOBHBIM 3BEHOM IIaTOTeHe3a SIBISAETCSA
MOCTeNleHHaA JlereHepalyd HeJIpOHOB MeXXMbIIIey-
HOTO HEPBHOTO CIJIET€HN A, KOTOPble KOHTPOIUPYIOT
MYCKY/IaTypy ¥ HV>KHMII INILEBOJHBIN COUHKTEP.
BeleniepedncieHHble HapylleHns 6y Ay T IPUBOAUTD
K YHKIIMOHAIbHBIM HapyIlIeHNeM IIPOXOANMOCTI
Kapiuy, KOTOpoe MPOAB/AeTCA XapaKTepHO KIVHU-
YecKoy KapTuHoit [1-3].

Axamasus Kapauy cYUTaeTcs: pefKuM 3aboneBa-
HMEM, TaK OTHO 3 KPYIHbIX SNIMU/IEMUONTOTMIECKIX
uccneloBaHuil, IpoBefieHHoe B ['onmananum u BKI0-
yuBilee 907 manueHTOB ¢ axanasueit 1 9065 4yejo-
BeK KOHTPOJIbHOI TPYIIIbI, I0KAa3aJ10, YTO CpeflHASA
3a00/1eBaeMOCTb 3a 9-JIeTHUII IIePUOJ COCTaBUIA
2,2 Ha 100000 4enoBek, a CpefHAS pacIpOCTPaHEeH-
HOCTb — 15,3 Ha 100000 genosex. CpefHNIT BO3pacT
MMaIMeHTOB C axanasuen 6b1 54 (guamason 18-98)
roga. CooTHOLIeHMEe MY>KUYMH U XKEHIINH COOTBET-
crBoBaso 1: 1 [4]. lpyroe He MeHee KPYITHO€ UCCIIERO-
BaHMe, IpoBefieHHOE B KaHaze, BKo4asno 463 cnydas
axajasuy, CpefHUI BO3pacT Ha MOMEHT ITIOCTAaHOBKI
nuar"osa — 53,1 ropa, 3a60/1eBaeMOCTb axajasuen co-
craBuiIa 1,63 va 100000 (95% 11 1,20, 2,06), a pacpo-
cTpaHeHHOCTb — 10,82 Ha 100000 (95% 111 9,70, 11,93).
Sadowski DC 1 korteru Hab/r0fa/11 HEYKJIOHHBII pOCT
o61jero mokasaressa pacIpoCTpaHEHHOCTH ¢ 2,51 Ha
100000 B 1996 roxy mo 10,82 ma 100000 B 2007 roxy.
BrKMBaeMOCTD MAIMEHTOB C axaiasuelt Obina 3Ha-
YUTENIbHO HUXKE, YeM B KOHTPOJIbHO IMOMYIALWUM,
COOTBeTCTBYyIowIel BodpacTy u mony (P <0,0001) [5].
IInarHos axanasus cnefgyeT pacCMaTpUBaTh, KOTrga

y MalMeHTOB HabmofaeTca aucdarus, IoTeps MacChl
Tena ¢ o6s3atenpubM npoBeferneM SITIC u peHTre-
HOJIOTMYECKOTO UCC/IEJOBAHMS C KOHTPACTOM, YTOOBI
MCKIIIOYUTH ipyTue 3a60meBaHus MUILEBO/A U XKe-
nynka [3].

V3 aHanm3a mMTepaTypHBIX MICTOYHMKOB CTAJIO OYe-
BUJIHO, YTO aXajiasya KapAuy BCTpedaeTcs Ha BCeX
KOHTMHEHTAX, IpUYeM C OLMHAKOBOI YacTOTOM KaK
Y MY>K4MH, TaK U Y )KEHIH B BO3PACTHOI IPyIIIE OT
25 10 60 n1et. 3a60eBaeMOCTh CTabMIbHA, HO PACIIpo-
CTPaHEHHOCTb aXajasuy pacTer.

