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AHHOTauus

[MepBbiit 3aA0KYMEHTUPOBAHHbINA CAyYait MUTOXOHAPUAABHOM HEMPOracTPOMHTECTUHAABHOM 3HUedaromuonatum onmcad B 1962 r. R. Luft 1
coaBT. PazHoOOpa3ne M HEOAHO3HAUYHOCTb KAMHUYECKUX MPOSIBAEHWI 3aD0AEBaHUsI 3aTPYAHSIIOT €r0 PaHHIO AMArHOCTMKY M AedeHune. [lepBbie
KAMHUYECKME MPOSIBAEHUS 3300AEBaHMSt aCCOLIMMPYIOTCS! C MATOAOIMEN KEAYAOHHO-KMLIEYHOTO TpakTa. Huskast HaCTOPOXKEHHOCTb M HEAOCTATOY-
Hast OCBEAOMAEHHOCTb Bpayei OTAAASIIOT CBOEBPEMEHHYIO AMArHOCTUKY MUTOXOHAPUAAbHOM HEMPOTraCTPOUMHTECTUHAABHOM HLIEDAAOMMONATHM.
LleAb paboThbl — NMOBBICUTL HACTOPOXEHHOCTb BPayeit Y3KMX CNeLMaAbHOCTEN U MPEACTaBUTbL BOAbLIE UH(OPMALIMKU AAS PACIIMPEHHBIX BO3MOX-
HOCTeN AMdepeHLMarbHOM AMAarHOCTUKM PEAKO BbISIBASIEMOTO 3a060AeBaHMs Ha MPUMEPE KAMHUYECKOTO HabAIOAEHMS!.
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Abstract

The first documented case of mitochondrial neurogastrointestinal encephalomyopathy was described in 1962 by R. Luft. The variety and am-
biguity of the clinical manifestations of the disease complicate its early diagnosis and treatment. The first clinical manifestations of the disease
are associated with the pathology of the gastrointestinal tract. Low alertness and insufficient awareness of doctors delays the timely diagnosis of
mitochondrial neurogastrointestinal encephalomyopathy. The aim of the work is to increase the alertness and awareness of narrow specialties
about the possibility of differential diagnosis of an extremely rare detected disease on the base of our clinical observation.
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CASE REPORT

Bo Bropoit nonmosuue XX B. ommcaHa HOBas rpymma 3abo-
JIeBaHUIL, CBSI3QHHBIX C HapylLIeHreM QYHKINU MUTOXOHAPUIL.
MuroxoHapuanbHble 6omesHn (MB) 06ycmoBeHbI reHeTIYec-
KUMH U CTPYKTYPHO-OMOXUMMIECKIMI fieheKTaMu, IIPUBOLs-
VMM K HapyLIeHNI0 TKaHeBoro mbixaHud. [Ipm Mb nopaxa-
I0TCsI B IIEPBYI0 OYepedb HauboIee SHEPro3aBUCUMbIe TKAaHM
U OpraHbl-MUIIEHN B PA3NYHON KOMOMHALIUN: LieHTpalbHasA
HepBHas CUCTeMa, CKeJleTHasA MYCKY/IaTypa, MbIIIIA Ceprla,
OpraHbl 3peHN, II0YKY, TTIe4eHb, KOCTHBIN MO3T ¥ 3HJOKPUH-
Hasg cuctema [1-3].

OpnHuM 13 BapuaHTOB 3a00/IeBaHNI1, CBSI3aHHBIX C Hapyllle-
HIteM GYHKIVOHVPOBAHNMS MUTOXOH/PUIL, C TaCTPOIHTEPOIIO-
IMYEeCKVMM CUMIITOMAaMI SIBJISIETCSI MUTOXOHZpUAIbHASA Heil-
poracTpoMHTeCTMHaIbHas oHiedaromuonarus (MHITI).
BriepBble 5TOT TepMuH Ob1 ucnonb3oBan M. Hirano u coasr.
B 1994 . [4].

MHIU3 - 310 ayTOCOMHO-peleccuBHOe 3ab01eBaHue, BbI-
3BaHHOe MyTalueil B reHe pocdopmaassl tumnupnta (TYMP),
JIOKanu3oBaHHOTO B 22q13.32 [2, 5, 6]. B rene TYMP omucaHo
6omee 200 MyTauyii, KOTOPbIE IPUBOAAT K OTEpPe aKTMBHOCTH
tumupuadochopuaassl. Tumuannpochopniasa KkaTanusnpy-
eT IpeBpallleHne TUMUANHA U 2'-Ie30KCUYPUAMHA B UX COOT-
BETCTBYIOLIe OCHOBaHuMs u 2-a-d-fe3okcnupubosa-1-pocdar.
Bes HopManbHOI aKTUBHOCTY TUMUAMHGOCHOPIIA3E HYKITe-
03U7Dbl TUMMMHA HAKAIIMBAIOTCA B KJIeTKaX. Bbicokue ypoB-
HU HYK/I€03MJO0B TOKCUYHBI A1 MUTOoXoHApuanpHoi JHK n
BBI3BIBAIOT MYTAl[U}, KOTOPblE IIPUBOMAT K FUCHYHKIUN [BI-
XaTe/IbHOI IIeNN U, C/IefJOBATe/IbHO, K HEFOCTATOYHOMY ITPOMU3-
BOJCTBY SHEPIMH B K/IeTKax [7].

