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JucTanbHBIN ApTPOrpUIIO3 5-TO TUIIA —

apTporpumnos ¢ opTaabmMonIeruei, moJIMHeBPONMaTHEl.
Kinmanyecknin cmyyain
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AHHOTaunA

MpeacTaBneH KNMHUYECKNIA ClyYaid NauMeHTKW 27 NeT C AUCTanbHbIM apTPOrpuno3om 5-ro Tvna — apTporpuno3om ¢ optasbMomnierien, KoTopblii co-
yeTasnca y 60/bHON C MonvHeBponaTuei. [inAa oLeHKN TKaHeBOro [bIXxaHWA (AblXaTeNbHOW Lieny MUTOXOHAPWI) 1 APYTX BUAOB OOMeHa B MUTOXOHA-
pVAX NPOBOAVIV LIUTOXMMUYECKMI aHanu3 nnmeoLMTOB B Nepripepuyeckoil Kposw no metofy A. Pearse B Moandukaumm PI1. Hapurccosa. OueHuBanm
aKTUBHOCTb 4 pepMeHTOB MUTOXOHAPWIA, yHacTBYIOLWMX B YrNeBOAHOM 0OMeHe (nakTaTaernpporeHasa), obMeHe aMMHOKUCAIOT (rnyTamaTaernapore-
Ha3a), 06MeHe XMPHbIX KNCIOT (a-ruuepodpocdataernpporeHasa) u Il Komnnekce abixaTenbHOM LN MUTOXOHAPWN (CyKUMHaTAernaporeHasa). Onpe-
[eNeHO NIerkoe CHXKeHMe akTUBHOCTN depMeHTa CyKLIMHATAErApPOoreHasbl, BXOAALLEN BO BTOPOI KOMM/IEKC AblXaTeNbHOM Lienn MUtoxoHapui. bonee
3HaYUTENbHO CHUXKEHa akTUBHOCTb pepMeHTa a-rnuLepodocdataernaporeHasbl, OTMEUEHO NOBbILLEHME aKTUBHOCTY lakTaTAerngporeHasol. B npea-
CTaBneHHOM HabJloAeHUM HapAZY C TUMUYHBIMU NPOABIEHNAMY 3a6051eBaHNA (KOHTPaAKTYPbl KUCTe 1 cTor, 0dTaibMOMNIErus, NTO3 BeK, HapyLUeHye
3peHuA) BbiABSIEHA NONIMHEBPOMNATYA C HapyLUEHNEM YyBCTBUTENIbHOCTY MO NOANHEBPUTUYECKOMY TUMy. Taknm 06pa3om, y 6051bHON C NonHeBpona-
TWeii oKa3anocb HacneacTBeHHoe 3aboneBaHne — apTPOrpmno3 5-ro Tuna. Hapagy ¢ TMNUYHLIMU NPOABNEHUAMY 3a60/1eBaHNA BbIABNEHA NOSIMHEB-
ponaTua c runopednekcmein n HapyLLeHNeM YyBCTBUTENbHOCTY MO NMOIMHEBPUTUYECKOMY TUMY. Bbini BblABIEHbI BTOPUYHbIE MUTOXOHAPUWaNbHble Ha-
pyLlueHua, 4To 6bISI0 OCHOBaHMEM ANA Ha3HaYeHNA SHEPrOTPOMHOW Tepanum.

KnioueBble cnoBa: apTporpmnos, apTporpmnos 5-ro Tuna, NoIMHeBPONaTuaA, MUTOXOHAPWK, AblXaTeNbHas Lenb, CyKunHaTaerngporeHasa, rmumuepo-
d>oc¢amer|/|,qporeHa3a, rmyTamataerngporeHasa, nakratgermgporeHasa
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CASE REPORT

Distal arthrogryposis type 5 - arthrogryposis with ophthalmoplegia,
polyneuropathy. Case Report

Olga P. Sidorova™, Sergey V. Kotov', Natalya S. Demikova?, Elena V. Borodataya', Irina A. Vasilenko'

Vladimirsky Moscow Regional Research Clinical Institute, Moscow, Russia;
2Pirogov Russian National Research Medical University, Moscow, Russia

Abstract

A clinical case of a 27-year-old patient with distal arthrogryposis of the 5th type — arthrogryposis with ophthalmoplegia, which was combined in a patient
with polyneuropathy is presented. To assess tissue respiration (mitochondrial respiratory chain) and other types of metabolism in mitochondria, cytochemical
analysis of lymphocytes in peripheral blood was carried out according to A. Pearse's method modified by R.P. Narcissov. The activity of four mitochondrial en-
zymes involved in carbohydrate metabolism (lactate dehydrogenase), amino acid metabolism (glutamate dehydrogenase), fatty acid metabolism (a-glyce-
rophosphate dehydrogenase) and the second complex of the mitochondrial respiratory chain (succinate dehydrogenase) was assessed. A slight decrease in
the activity of the enzyme succinate dehydrogenase, which is part of the second complex of the mitochondrial respiratory chain, was determined. The activity
of the enzyme a-glycerophosphate dehydrogenase was more significantly reduced, an increase in the activity of lactate dehydrogenase was noted. In the
presented observation, along with the typical manifestations of the disease (contractures of the hands and feet, ophthalmoplegia, ptosis of the eyelids, visual
impairment), polyneuropathy with impaired sensitivity of the polyneuritic type was revealed. Thus, a patient with polyneuropathy had a hereditary type 5
arthrogryposis disease. Along with the typical manifestations of the disease, polyneuropathy with hyporeflexia and impaired sensitivity of the polyneuritic
type was revealed. Secondary mitochondrial disorders were identified, which was the basis for the appointment of energotropic therapy.
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pefcTaBIAeTCA KIMHNYeCKUIT CTydail alieHTKN € AJC-

TaJIbHBIM aPTPOTrPUIIO30M 5-TO TUIIA — APTPOTPUIIO30M C
odrampmoIIIerneit, KOTOPBII COYETANICS Y OOIBHOII C IIOINHEB-
pormarueit.