BpoxxjfeHHas TUIIOMUENVHNU3NPOBAaHHAS Hell-
ponatus 4E Tuna ABnAeTCA OJHUM U3 BAPUAHTOB
tedenus 6onesnu IIIMT, ogHako ee KIMHMIECKIE
(dheHOTHUIIBI ONIMCAaHBI MeHee TOXPOOHO B CpaBHEHUN
C OCTa/IbHBIMU BapuaHTaMu 6one3Hu. B ornmdne ot
npyrux tumos IIIMT, nanHas ¢opma acconuupoBaHa
CO CHIDKEHHBIM OpMUpPOBaHIEM MUETIHA C POXKIe-
HIA, 3 He C pa3pylIeHNeM VIMEIOIerocs MIennHa,
00BIYHO XapaKTepU3yeTcs paHHMM Ha4yaJioM C HeIIpo-
IPeCCUPYIOUIVIM WM MeJIEHHO MPOTPeCCUPYONINM
TedyeHreM [6]. [lopakeH1e MOIEPEIHO-TIONIOCATOI
MYCKY/aTypbl TPAAUIIMOHHO OMMCBHIBACTCS B JAHHOI
KaropTe MaIjeHTOB, B TO BpeMs KaK HOpa>keHe IIaj-
ko1t myckynarypsl JKKT onmcpiBaeTcs B eIMHNIHBIX
HabmopeHusax [7,8].

Ina HakomneHus nHopManuy o GeHoTUnmIe-
ckux ocobenHocTax redeHns 6onesau IIMT 4E tuna,
0COOGEHHOCTSAX OpraHHBIX AUCHYHKLMIL Y UX PaHHEl
OVATHOCTUKM ¥ Tepanuy NPUBOAUTCA HACTOAIIee
KIMHMYECKOe HaOIoIeH e,

Iens: omyucaTb KNMMHMYECKNIA CITy9aii MOPaXkeHNA
[IMIEBOA, OCIOKHEHHOTO KaHN/J03HOI MHPEK-
uueit, mpu 6onesuu llapko-Mapu-TyTa y feBouKu
12 ner.
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Pesynbratbl

ITox HabMIOeHNEM HAXONU/IACh MAllMeHTKa 3. B BO3-
pacte 12 nier.

AHamHe3 3a60ne8aHusL: TIepBbIe XKanoObl Ha 60K
B )XMBOTE, TOIIHOTY, PBOTY NNILe} CO CIU3bI0 BO BpeMs
eIbl MM Cpa3y Mocye Hee (XKelT4b B PBOTHBIX Maccax
HPUCYTCTBOBA/Ia PENKO), OOMb, TSHKECTD B KMBOTE, U3-
6UpaTeNbHOCTD M CHIDKEHYE aIllIeTUTa U MacChl Tea
HOABWINCH 3 MecALa Hasaj. C aTuMu xanobamm 06-
pallaIiCch K TaCTPOIHTEPOIIOTY, OBIIO0 PEKOMEHIOBAHO
7iedeHMe: TaHKPeaTH BhICOKOAKTVBHBIN B BUJie MUH-
mukpocdep ¢ o603HaueHHOI akTUBHOCTBIO 10000E]T
10 JIMIIa3e, 930MeInpason, foMuepusnoH. Ha done me-
YeHN yIy4dIleHNs He ObLI0, COXpaHAIUCh 601, pPBOTa
CONIPOBOX/aa KaXk/[blJi IIPMeM MM U KXUTKOCTH.
B cBasu ¢ yxXyzuieHneM COCTOSHUA BbI3BAIU CKOPYIO
MeguIuHCKyIo momoins (CMII), pebeHok 6511 fOCTaB-
JIeH ¥ TOCIOIUTANMU3MPOBAH B FACTPOIHTEPONIOTMIECKOE
oT/e/IeHNe AeTCKOI MHOTOIPOGMIbHOI 6ONbHMUIIBI IO
MECTY >KUTE/IbCTBA.

AHamHe3 JHU3HU: JeBOYKa OT 6 6epeMeHHOCTH, 2
ponpr. 2003 rox - 3amepirast 6epemeHHOCTD, 2006 TOR —
CaMONpPOMU3BONbHLIA BeIKMAbIL, 2002 1 2007 ropa- me-
IULMHCKUIT a60opT. B 2004 rofy — cpouHbIe pOAbL Iy TeM
KecapeBO CedeHMs, CTapIINit c1bC OT YeTBepTOll be-
PEMEHHOCTH, B BO3pacTe 16 76T MpaKTUIECKM 3[0POB.
Hacrosmas 6 6epeMeHHOCTD IIPOTEKasa TsKeno B 1
HOJIOBVIHE C TeCTAIIVIOHHBIM CaXapHBIM AMabeToM U Te-
CTaI[IOHHBIM IMe/IoHeppUTOM, ¢ 14 Hemenu — yrposa
IpepsIBaHMs GepeMeHHOCTI. Bo BTOPOIT 10/I0BUHE —
XpoHMYecKast (eTo-IIaleHTapHas HeFOCTATOYHOCTh
U XpOHMYeCKasi BHYTPUYTPOOHas TUIIOKCHA IIIOfA.
Poppl cpounble Ha cpoke rectanyy 38-39 Hefie/b Iy TeM
oIepanyy Kecapepa cedeHms. Bogpl MeKOHManbHbIE.
IIpu poxxpennm macca 2370 rp., pocT 56 CM, OKPY>KHOCTb
ronoBbl 34 cM, OKpyXHOCTHM TpyAau 33 cm. OljeHKa 1o
Armrap coctaBuna 2/4/5 6annos. Cocrosiune pedeHka
TSDKeTIOe 3a CUeT [AbIXaTeNbHOIL, LiepebpabHON HeloCTa-
TOYHOCTM, OBUIY IIPOBEEHBl peaHNMAIMOHHBIE MepO-
npuATus, VIBJI B Teuenne 4 cyToK, onydasna gedeHne
B OPUT B Teuenne 14 aHeit, mepeHecia fByXCTOPOHHIOO
ITHEBMOHMIO B HEOHATA/IbHOM II€PUOJE.