B Hacrosmee Bpemsa uactoTa BcTpedaemoct MHINI
cocrasnset 0,15 Ha 1 miH [3]. CpenHAA IPOJOIKUTENLHOCTD
KusHM 60/1bHOTO — 37,6 Topa. IlepBble KIMHMYECKIE CUHAPO-
mbl MHI'MID nosBnAioTca B Bo3pacTe oT 5 Mec fio 45 net. Yame
310 mpoucxoaut o 20 net. IIpumepHo y 1/2 manueHTOB Ha-
YasIbHBIMI ITPOSIBJIEHUAMM SABJIAIOTCA CUMIITOMBI CO CTOPOHBI
xenypogHo-kuiegnoro tpakra (OKKT) [8, 9].

ITatornomonnunbix cumntomoB MHI'MO net. YacTeiMu ee
IIPOsBIEHNAMM ABMSIOTCA 3,9, 10]:

» HeOO'bACHUMAsI TIOTePsI Beca, XyH00a, KaxeKcust, faKe Ipy
HOPMAaJIbHOM IIMILEBOM IIOBENEHUN U MOTpebrIeHnu mu-
TaTe/IbHbIX BEIeCTB;

o CUMIITOMBI/TIpU3HaKy co ctopoHbl JKKT: TomHoTa, pBo-
Ta, IPEX/EBPEMEHHOE HACBILIEHNE, ypPUYaHNe B JKUBOTE,

cuIbHas abJOMMHATIBHBIN OOJIb, B3yTHE KUBOTA, [MC-
cbarus, samop u Auapes, JUBEPTUKY/Ie3 TOHKOI KUILIKH,
OVJIaTaLMs XKeTyKa, KUIIeIHMKA;

* HEBPOJIOTMYECKMEe CYMIITOMbI/CMH/IPOMBI: IIPOrpeccupy-
Iollas Hapy>KHas odranbMorierus, 61edaponros, Homm-
HeBPOIIATHs, CHIDKEHIE CITyXa;

* HEIIPOPALMONIOTYEeCKIe MIPU3HAKI: JIENIKO9HI[edaona-
THSA;

o MeTaboMMuecKye U3MEHEHN: CTeATO3 IIeYEeHN C MCXOTOM
B LMPPO3, IaHKPEATHUT, PAHHMIT CAXapHBII AuabeT, IIOBbI-
LIEHHBI/I YPOBEHDb TPUITIMILIEPU/OB, IOBbIIIEHNE TAKTaTa
T/Ta3MBl.

VnnmocTpanyeit cnoxxHocty fud depeHInaabHO fuardoc-

THUKY ¥ IIOCTRHOBKM AuarHo3a MHI U3 sBnsiercs ucropus 60-
JIe3HV TAaVIeHTKN 39 JIeT, IpefiCTaB/ICHHAA B CTAThe.

lMaumneHtka A., 39 Aer

Brepsble maruenTka [I., 39 set, obpatunach Ha kKadenpy
BHYTPEHHUX 6OJIe3Helt, KIMHNYeCKoil papMaKkomoruy u Hed-
ponorun ®IBOY BO «C3IMY um. VL.VI. MeyHnkoBa» B Map-
te 2020 r. IIpempsaBsiia XKano6sl Ha BEIPaXKEHHOE IIOXY/IEHIE,
CHIJDKEHVE MBIIIIEYHOI CYJIbI B KOHEYHOCTAX PYK Y HOT, OTPaHN-
YeHMe ABVDKEHM [TTa3HBIX A67I0K, moTepio cnyxa. Co CTOPOHBI
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PBOTa, He IPUHOCAIIAs 06/IerYeHNs, BBIPRKEHHBIIT METEOPU3M.
Cryn 3-4 pasa B CyTKH, C OCTaTKaMI HellepeBapeHHOI NI,