B manbHeiineM HabMIOATaCh Y HEBPOJIOTa C fua-
THO30M IIepMHATa/IbHOI SHIle(aTonaTulL, a 3aTeM ObLT
MOATBEPXK/ieH IuarHos: HacmemcTeeHHasa MOTOpHO-
ceHcopHasA HeBponarus 4 E Tuma.

Cocmosnue npu nocmynneHuu: CpegHeil CTeNleHN
TAXKECTH, CAMOYYBCTBME CHIDKEHO 3a cYeT 60eBo-
ro (>kaso6b1 Ha 60/Ib B )KUBOTE), HUCIEIICUIECKOTO
CUHAPOMOB (pBOTA MNILEl, 3afiepXKKa CTy/a), HyTpHU-
TUBHOII HEJOCTATOYHOCTM (CHVDKEHVe MacChl Tela Ha
5 kr, IDKK pasBuTa HELOCTaTOYHO), HEBPOIOTMYECKOI
CUMIITOMATUKY (HAaCTeiCTBEHHAsA MOTOPHO-CEHCOPHas
HEBPOIIaTHA, BAIbI TeTpanape3). Co3HaHMe SACHOE.
Peaknusa Ha ocMoTp: cniokoiiHas. [lmasHble menm pas-
Hble, 3pauky S=D, cpefHNUX pasMepoB, HUCTarMa HET,
B30p QUKCUPYeT, CIeAUT. MeHMHIMaIbHbIe CYMIITOMBI
orpurraTenbHble. Hocory6Hble CKIafKy CUMMeTpPIUYHEIE.
Koncturynus: actennynasn. Koxa 61enHo-po3sosas,
CYXOCTb, LIeTyIIeHe KOXI NIA, IIeN, PYK, BhIPaKeH
opO6uTaNIBHBII [IMaHO3, ChIIN HeT. [I0IKOKHO-KMpOBast
KJIeT4aTKa Pa3BMUTa HEJOCTATOYHO, Paclpefie/ieHa paB-
HoMepHo. Ilepudepnueckne mumdarndeckne y3yibl
He yBeIMYeHbI 2-3 MM, 6¢360/1e3HEHHDI, He CIIasHbI

C OKpy>Kalollell TKaHbI0. Bupmmble CIM3NCTbIe PO30-
BBI€, YUCThIE, BITaKHBIE. SI3BIK 0067105keH y KOPHA CephIM
HaJIETOM, B/IaXKHbIIL. Tomoc 3Byunsii. [pynHasa kneTka
KI(OCKONMNOTUYECKOIT (HOPMBI, PABHOMEPHO Y4aCTBYeT
B aKTe [bIXaHUs, IIEPKYTOPHbIN 3BYK JIETOYHOI HaJ
BCEMM YYaCTKaMM JIETKUX, ibIXaHMe Be3UKYIAPHOE,
yucroe. ToHBI cepplla rpoMKue, puTMudHbIe. JKMBOT
OKpyI/1071 GOPMBIL, MATKMIL, 6€36071e3HEeHHBDIIL, JOCTYIIeH
K [Iy6OKOJ1 aJIbIIaliNy, yPYaHUA 110 XOAY KMIIeYHMKa
HeT. [Tevenb+1cM u3-1of Kpas pebepHOIt Xyru, Kpait
POBHBII1, 6e360me3HeHHbIIT. CeeseHKa He MalbIupyeT-
cs1. Cryn 1 pas B ieHb 0OpM/IEHHDIIL, ObIBaeT 3afjep>KKa
CTy/a 0 2—4 [iHeit, TIpU 9TOM CTY/I IVTOTHBII, Hedexariys
C HaTY>KMBaHUeEM, NIePUOLUYECKN CTY/ IIOCTIe CTUMY-
nsAumn. [Inypes [OCTATOYHBIN, CBOOOTHOE, OTEKOB HeT.

ITocne mocrymyieHns geBouke 6bi1a mposeena OITIC
IUIs1 BBISICHEHVsI IPUYMH MHOTOKPATHOI PBOTHI 11 607N
B kuBoTe. [To manubiM guarsoctudeckoi IIC B mu-
I[eBOJie ObLT 0OHAPY>KeH IIPICTEHOYHbII OelecoBaThIi
HaJjleT, B JJMCTAJIbHOM OT/le/leé MHOXXeCTBEHHbIEe BbI-
nyKble 6Ky o 1-2 MM B guamerpe. OTMedancs
3a0pOC KeyZOYHOTO COLEPXKIMOTr0 B MUILEeBOA. B 06-
JIACTYL TeJIa XKeMyAKa 1Mo 6OMbLION KPYMBU3HE KPYIIHbIE
reMopparuu B Buje KpymnHoro odara. ITo pesynbraTam
MMKPOOUOIOTMIeCKOT0 aHaIM3a UACHTUPNIIMPOBAaHA
Candida albicans (Oomo 1).

B xavecTBe fjanbHeNIIIET0 JOOOCTeNOBaHNA U Be-
puduKanuy fuarHosa nanyeHTKe Oblla IpoBefeHa
peHTreHorpadus NuieBoja ¢ KOHTPACTHBIM Bellle-
CTBOM, KOTOpas 0Ka3aja, YTO NMIIeBOJ, IPeCTaB/IeH
IIMPOKUM cTONOOM, 1udPy3HO paclinpeH Ha BceM
IpOTsKeHUN 710 4,0 CM, CHIDKEHA ero MOTOPHas aK-
TUBHOCTD, OTCYTCTBYIOT CErMeHTapHble COKPAIleHNA.
TepMUHa/IBHBI OTHEN MUIIEBOJA BOPOHKOOOPa3HO
CY>KeH 10 1 MM Ha IpOTsKeHUM 15 MM (CHMIITOM «MBI-
LIMHOTO XBOCTa»). bapueBast B3BeCh Ma/IbIMU IIOPLIS-
MM IIOCTYIIAeT B KenyHoK. Yepes 20 MUH B ITOTOXEHUN
CHJIA ¥ BEPTUKAIBHO B OOKOBOJT IPOEKLIMY — IUIIIEBOT,
HO-IIPEXHEMY, PaCIIMPEH ¥ COfIEP>KUT KOHTPACTHYIO
B3BeCh (9BaKyalys 3aMe/ieHa). Y UUThIBasA IO/TyYeHHbIe
TAHHbIE PEHTT€HONOTMIECKOT0 U SHJ0CKOMIYECKOTO
METOMIOB UCCIIEIOBAHN, BBIPQXKEHHYIO KIMHIYECKYIO
KapTUHY 3a00/IeBaHNA COIMACHO KIaccudUKaLuy
B.B. ITerpoBckoro (1962) 6bI10 CHeaHO 3aKI0YeHe
o Ha/muny axanasun kapany, II cragus (Poro 2,3).

Taxum 06pa3om, Ha OCHOBAHMM Xa/I00b MaIEeHTK,
aHaMHe3a 3a00/IeBaHMA, KIMHNYECKOI KapTUHbI 1 pe-
3y/IBTATOB OOC/IEIOBaHNUS BHICTABIEH MArHO3:

OcHosHoe 3a6onesanue: Axanasys Kapaniu, 2 CTafus.

Ocnoxcrerus: 930¢4aruT KaHAMULO3HbIIL.

Conymcmeyroujue 3a60ne6anus: XpOHNYECKUI Ta-
CTPUT C FeMOPPArnsAMU B TeJle JKeMynKa, epuop 060-
cTperns. HyTpuTuBHas HeOCTAaTOYHOCTD 1 cTemeHm.
MoTOopHO-CeHCOpHas HellponaTusa Hac/leqCTBeHHas
ITapxo-Mapu-TyTa 4 E Tuna.