AHaMHe3 XI3HI: POXKfIeHa OT 2-11 GepeMeHHOCTH B 38 Hep
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BpefHbIe IPUBBIYKY OTPHUIIAET. [MHeKOMorm4ecKuii aHaMHe3 —
ofiHa 6epeMeHHOCTb, POXK/IeHMe 3[I0POBOT0O ChIHA. AMeHOpes C
38 ner.
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HeBponorudeckoe otaenenne PI'bY «HMMUI] um. B.A. Anmaso-
Bay, [Jie B XOJie S/IeKTPOHEIIPOMIOrpaduecKoro MCCIeTOBaHMs
BBIABTIEHO aKCOHA/IbHO-JeMIeIMHU3UPYIOllee MOpakeHne Iie-
pudeprdeckux HepBOB. BbImonHeHa moMOanbHasA MyHKIUA —
6enok muksopa 0,860 r/1, uuTO3 5/3, MpeACTaBIeHHDI IIpen-
MyIeCTBeHHO jmMmdonnTtamm. Ha OCHOBaHMM ITONTy4eHHBIX
IAHHBIX BBICTAaBJI€H [AMArHO3 — XPOHMYECKas BOCIAINTe/IbHAA
TeMMeVHNSYpPYIolas nonuHesponarusa. Hayata koMIuiekcHas
Tepans, BKIIYAoIas IpefH130/oH 1 Mr Ha 1 kr Beca (45 MI),
BUTaMIMHBI TPyIIel B, TokToBylo kucnory (600 mr/cyTt). Ha
(hoHe IpreMa peJHN30/I0Ha OTMETHIA OSBIEHNE PBOTBI U IV~
apen. IIpenHI30/I0H HE OTMEHEH BBUAY OXKMAEMOTO IIPOrpec-
cupoBaHMA NONMHeBponaTyn. B mapte 2018 r. mpeHM30/I0H 3a-
MeHeH Ha MeTurpen B cooTBeTCTBYyIoLIel fo3e. B nione 2018 .
MMMYHOCYIIPECCYBHAs Tepalus IOINOJHEeHa ILATHI0 CceaHcaMu
MeMOpaHHOrO I1asMadepesa ¢ HOIOKUTENbHBIM 3¢ (deKToM B
BUJIe YMEHbBIIEHNs JUCTATbHOM MbILIeYHOI cmaboctu. B moc-
JefyIolleM HavaTo IIOCTeNleHHOe CHIDKeHue Ho3bl MeTumpena
To TOJHOV OTMeHBL. B oKkTA6pe aToro xe roga (36 ymer) mocme
¢bu3nyeckoil Harpyskm BO3HUK PeLMINB Iape3a pasryoarernei
obenx CToIL B cBA3M C 3TMM BHOBb Havasa IpMHMMATb MeTn-
mpep, B fose 16 mr/cyT. [IoBTOpHO IpOBEEHO 5 CeaHCOB IIa3-
Mmadepesa 6e3 addexra. C mronsa 2019 r. 6011 cracTIIECKOro
XapakTepa B JXMBOTE, HEYCTONYMBBIA CTYII 10 3—4 pas B CYTKN,
BbIpa)KEHHbII MeTeopusM, CHIDKeHMe Beca. [Ind yTodHeHM:A
xapakTepa nopaxenns JKKT mposegeHo obcnenoBaHye — Bu-
meoasoaroractpopyoneHockomusi ¢ 6uorcrueit. Ilo maHHBIM
TUCTO/IOTVTYECKOTO OOC/IENOBAHNS: B CIM3MCTON 0BOMIOYKe aH-
TPaJIbHOTO OTHENMa JKelTy#dKa KapTMHAa COOTBETCTBOBa/la Xpo-
HudyeckoMmy Helicobacter pylori-acconMupoBaHHOMY TacTPUTY,
CTereHb akTUBHOCTH 1. B cimsucToit 060mouke fBeHauaruiep-
CTHOV KMIIKYJ — TOBEPXHOCTHBIN JYOI,EHNT, B IUILEBOJE — THO-
HO-(puOPMHO3HBI KaHANFO3HBI 330¢arnT. [JuarHos KaHAMEO-
3a moATBepxeH obHapyxenueM Candida albicans 10° KOE/1 r
B Kaje. [IpoBenena tepammsa ¢ykoHasonom. ITo maHHbIM G1-
OPOKOIOHOCKOIINY KUIIEYHNKA — SHJOCKOMMYECKHUe IPYU3HAKY
XPOHMYECKOTO KONIMTA C TUIOTOHMEN TONCTONM KuMKW. PeHT-
TeHOTpaMMa OPTaHOB >KMBOTA (Iaccaxk 6apus) IMOATBEpAUIA
MOTOpHBIe HapylleHus KuileuyHnuka. HasHaueHa cummrTomaTn-
yeckad Tepanys. bonb B K1MBOTe YMEHbIINIACD, CTY/ yPeaucsa
7o 1-2 pas B CyTKu.

HapacTaeT HeBpo/mornyeckast CMMITOMATHKA: B AUCTANIb-
HBIX OTJle/laX BePXHMX KOHEUHOCTell NMOABWIOCh HapylLIeHNe
MENKOJ MOTOPUKM. BHOBb TOCHUTANM3MpPOBaHA B HEBPOJIO-
rnyeckoe othenenue. Id yTOUHeHMA XapakTepa IOpa>keHMs
L[eHTPa/IbHOII HEepBHON CHUCTEMBl BBIIIONHEHA MarHUTHO-pe-
3oHaHcHasA Tomorpacdusa (MPT) ronosHoro mosra. BoisBieHo
muddysHoe TOBBINIEHNE MHTEHCMBHOCTY cuTHama Ha T,-BU
n FLAIR B 6enoM BelecTBe 3aThIOYHBIX UM TEMEHHBIX [O-
neit (yejikoapeo3 M MHOXKECTBEHHbBIE HePUBEHTPUKYILAPHbIE
ovaryu rmmo3sa). [laHHas KapTVHA OMMCAaHA KaK OfWH M3 Juar-
HocTHYeckux kputepmes MHIVOD [11, 12]. MPT-kaptuna
MbILIL Gefep ¥ TOJeHell XapaKTepu30Banach BBIPAKEHHBIM
yMeHbIlIeHeM O00beMa CKelTeTHbIX MbIll, AudQysHbMu
OTeYHBIMU M3MEHEHNsA IpU OTCYTCTBMU 3HAYMMOI XKMPOBOI
uHbwibTpanun. IIpoBefeHa Tepamms — MeTWINIPETHU3O0MOH
16 mr/cyT, nunoesas kucnora 600 mr/cyt BHyTpuBeHHO, Hy-
tpukomn lema, Omes, Kpeon, cmecs Mopynen, Tpumenar. Te-
paInst Coco6CTBOBaIA YMEHBIIEHNIO MBIIIEYHON CTaboCTH B
HOTaX, HO COXpaHsANach CMabocTh B pykax. bomi B xuBoTe 1
MeTeOpU3M TaKXKe YMEHbIININCD.

B ¢esparne 2020 1. (38 yeT) yBenuumacs B pasMepe XUBOT.
Havana npuem dypocemupa (40 mr/cyr). B Teyenne 1 Hep —
nonHas noreps cayxa. [lo gaHHBIM y/IbTPasByKOBOTO JCCTe-
nosauusA 1 MPT opraHoB OPIOLIHON ITOJIOCTY — IIPU3HAKY ac-
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Puc. 1. BoipaxenHas andpcpysHas arpocpus MbiLILL KOHEUHOCTEN.

Fig. 1. Severe diffuse atrophy of the muskles of the limbs
(arms and legs).

I[UTa, TOPTaIbHOI IMHepTeH3nu. [ yTOYHeHMA XapaKTepa
MOpa>keHM s IIeYeH BBIIIO/THEHA IMATHOCTIYeCKas TAIlapOCKO-
s, 6uoncus nmedenu B Knunnke nm. 9.9. ditxsanpga PrbOY
BO «C3I'MY nm. L.VI. MeunukoBa». IIpy npoBefeHnn namna-
POCKOIIMYECKOI MYHKIMOHHOII remarobuomcun obpaiiana Ha
cebs1 BHMMaHUe BBIpOKeHHas O/EAHOCTb BHYTPEHHUX Opra-
HOB, IIe4eHM ¥ MOJYEepPKHYTas MHDBEKIUA cocymoB. IucTomo-
IMYecKie IIPOsIBIeHNs CTab0BBIPAKEHHbIX HecIelndnyecKux
M3MEHEHNIT B OMOITAaTe eYeHIL.

O6pexTnBHO (0ocMoTp — MioHb 2020 1.). CocTosIHUE Cpefi-
Heit TspxecTn. IlepenBuraerca ¢ momomupio TpocTu. Ilogkoxk-
HO-XMpOBas KJIeTYaTKa IPaKTUYECKM OTCYTCTBYeT. Bbipa-
xeHHas AnddysHas arpodus Mpi KoHeyHocTelt (puc. 1).
Bec 38,2 xr. Poct 170 cMm. Minpexc maccol tena (MIMT) - 13,22.
YmepeHHas rumoToHud. IlepucTanbTuka KMIIeYHMKA BMIHA
IPY OCMOTpe IlepefiHelt OPIOIIHOI CTeHKN. [ledeHb BBICTyIIaeT
u3-107 Kpasi pebepHoit gyru Ha 1 cm. [Tanbompyercst HYDKHWUI
TIOTIIOC CE/Te3eHKIL.

HeBponormdeckmii cTaTyc: COHNMBA, CKOPOCTb peaKIIMil
cHIDKeHa. [myxora 4-i1 cremeHy. JBUDKeHUs IJIa3HBIX s167I0K
orpaHmyeHsl (odrarbMonapes MpeUMYIECTBEHHO IO TOPHU-
30HTanu). [IBycTOpoHHMI Ierkuii 61edaponTos. Cuia B Bepx-
HMX VI HIDKHUX KOHeYHOCTsX: 4 Gamma, cummerpudHo. [nHa-
MoMeTpus: 12 Krc cripasa, 10 xrc cneBa. Mblie4HbI TOHYC B
BEpPXHUX U HVDKHUX KOHEYHOCTAX CHIDKeH, D=S. [laTomornyec-
Kie NMpaMUfIHbIe KUCTeBble 3HaKM: bexTepesa, JKykoBckoro.
Hapymienne 1moBepXHOCTHON YYBCTBUTETbHOCTU: THIIEpeCcTe-
3114 IO YPOBHA CpefHel TPeTH TOJIeHel! ¥ Ty 4e3aIsACTHhIX CycC-
TaBOB II0 ITOJIMHEBPUTIYECKOMY THUITY.

JaHHbIe TabOPaTOPHOrO M WMHCTPYMEHTATBHOIO 06-
cnegoBanus. C ¢espans 2020 r. HabmO[amach MUKPOLUTAP-
Has TMIIOXPOMHAsl aHeMUs C IPOrPecCUPYIONM CHIDKEHUEM
ypoBHs remormobuHa ¢ 108 o 75 r/n. B 6uoxummudeckom aHa-
JM3e OTMevaach CTONKas runonporenHemus (oOmmit 6emok
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NoJIMHeHponaTus
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P 26.06.2020 — 1o 1-ii creneHu.
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CTBOJIA

Puc. 2. NMocaer0BaTeAbHOCTb pa3BuTHs KAMHUYECKOM KapTHHbI 3a00AeBaHMs.

Fig. 2. Continuity of development of clinical signs of the disease.

I1a3Mbl 56,5-41,0 r/71), IpenMyIeCTBEHHO 3a CYeT anbOyMu-
Ha (34,2-24,9 r/m). C mapra 2020 I. OTMEYaNIOCh yBeNTUYEHUE
yPOBH:A acmapTaTaMuHOTpaHcdepasel o 88,6 En/mn, amanuH-
amuHoTpaHcdepassl — fo 133,3-56,9 En/n, makrargeruapore-
Hassl — 1o 730 Ep/n, xpearnndocdoxnnasa — 302 En/rm, y-ry-
TaMWITpaHcrenTugasa — 124 En/n, D-npumep — 587-1482 Hr/mr.
KanpnporektuH - 3402,00 MKr/1. B aHammsax Moun — c/iefioBas
IIPOTENHYPUA, IPUXOAAIIAS TEIKOLMUTYPUA.

VibrpasBykoBas pommieporpadusa HemapHBIX BHCIe-
PaNbHBIX apTepuil: OPIOIIHOI OTHeN aopThl: AuaMeTp 1,60—
1,44 cM, KOHTYpBI POBHBIE, CTEHKYM HE VI3SMEHEHBI, IOKa/IbHbIe
aHeBpM3MAaTMYeCKue paclMpeHus He omnpepensaoTca. Kposo-
TOK II0 apTepUsM He M3MEeHEH.

MoreKynApHO-TeHeTIYecKoe yccaenopanne (15.12.2020):
METOJIOM HPSMOTO aBTOMAaTMYECKOTO CEKBEHUPOBAHUA IIO
CoaHrepy NpoOBefieH MONMHbIA aHanus reHa TYMP. Bolasnena
HeomucaHHas paHee 3ameHa C.1301G>T; p.(Gly434Val) B romo-
3UTOTHOM COCTOSIHIM, COITIACHO NPEAMKTOPaM BJIUAET Ha CIUIal-
cuHr u sBisiercst marorerHoin (RefSeq: NM_001953.5; OMIM:
131222; cuuppoM ucrolienna muroxosapuanpaon JHK tum 1;
Ay TOCOMHO-PEeL|eCCUBHBII THUIT HACIEOBAHIIS).