B cramnuoHape pe6eHOK ObII KOHCY/IBTUPOBAH XI-
Pyprom, ObIIM JaHBI PeKOMEHMAIINMN O IIPOBEeHUN
HIOBTOPHOII 930¢arockonuu ¢ 6y>XxupoBaHueM Kapiy-
a/IbHOTO OTZIe/Ia MNIIIEBOJIA B YC/IOBYAX XUPYPIMIECKOTO
cTanuoHapa. B crydae HeappeKTMBHOCTM KOHCepBa-
THUBHOII Tepaluy pellleHre BOIPOCca 06 OIepaTMBHOM
TedeHnu. B ormeneHnu maryeHTKa mony4ana nHdysu-
OHHYIO TEPAIINIO, YACTMYHOE IAPEHTePAIbHOE INTAHME,
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®oto0 2:
PenTrenocko-

nua nuLeBoaa

C KOHTPaCTHbIM Be-
LLleCTBOM B NPAMONA
npoekuum

Photo 2:

X-ray of the esopha-
gus with a contrast
agentin the direct
projection.

®orto 3:
PenTrenockonua
nuLLeBOfAa C KOH-
TPaCTHbIM Bellje-
CTBOM B 60KOBOIA
npoekuum

Photo 3:

X-ray of the esopha-
gus with a contrast
agent in the lateral
projection
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(ITyKOHA3071, TPUKAINSA FULNATPAT, OFHAKO CUMIITOMBI
mucdarny coXpaHsIICh, HOCTIe CTAOMIM3ALUN COCTO-
SAHUA TOC/Tef0BaNa TOCIUTANN3ANNA B XUPyprude-
CKUII CTAIVIOHAP, I7ie BHIIIOTHEHA /TallapOCKOIMYIecKas

O6cyxaeHne

Bbonesus lllapko-Mapu-TyTta (IIIMT), unu HeBpanb-
Has amuotrpodus lllapko-Mapu, nsBecTHast 1 Kak
Hac/leICTBEHHasA MOTOPHO-CEHCOpHas HEBPOMATU A
(HMCH) - obmupHas rpymnmna reHeTU4ecKy rete-
POTeHHBIX 3a60/eBaHMIT epudepuIecKuX HepBOB,
XapaKTepU3yIoIaACcad CUMITOMaMM IIPOTPeCCUPYIO-
1ieii MOIMHENPONaTUy C IPEeNMYIleCTBEHHBIM IOpa-
SKeHUeM MBIIII] AUCTANbHBIX OT/IeIOB KOHEYHOCTEI.
HMCH saBnA0TCA He TONBKO CaMbIM YacThIM Cpefiut
Hac/Ie[[CTBeHHBIX 3ab0meBaHmIl Hepudepuieckoir
HEPBHOJ CUCTEMBI, HO ¥ OFHUM M3 CAaMBIX JaCTBIX
HAaCJIeICTBEeHHBIX 3a00/IeBaHNIT YenoBeka. [eH, oTBeT-
CTBeHHbIII 3a pa3Burre 3aboneBanns. MPZ (MYELIN
PROTEIN ZERO; MPZ) pacmonoxxeH Ha XpOMOCOMe
1 B peruone 1q23.3, comep>Xut 6 3K30H0OB. MyTranun
B reHe MPZ npuBopAT Tak)Ke K pasBUTHUIO HECKOJIb-
KMX KJIMHMYeCKO-TeHeTUIeCK)X BapUaHTOB 60/Ie3HU
MIMT, Jexepuna-Corra, Pyccu-JIleBu, BpoxxmgeHHOI
TUNIOMUeNMHU3UPYIoleit Heliponatun. K HacTosAIme-
My BpeMeHU KapTupoBaHo 6onee 40 T0KycOB, OTBe-
YalolMX 3a Hac/leICTBEHHble MOTOPHO-CEHCOPHbIE
HellponaTuy, NAeHTUPNLMPOBAHO Ooee IBAAIATI
T€HOB, MYTallM B KOTOPBIX NPUBOAAT K Pa3BUTHUIO
KauHn4Yeckoro ¢penoruna IMT [6-14].
Knuunyeckas kaptuaa 6onesuu IIIMT 3axmogqaeT-
¢4 B pOpMMPOBaHUM TUIIOTPOGIM MBIIIIL JYCTATbHBIX
OT/E/I0B HIDKHUX KOHEYHOCTEI, MOTIOTOYKOOOpasHOIl
medbopMmanuyu manbleB CTOM, GOpMUPOBAHUU KOH-
TPaKTYp TOJIEHOCTOIHBIX CYCTaBOB, 3KCBMBAPYCHOIA
YCTaHOBKM TOZIEHOCTOIIHBIX CyCTaBOB, LITAMITYIOIIEN

azo¢arokapanomroromus 1o lemnepy. O6beKTUBHO
COCTOAHME TTALMEHTKY yIy4YIIN/IOCh, CTajIa IPMHIMATD
Uy HeGOIBIIVIMYL IOPLSIMY KaXKAble 3 Jaca, Ha 13
CYTKU BBIINCAHA 1 HAOIO[AeTCsT aMOyIaTOPHO.