Insa uckmoyeHnss oHkonatonoruu B uioHe 2020 T. BBIIIOJ-
HeHa KOMOMHMPOBaHHAS IIO3UTPOHHO-IMUCCHOHHAS M PEHT-
reHoBckas kommblotepHas tomorpadusa (KT). 3axmoderne:
KapTHHA MeTaboMMYecKy aKTUBHOIO OOpasoBaHUs B JIEBOIL
mone umroBunHoit xenessl (IIJK). Kocennste KT-mprsnakn
MOPTa/bHON TUIIePTeH3UN. MMHMMaIbHBIN acIIUT.

29.06.2020 B KnuHuKe BBICOKMX MENUIIMHCKIX TEXHOTOTUIT
M. HJ. TInporosa BblIo/IHEHa 1€BOCTOPOHHAA TeMUTUPEO-
upakTomus. I1o JaHHBIM TMCTONMOIMYECKOTO 3aK/II0UEeHMA Olle-
PaLMOHHOTO MaTepuasna — MHKAICYy/IMPOBaHHasA NallIIApHas
B-xnerounas mukpoxapumHoma (0,8 cm) comupHoro m ¢on-
JIMKYNIAPHOTO CTpoeHus B yiesoit gone IIDK. B nocneonepanu-
OHHOM IIepyofie y Mal[MeHTKM PpasBUJICA OCTPBI Hepudepu-
YeCKUIT TeTpamnapes ¢ 3afiep>kKoil moun. IIpunATO pemenne o
MIOBBIIIEHNY 103bI METM/IIIPEHM30/I0Ha o 1 Mr Ha 1 Kr Beca.
B nocnenyomeM fo3a npemnapara 6bi1a CHIDKeHa 1o 16 Mr/cyT.

B Hos6pe 2020 I. coCTOSHME MAI[VIEHTKY YXYAMIUIOCh B BUJE
TIOHVDKEHNA YPOBHA CO3HAHNA 10 KOMBI 1-11 crenenn (7 6anoB
no mkajze FOUR). Ha 3-u cyTkm ypoBeHb CO3SHaHMS BOCCTa-
HOBJIEH /IO SICHOTO. B HEBpONIOrMYeckoM cTaTyce COXpaH:A/Iach
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IM3apTpUs, TeTpanapes 10 4 6a//I0B B BEPXHUX U HIDKHUX KO-
HeyHOCTAX. HecMOTpss Ha IPOBOAMMYIO CHMIITOMATUYECKYIO
Tepanuio, COCTOSIHME MAllMEHTKY yXY/LIaI0Ch, HapacTasa reHe-
panu3oBaHHast CTabOCTD, IPOrPECCHPOBA/IN SB/ICHNUS [O/IMOP-
TaHHOW HEeJOCTATOUYHOCTH; 27.12.2020 marmeHTKa CKOHYanach.

CxeMaTnyHO wucCTOpMsA 3aboneBaHMA IpeAcTaBlIeHa Ha
puc. 2.

3aknounrtenbHblii  guarHo3. OcHoBHOe 3a0ojieBaHUe:
cuapgpom MHIMO, mnaroreHHas TOMO3UTOTHAsA MYyTalusa
¢.1301G>T; p.(Gly434Val) B rene TYMP c pasButueM opTanb-
MoIIapesa, IByCTOPOHHEN ITTyXOTbI, MOTOPHO-CEHCOPHOI II0-
NVHeBpomaTny (CMEIIAHHOTO reHe3a: MUTOXOHAPUOMATUSA +
MajbabcopO1Ms), TOHKO-TONCTOKMIICYHOI JUCKUHE3UIL.

OcnoxHenne: mepuuur maccsl Tenma 3-it crenenu (VIMT
12,1 xr/m?). BenkoBo-sHepreTHyecKas HeSOCTATOYHOCTD TsXKe-
JI0¥ CTENeHy IO TUITy MapasMaTM4YecKoro KBalMopKopa. Xpo-
HIYecKast JkenesofeIMTHAsT aHeMIs JIETKOI cTereHn. [lncme-
Tabonyeckas MUOKapAYORUCTpodus. XpoHMYecKas ceppevHas
HefI0CTaTOYHOCTD 0-I PYHKIIMOHATIBHOTO Ky1acca.

ComyTcTByloiee 3a60/IeBaHNe: XPOHMYECKNUIT CTeaToremna-
TUT C MUHUMAJ/IbHOJ CTEIEeHDbI0 aKTMBHOCTY C Haya/lbHBIMMU
SBJICHUAMU OPTAIbHOI TUIePTeH3NI. XPOHUYIECKIIL TaCTPUT
BHe 060CTpeHys. VIHKaNnCyIMpoBaHHAas KapLMHOMa JIeBOI
nom DK, pT1acNOMO, ctapus 1. JleBocTOpOHHAS reMutTmpe-
onpakTomus 29.06.2020. MHOroysmoBoi HETOKCHYECKIIT 3060
1-11 cTenenu.

Jaunble ayromcum. MosroBble 000TOYKY IIOTHOKPOBHBL.
Tucronornyecky: MHGUIBTPUPOBAHBI ITOMMOPHO-S/IEPHBIMNI
nefikouuTaMn. B BellecTBe roIOBHOIO MO3ra BO BCEX y4acTKax
BBIPKEHHbIN NIEPULIE/IIIONIAPHBIN U TIEPUBACKYIAPHBIN OTEK.