IIOXOJIKY, ITape3y MBI crubaresneii/pasrubarenei
CTON, TUIOTPO(UY MBILIL] JUCTATBHON U IIPOKCHU-
MaJIbHOI TPETH TO/IeHeit, TUITOTPOGIY MBIIIL| KUCTEIT,
CHIDKEHYe MbIIIIEYHO CUIIBI B MBIIIIIaX KMCTel, PyHK-
L[MOHA/IbHbIE CIUOaTeNbHbIe KOHTAKTYPbI KUCTEl, TUII0-
TpOGUS MBILIL HUXKHEN TPeTU HpefIIednii, TpeMOpy
KICTeil, HApYIIeHNI0 OCaHKY, CHUKEHNIO IIPOIPIO-
LeNTHUBHON YyBCTBUTENTbHOCTY HAa YPOBHE AUCTANb-
HBIX OTZE/IOB KOHeuHocTeit [6, 8]. Popmupyrommecs
M3MEeHEeHNA NIPUBJIEKAIOT BHUMaHNe CIelMaNINCcTOB
K HEBPOJIOTMYE€CKOMY CTaTyCy ¥ MU3MEHEHMAM OIIOPHO-
IBUIaTeIbHOrO anmnapara. JleficTBUTe/IbHO, aHAIN3
KIMHNYECKNX CTydaeB NEeMOHCTPMUPYeT TaKue >Ka-
7106bI KaK HapyIlIeHneM IOXOAKI, MENKOl MOTOPUKI
(m1cbMa) M OTCYTCTBUE ONMUCAHNI AUCHATUN U FPYTOI
cumnromaruky co croponsl JKKT, HacTopakuBarolei
KJIMHUIVICTOB, B IPMBOJMMBIX OT€YeCTBEHHBIX KIIMHMU-
YecKMX Habnmopennax [9-14].

B nmureparype IIMT npepcraBieHa Kak Hanbosee
4acTO BCTpedaeMast epudepudeckas HeilponaTus, mno-
paskarolias IpenMyIecTBEHHO II0NepeyHO-M0T0CaATYIO
MYCKYNaTypy, 1Py 3TOM JaHHbIE O IOpayKeHWM TTIa/IKOI
MYCKY/IAaTypbl )Ke/TyLOYHO-KIUIIEYHOT0 TPaKTa Ipu
IIIMT BecbMma HeMHOTOYMCAEHHBI [15, 16]. OgHo 13
TaKUX HaOJII0JleHNI ONMCBIBAET CIy4ail 27-eTHeit
ManMeHTKN, KOTOPas MOCTYNNIA C TPeXMeCAIHON
ucropueit fucharuy Ha TBEPAYIO M KXUIKYIO ALY
C TOIIHOTOII ! pBOTOI1, 4YTO IIPUBEJIO BbIPa>KeHHBIM
3aTPYLHEHUAM IIpMeMa MUY ¥ IoTepe Beca OKOIo
8,2 Kr 3a B TeueHue 3-x mecanes, VIMT cocrasun 15,
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HaleHTKa MMeNa BbIPa>KeHHYI0 IBYCTOPOHHIOIO aTpO-
G110 MBI HYIDKHUX KOHEYHOCTeN, HOPMOLIUTAPHYIO
aHeMUIO C aTbOYMUHOM 2,5 1 IpeaTb0yMUHOM 6, Ha
peHTreHorpaMMe BU3yanu3upoBaH QyHKIMOHATBHO
anepucTanbTMYeCKUIl MUIEBOJ, C BBIPAa>KeHHOI uIa-
Tallyell HU)KHErO WEHOro 1 BEPXHEro IPyAHOro OT-
TIeNIOB C JIETKMM CY>KeHIEM K€y 0UHO-NINIIeBOJHOTO
nepexofa. BeinmonmHeHHasA BIOCIENCTBIY IMIIEBOAHAA
MaHOMeTpHA MOoKasaja, 4To >70% rinoranui (958,47
aNepyCTaNIbTUIHBIMY C HOPMAJIbHBIM 6a3a/IbHBIM [JaB-
JIeHVeM HIDKHero nuigeBogHoro couukrepa (HIIC)
nHOpManbHbIM paccnabnerviem HIIC. [TapagokcanbHoe
nosblutenve faaeHns HIIC 6s110 06Hapys>keHO IpH
uHbeKyy xonenycrokrunua (X1 K). Otu pesynprarst
CBUJIETENBCTBOBA/IY O HeCIel NI IeCKOM HapyIIeHNN
MOTOPMKM NUIIEBOMIa M HE COOTBETCTBOBA/IM axXaja-
3un. B cBA3U C pe3Koll oTepeil Beca 1 HelOeaHMEM
nanyeHTKa Oblla TOCHUTAIN3MPOBaHa 1 IlepeBefieHa
Ha nonHoe napeHTepanbHoe mutanue (ITIIIT). Ona xo-
POIIIO OTpearnpoBaa Ha Ipo0y ¢ Ha3HaueHeM OHJaH-
CeTpOHa U IPOMETA3MHa, ¥ IOCTENEHHO €€ OTIYYNIN
ot IIIIII u nepeBenyu Ha MepoOpanbHBIN IpKUEM IUIIN.
BriocnencTBuy manueHTKa HECKOIBKO pa3 IOBTOPHO
TOCHNTA/IN3MPOBAIACD C TOXOXXMMMU CUMIITOMaMM 6e3
YETKOTO IIOCTOSAHHOTO paspeliena. ABTOPbI KITMHIYe-
CKOTO CTy4as fleflaloT BbIBOJ, O BOBJIEYE€HMM HE TONbKO
MOTNIEPEeYHO-TI0I0CATON MYCKY/IATypPhl, HO U ITaKUX
mbimn JKKT [8].

B pamkax nopa>xeHus Iafikoil MyCKy/IaTy pbl Ipu-
BOJATCSA HECKO/IBKO ONMCAHMI TAPUHTeaIbHOM JIC-
GYHKUMM U CBA3AHHBIX C HEI0 CMMIITOMOB Aycharuu
Ha poHe 3ab6oneBanus IIIMT [8,15].

OpnHaKo, HEOOXOMMO OTMETUTD, UTO TsKETIble 11/
WIM IPOTpeccupyloliyie HeBpoIorndeckue 3abome-
BaHMA CONPOBOXX/JAIOTCS HE TONBKO Pa3HO CTEIIEHBIO
BBIPa)XEHHOCTY HEBPOJIOTMYECKOTO le(pUIINTA ¥ MO-
TOPHOI JUCHYHKLNU, HO V1 PAJOM aCCOLMMPOBAHHBIX
npo6nem. Tak HapyueHne QyHKIMOHMPOBAHMS Ta-
CTPOMHTECTUHAbHOI CUCTEMBI BCTPEYaeTCs JOCTa-
TOYHO YaCTO y TAKOJ IPYIIbI MaLMEHTOB. B 9acTHOCTH,
XPOHMYECKMI 3aII0P OYEHD YaCTO COMPOBOXK/AET HEll-
PpOTIaTuIo, a TAKKe Pa3IMIHbIe TPOABCHNA CMHAPOMA
MababCcopIuy, B YACTHOCTH CHIDKEHNe MacChl Tela,
aHeMus u gpyrue [8,16].

BoiBoAbI

Taxum ob6pasom, coueTanue mnepudepruecKoit Monm-
HeJIponaTuu ¢ CUHAPOMOM Aucharui, XapaKTepusy-
FOLIMMCS pepaKTepHBIM K T€PATIUY V/VJIV TSXKETbIM
TedyeHMeM, LO/DKHO OIpeNesATh JalbHENIIyI0 Tpa-
eKTOpMIo 006C/IeJOBaHM A NaljMeHTa C IIPOBefieHIeM
Y3U nuwesopa, OIJIC, peHTreHorpadum muieBosa
C KOHTpaCTI/IpOBaHI/IeM j19) 828 Bmsyanmsaumm HOpOKOB
passutus JKKT.

B paccMaTprBaeMoOM KIMHUYECKOM HAOTIOfeHUN
3a 12 jieTHeN MalMeHTKO M3MeHeHs, BbIsIBIEHHbIE
npu II'JIC, Kacanuch CIM3NUCTON NULEBOJA, XKeMy/[-
Ka, YTO MO3BOJIM/IO BBICTAaBUTb AMATHO3 930darura,
XpoHudeckoro ractpura. Hannune gucdarun n nn-
IeBOJIHOJ YIIOPHOII PBOTBI, 6€3yCI0BHO, TpebOBaIM
paciiMpeHne IMarHOCTUKY, alleHTKe IPOBefIeHO
PEHTTeHOIOTNYeCKOoe CCIefJoBaHMe NIEeBOJia C KOH-
TPacTOM, KOTOPOE BBISIBIJIO BBIPaXKeHHOE PacIIMpeHe
nuiesopa (puc. 1,2).