Cepzailie YMEHBILIEHO B pasMepax, ¢ MajbIM KOIMYECTBOM
cybammkappuanpHoro xupa. Ha Mukpompemnaparax orMede-
HO HEKOTOpOe YBeIM4eHne SO OT€YHON CTPOMBI, 0COOEHHO
HepuBacKy/IsApHO. KapAuoMMOIUTHI ¢ NpU3HAKAMU 3€PHUC-
TOM AUCTpO(UYU, AMCKOMIUIEKCAIIMM M MO3aMYHON YTpPaTh
IIONIEPEYHON MCUYePYEHHOCTN. MaKpOCKONMYeCKM BbBIABJIEHA
pasnnyHasA BO3AYIIHOCTb OTHE/NOB Jerkux. [ucromornmyeckn B
HIX BbIABIeHa OPOHXOITHEBMOHMA C OTEKOM IepUOpPOHXIATIb-
HOJI COeIMHUTENbHON TKaHU U JleCKBaMallyell MepIiaTeIbHOTO
SMUTENNsA, YMEPEHHBIM KOMUYECTBOM C/1a00903MHOBUIBHOTO
9KCCy/laTa B HEKOTOPbIX a/IbBEO/IaX.
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Puc. 3. NMarorornueckme nsmenenms B XKT:
a — CyOKanCyAsipHbIi (*) y4acToK neyeHu C HEKPO3OM M
hopMHMPYIOIMMUCS COEAMHUTEABHOTKAHHBIMU CEMTamM,
AOXHOW AOABbKOW (**), )KMPOBOWM AMCTPOCHMEN FenaToLMTOB U
NMOAHOKPOBHbIMM CUHYCOMAAMU; b — HEKPO3 (*) Hapy>KHOTO
(NMPOAOABHOIO) CAOSI MbILLIEYHON OOOAOUKM TOACTOM KMULLKM,
runepTpodust ACMOMMUOLIMTOB BHYTPEHHETO (LIMPKYASIPHOTO)
CAO$1 TOACTOM KuuiKkM (**). Okpacka: a — reMaTOKCUAMH U
303uH, b — no Maanaopu; a x250; b x100.

Fig. 3. Pathological changes in the gastrointestinal tract:

a — subcapsular (*) area of the liver with necrosis and forming
septas connective tissue, false lobule (**), fatty degeneration
of hepatocytes and full-blooded sinusoids; b — necrosis (*) of
the outer (longitudinal) layer of the muscular membrane of the
colon, hypertrophy of leiomyocytes of the colon (**). Staining:
a — hematoxylin and eosin, b — by Mallory; a x250; b x100.

ITevens ¢ mpusHakamu Hupposa (puc. 3): B cybxamncysp-
HBIX Y4aCTKaX 0OHaPY>KeHbI IOXKHBIE JOMbKIL, LIeHTPOMOOyLap-
Hble HEKPO3bl, IIOPTO-IIOPTA/bHbIE COEAVMHMUTETbHOTKAHHbIE
CEIITBI, BbIpaXKEHHAs )KUPOBast JUCTPODIS TeaTOLUTOB.

Bo Bcex orfenax KHIIEYHMKA, IPEMMYIIECTBEHHO B TOJ-
CTOJI KVIIKe, BbIAB/IEH OTEK IOJC/IN3MICTON OCHOBBI, YBe/Mnye-
HMe 110 CPaBHEHUIO C OOBIYHBIM KONTUYECTBOM BOTOKHUCTOTO
MAaTpyKCa 1 aHTMOMATO3 110 TUITY (GOPMUPOBAHMUSA «TPAHYIIA-
LMIOHHO TKaH»; IETOMMOLMTHI MBILIEYHOTO C/IOA C ITPU3HA-
KaMU «3€PHUCTON AUCTPOPUI», XAPAKTEPEH MEKKIETOIHBII
OTeK; KIeTKV BHYTPEHHEro (LMPKy/IAPHOT0) CI0s HeCKOMBKO
runepTpoUpPOBaAHBI, HAPY>KHbIN (IIPOJObHbII) C/IOJ MBILIEY-
HOIT 000I0YKM HeKpOTU3MpoBaH (cM. puc. 3, b), a B TOHKOII
Kn1ike — Gpubpo3npoBaH.

IIpu mccnepoBanuy Tepudeprdeckux HEpBOB OTMEYECHO
paccioeHye MIEMHOBBIX 000/I0YeK 1 OTEK SHJI0- U IIepUHEB-
pus. [I151 onepevHo-M0MI0CaATOl CKeIeTHONM MBIIEYHO TKaHU
XapakTepHO (GOpMUpPOBaHME TaK Ha3bIBA€MOTO MMOIATIYeC-
KOTO TIaTTEePHA IIATOTYMCTONOIMYECKMUX M3MEHEHMIL: pasHOpas-
MEPHOCTb U IOMMMOP(HOCTb MBILIEYHbIX BOJIOKOH Ha IIOIe-
PEYHBIX Cpe3ax, 30Hbl HEKPO3a ¥ 3aMeIeHNs COeAVHNUTENTbHON
TKaHbI0; OBHAKO Mo-MaKkpodaranbHas MHPUIbTPALA OT-
cyTcTByet (puc. 4). B HEKOTOPBIX y4aCTKaX MMEIOTCS «3€PHIUC-
Tas JUCTpodMs» BOTOKOH U aHTMOMATO3 SHIOMU3MA.

Bo Bcex TKaHAX U OpraHax BblAB/IEH TpoMboBacKymmt. O6-
Hapy>keHO OOJIbIIOe YMUCIO JUCKPETHBIX 6a30(PUIbHBIX KOJIO-
HIIT MUKPOOPTaHM3MOB, B HEKOTOPBIX CIydasX — MUKpoabc-
1IeCCOB; IEMIKOLMTAPHAsA PeaKlysd B TKAaHAX MUHMMA/IbHA.

BolsaBlIeHHBIe TTaTOMOPQOIOTMYecKre W3MEHEHUS IIpef-
CTaB/AIT COOOV coYeTaHMe NPU3HAKOB, ONMCAHHBIX paHee
I ZaHHOTO CMH/POMA, ¥ HeCIIeLudpuuecK1X N3MEHEeHWIT, CBS-
3aHHBIX C HapacTaHMeM MMMYyHoAehMUINUTa U HOIMOPIaHHON
HepocTarouHoCcTy. K IepBBIM CllefyeT OTHECTH BOB/IEYEHME B
AUCTPOGUIECKMIT ¥ HEKPOTUYECKMIT TPOLIECC CKeIeTHOI MBbI-
IIEYHO! TKaHM, TUIePTPODUIO JIEIOMUOLUTOB BHYTPEHHETO
MBIILIEYHOTO C/I0A MBIIIEYHOI 0OOTIOYKM TOHKOM ¥ TOJICTON
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Puc. 4. TlonepeuHo-noAocartas CKeAeTHasi MbllIeYHas
TKaHb: @ — «3€PHUCTas AUCTPOPUS» 1 HEKPO3 BOAOKOH,
noriepeyHbli cpes; b — 3amelleHne HEKPOTU3UPOBAHHBIX
BOAOKOH COEAMHUTEABHOM TKaHbIO, MPOAOALHbIN CPe3; ¢ —
NMOAMMOPMM3M 1 Pa3HOPA3MEPHOCTb MbILIEYHBIX BOAOKOH,
OTeK U runepTpodUs COEAMHUTEALHOTKAHHOM CTPOMBI
MbILLLI (3HAO- M NepuMm3ms), nonepedHslii cpes. Okpacka:
reMaToKCUAMH 1 303uH; a x400; b, ¢ x250.

Fig. 4. Striated skeletal muscle tissue: a — granular dystrophy
and fibers necrosis, transverse section; b — replacement of
necrotic fibers with connective tissue, longitudinal section;
¢ — polymorphism and different sizes of muscle fibers,
edema and hypertrophy of the connective tissue sling of the
muscle (endo- and perimysium), transverse section. Staining:
hematoxylin and eosin; a x400; b, ¢ x250.

KMIIKW, CETEKTUBHBI HEKPO3 HapPY>KHOIO CJIOS MBIIIEYHON
000/I0YKM KUIIEYHMKA, JeMMUeTMHU3AINI0 IepyudeprdecKnx
HepBoB [4,12,13].

O6HapyxeHNe TeHepalM30BaHHOIO TPOMOOBACKY/INTA,
THOVHOM OPOHXOITHEBMOHMY, MHOTOYNMC/IEHHBIX MMKPOAOC-
1[eCCOB U KOJIOHWIT MUKPOOPTAHM3MOB BO BHY TPEHHIX OpPraHax
JaeT OCHOBaHNe PacCMAaTPUBATD CENCKC B POpMe CEITUKOMM-
eMuM KaK IPOMeXYTOYHOe COCTOsAHNeE, IpUBefIIee K CMEPTH.

OO6cyxaeHne
ABTOpBI COYIM HEOOXOIVMMBIM IIPUBECTH JieTa/IbHOE OIN-
CaHMe  KIMHMKO-TabopaTOPHO-MHCTPYMEHTAIbHBIX  IIPO-
ABJICHMIT PeKOro 3a00/neBaHyA, A TOTO YTOOBI JaTh BO3-
MO>KHOCTb BCECTOPOHHETO OCMBIC/ICHNUA JAHHON IaTONOTHUM,
TIPOMIIIOCTPUPOBATD  CTIOXKHBIN  NMATHOCTUYECKMIA ITOUCK,
yBeHYaBUIMIICA MOCTaHOBKOM AuarHosa MHIMO. B 26 ner y
MaLMEHTKY OTMEeYaliCh IPU3HAKM HapyLIeHMsT MOTOPUKM KU-
IIEYHUKA, OJHAKO OHM OODBACHAMUCH MIIeMUell KMIIeYHVKa,
CBA3aHHOJ CO CTEHO30M YPEBHOrO CTBOMA. /b yepes 10 ner
HOSBIINCD TIepBbIe HEBPOIOIMYeCcKNe IIPU3HAKM 3a60/IeBaHNA.
Kak n onmcano B nureparype, MHITIO mackupyerca mnop,
6osblIOoe YMCIO 3a007IeBaHMII PA3TUYHBIX OPTAaHOB U CHUCTEM.
MHIM3 4aie Bcero ommO04YHO [YArHOCTUPYeTcsA Kak [11, 12]:
 HepBHas aHOPEKCHS;
« 3a6oneBanns JKKT: 6onesus Kpona, nenmakus, s3o¢arur,
TaCTPUT, CMHAPOM pa3fpa’keHHOTO KVIIEeYHVKA, BEPXHII
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CMHIpOM OpbDKeedHOI aprepun, 60/1esHb YUIIUIA, XPo-
HIYecKast KUIIeYHast ICeBI000CTPyKINs;

o HEBPOJIOTMYECKIe 3a00MeBaHMsI: XPOHUYECKas JeMUeNn-
HU3UPYIOLas IOMMHENPONaTys, HaC/lIefCTBEHHAsA MOTOP-
HO-CEHCOPHas IO/MMHeponaTusa 1-ro Tuma.