JInuTenbHOE CyIIeCTBOBAaHME KPUTUIECKOTO pac-
LIMpeHNs NUIIeBOJA MPUBOAUT K M3MeHeHuo pH,
HapyLIeHNIO KOIOHM3AL[U Y CTIM3UCTON 060/IOUKI, YTO
sABsAETCS PAKTOPOM PYICKA peanusariiy KaHaug03HO
nHpexuun. B cBow0 ovepenp Hanm4Me KaHIULO3HO-
ro 930¢aruTa y mauMeHTKN yCyTy6/saa0 CYMITOMBI
IOVICTIETICUA.

Kaupupnosusiit a3odparut (K9) B k1uHMYeCKOit
IpaKTUKe Bpaya yallle BCEro BCTpeYyaeTcs y Malu-
€HTOB C IMMYHOCYIIpeccleil, B 4aCTHOCTU Ha GoHe
caxapHoro nuabeta (CII) 38%, gauTenbHOro npuemMa
[TTIOKOKOPTUKOUOB 15%, aHTMOMOTUKOB IIMPOKOTO
crekTpa penctBusa 15%, quroctatukos 7%, axana-
3us nuieBona 12%, HoBoobpasosauuit 5%. [17]. Ho
Ha IIePBOM MeCTe CTOAT BUPYC-UH[YLMPOBaHHBIE
uMMYyHOZebuLuTHBIE cocTosAHMs — BUY. KO saBns-
eTCsl TUNMYHON ONMIOPTYHUCTUIECKON MHPEeKIN-
el 11 faHHOTO MH(eKIMOHHOro 3aboneBanus [18].
BolmenpuBeieHHbIe JaHHbIE TAKXKE IOATBEPXKAAET
Ogiso H. 1 coaBTOpBI, KOTOPbIE BBIABIAMN (PaKTOPLI
PMCKa KaHAM03a IMIIEBO/A Y MUMMYHOKOMIIETEHTHBIX
MManueHToB. B uccienoBanme Ob110 BKIOYEHO 7736 ye-
JI0BeK, IpryeM y 184 mauyeHToB ObII AMarHOCTUPOBAH
K93 (2,4%), mokasaHo, 4To pyuck pasputusa K9 Bblie Ha
¢done CII (OR: 1,52), ucronb3oBaHusA MHIUOUTOPOB
nporonnoit nommsl (VIIIII) (OR: 1,69), arpodudecko-
ro ractputa, (OR: 1,60), pacipocTpaHeHHOTO paka
xkenypka (OR: 4,66) [19].

IToMuMoO HapylIeHNs NepUCTAIbTUKN, TOHYCA IN-
IeBOJia B JAaHHOM KIMHMYECKOM HaOII0eH Ny ObIIn
nckmodenpl BIY-unaynpoBanHas MMMyHOCYIIpec-
cus, IepBUYHOE UMMYHOMePUINTHOE COCTOSHME,
HapyIIeHUs YITIeBOLHOTO OOMeHa, a TaK)Ke IpyeM
JIeKapCTBEHHBIX IIPENapaToB.

ITopa>keHe NIeBOAA, BbISBIEHHOE Y MAIIMEHTKI
¢ nmepudepnuecKoit MOAMHepoIaTIeli, HeraTUBHO
OTpa’kaeTcsl Ha COCTOSIHME 3OPOBbsI, He TOMbKO 3Ha-
IUTENIBHO CHIKAsI Ka4eCTBO KU3HU (fucdarus, ppora,
60711 B )XUBOTe, iepUIIMT MacChI Te/a U Jip.), HO U IIPO-
BOLIMPYS MIPVCOERNHEHE MHbIX [IATOTOTNYECKUX CO-
CTOSTHUIL, B IIPe/ICTAaBICHHOM HAO/MIOeHN Y — KAHANO03
[MIIeBOJA, KOTOPBII YCHIUBA SUC(ATUIO TeM CAMBIM
fie1ast HeBO3MOXKHBIM HOPMaJIbHBIIL TPUEM IMUIIN.
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[Topa’keH1e NUIEBOAA B COUETAHUY C HACTIEICTBEHHOI MOTOPHOI U CEHCOPHOII HellpomaTuei y pebeHka
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Damage to the esophagus in combination with hereditary motor and sensory neuropathy in a 12-year-old
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Qoto 1.
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Photo 1.
Endoscopic picture
of the mucous
membrane of the
esophagus before
plaque was washed
off (A) and after
plaque was washed
off in a narrow-
spectrum mode (B)
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