Opnako yxe B 2017 TI. y manueHTKN OBIIO OYEBUIHBIM
copmupoBasieecs Afpo HO30mMOrnu (TpoUUECKIIT CTaTyC 1
odranpmomnapes). B nanbHeiieM [06aBIsINCh XapaKTepHbIe
[ist 3a007eBaHMsl CUHApPOMBL. Ha OCHOBaHMY IBYCTOPOHHETO
T03a, OopraspMonapesa, TYTOYXOCTH, IOTMHEBPUTUIECKOTO
CMHJIPOMA, MHCY/IbTOIIOZOOHBIX SIM30/0B, AMUCIENTIYECKOTO
CUHpPOMA C TMIEPMOTOPUKON, LVUpPpO3a Me4YeHU, CUHAPOMA
MIOPTA/IbHOIM TUIIEPTEH3UM IIPEfIOKEH IMArHO3 MUTOXOH-
ApUMATbHOMN MATONOrMU B paMKax Hosonormum MHIVID. MPT
TOIOBHOTO MO3Ta: JIefiKoaHedanomaTus 6e3 Kakux-mbo fpy-
I'MX HeVPOPaAMOTIOTMYeCKMX aHOManil (IIOYTH BCerfa Ipu-
cyTcTByert). JJaHHBIE M3MEHEHNUsI OTMEYA/INCh ¥ OMMCHIBAEMOIT
HaMI MMalMieHTKU.

Kpome TOro, ZOIOMHNTETbHBIM KPUTEPUEM Ji/Is IIOCTAHOB-
Ku Ayarsosa [13] sBumoch IpoBefeHHOe UCC/IeOBaHNMe YPOB-
Hs makrara (12 902 Mxmorns/ 1, HopMa — 5o 2100) 1 cooTHoIIe-
HUs JaKkTara/mupysara (28; Hopma — go 20), YTO IO3BOIUIIO
MIOATBEPANTD Haauuye MuToxoHjpuonaruu. CBoeBpeMeHHas
[TOCTAaHOBKA JMarHo3a I0o3Boiuaa Obl M36eXaTh HasHAUYEeHUS
TOPMOHA/IbHOII Tepanyy. [IIUTe/IbHbII IIpYeM ITIOKOKOPTHUKO-
UJOB, UMEMINX MUTOXOHAPUTOKCUYECKOE JIeMICTBUe, TaKXKe,
BO3MOYXHO, IIOB/IMAT Ha HeOMarompUATHBIN MCXOJ, TSDKeNO
HO30KOMMA/IbHOM WMHQEKIM, C PasBUTHEM CENTULEMUN U
CENTUKOIEMNY, BCTIEACTBIE Yer0 BO3HUK/IN MUKPOOHBIE 9M-
6011y B pa3nMYHbIX OpTraHax.

U xoTst B Hacroslee BpeMsi OTCYTCTBYIOT JaHHblE 00
ycnemHoM nedeHun MHIVIO, omHaxko cummmnTomarmdeckoe
obserdenne MoXxeT ObITh fJocTUTHYTO [3, 11, 12, 14]. Vicnomns-
3YIOTCs TIpenapaThl, IOBBIIIAONME aKTUBHOCTD JIbIXaTeIbHO
yery (IIepeHOCYMKI /IEKTPOHOB), pasHOOOpasHble KOpaKTo-
PbI SH3MMHBIX PEAKINil SHEPreTNIeCKOro 0OMeHa, aHTIOKCH-

TAHTBI, CPEICTBA, CHIKAOIYE YPOBEHD JIAKTaTalU[03a, U JP.
TepanusA cTBOMOBBIMM K/IETKaMM B HACTOAIIEe BpeMsA U3ydaeT-
€Sl KaK IOTEHIIMA/IbHOE JIEKAPCTBO I HEKOTOPBIX MalIeHTOB
C 9TUM 3a00/IeBaHMeM, OfHAKO yCIIeX MX IIPMMEHEHMs 3aBUCUT
OT TOTO, HACKOJIBKO PaHO OYJeT yCTaHOBJIEH AMarHo3.

OueBuIHO, YTO pacIIMpeHue TepaneBTNIECKOr0 apceHana
npu MB [UKTyeT HaCTOATENbHYI0 HEOOXOAMMOCTb TOTO, YTO-
OBl IpaKTHYECKMe Bpady Pas/IM4YHBIX CHELMaTbHOCTEIl ObUIN
XOPOIIO 3HAKOMBI C a/ITOPUTMOM JMAarHOCTUKM 3THUX 3abo0e-
BaHUIAL.

NndopmupoBaHHOe cormacue Ha myOIUKammio. ABTOPBI
HOJTY4M/IM TMCbMEHHOE COITIacie 3aKOHHBIX IIpefCTaBUTeNel
HalVieHTa Ha aHa/lu3 U ITy6IMKaIio MeAUIMHCKUX NaHHbBIX U
¢dororpadumit.

Consent for publication. Written consent was obtained
from the patient for publication of relevant medical information
and all of accompanying images within the manuscript.
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Cnncok cokpaieHmi

JKKT - xemyno4HO-KUIIeYHbIN TPAKT

VIMT - unpmekc Macchl Tema

KT - xomnblotepHas ToMorpadus

MB - MUTOXOHApUAIbHbIE 60Me3HN

MHIM3 - MuTOXOHApKANbHAA HEIlPOraCTPOMHTECTHHAIbHASA SHIIeano-
MMOTIATHA

MPT - MarHUTHO-pe30HaHCHas ToMorpadus
IIDK - muroBupmHas xemesa
FOUR (Full Outline of UnResponsiveness) — oLieHKa ypOBHsI KOMBI
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