ITox HamMM HabTIOEHNEM HaXOMIach 60/IbHAA 27 JIET, KO-
TOpas NOCTynunaa B otaenenne Hesponoruu ['6Y3 MO «Moc-
KOBCKIII 00/IACTHOI HAayYHO-VICC/IE0BATENbCKIUI KIMHIYECKIIT
uHCcTUTyT uM. M.O. Bragumupckoro» ¢ xanobamMm Ha HeBO3-
MO>KHOCTb ITOZJHSATB I/Ia3a BBEPX, HeOOIBIION IITO3 BeK, II0CTO-
SIHHYIO 350KOCTb PYK, [TepMOANIECKIe TOKA/TBIBAHSI B HOTAX,
CHIDKEHIE TaMSATH, PACCEsIHHOCTD, TOBBILIEHHYI0 Pa3ApakKu-
TENbHOCTD, CHIDKEHME 3PeHNs, OTPaHNYeHUe IBVDKEHMIT B K-
CTAX U CTOIIAX.

Popmnack ¢ maccoit Tena 3900 T ¢ KocormasueM, JBYCTOPOH-
Heit KocomanocTbio. C eTcTBa HAOMIOAETCsA Y HEBPOJIOTa 110
HOBOZY NepyHATAIbHOI sHIjedanonaTin. C 22 jeT oTMedaeT
HapylleHue 3peHns. InarHocTupoBaHa yacTudHast arpodus
3PUTEIbHBIX HEPBOB.

ITpy ocMOTpe oTMeyascss HeoObIYHBI (peHOTUIL. Y 60NIbHO
6611 9HOGTANbM, aTpOdUs KPBIIbeB HOCA, HEOOBIION MTO3
BeK, CXOJAIIleecs KOCOTI/Iasye, OrpaHIdeHye IBYDKEeHMIA, Hero-
HOe pasribaHe B Ia/Ibax KMUCTeIl U CTOIL, TUIIOTPOQIIST MBIIIIL]
KMCTel 1 cTom. Taxke HabMIOAaI0Ch OTPaHNYEHEe JBYDKEHIIT
B IIPAaBOM T'OJICHOCTOITHOM CYCTaBe.

B HEBPOJIOIMYeCKOM CTaTyce BbISABIEHO OIPAHMYEHE [JBI-
JKEHUIT IJIa3HBIX sI0/IOK BBEPX M KHAPY>KM. BbUIN CHIKEHBI KO-
JIEHHbIE U aXWUIOBBI pediekchl. OTMeYeHO HapyIIeHNe YyB-
CTBUTENIBHOCTYU B KOHEYHOCTSAX 110 ITOIMHEBPUTUYECKOMY TUITY.
BonbHast He MoOIIa CTOATH Ha IATKaX. B mose Pombepra 6buta
ycrortauBa. [Tajblie-HOCOBYIO U IISITOYHO-KOTEHHYIO IPOOBI
BBITIO/IHAIA TOYHO.

Ha MarHMTHO-pe30HaHCHOJ TOMOTpaMMe TOIOBHOTO MO3Ta
IaTosoruy He BoisiBieHo. Kapuotu 46, XX (HOpMasIbHbII XKeH-
ckmit kapuorut). I[IposegeHa anexTponeitpomuorpagus. Cko-
POCTM HPOBEEHN TI0 CPEJUHHOMY HepBY CIIpaBa COCTABUIU
63,5 M/c, cneBa 48,4 M/c, 1o 6071b1IIe6EPIIOBOMY HEPBY 55,6 M/C.
Ha anextpoxapanorpamme BbIsIB/IEHA HEMO/MHasl O/I0Kaza mmpa-
BOIT HOXKU IPeCePAHO-KeMTYFOYKOBOTO ITy4Ka.

BbI10 IpOBEieHO MCCIefoBanme QYHKIMM MUTOXOHAPUIL. s
OLIeHKJ TKaHEBOTO AbIXaHNUA (JIBIXaTeTbHOI el MUTOXOH/ -
puit) 1 APyruX BUAOB 0OMEHA B MUTOXOHPYISIX IIPOBOAVIIN LIV~
TOXMMMYECKII aHa/U3 TUM(OLUTOB B ITeprepIIecKoit KpoBU
no merony A. Pearse B mogmdukauym PII. Hapruccosa [1].
OueHnBanyu akTUBHOCTh 4 (epMEHTOB MMUTOXOHAPMIL, yda-
CTBYIOLIVMX B YITIEBOZHOM OOMeHe (aKTaTjernpporeHasa —
JIAT), o6MeHe aMMHOKKCIOT (ITy TaMaT/eruporeHasa), ooMeHe
JKUPHBIX KICOT (a-rnutepodocdarnerugporenasa — a-I'OT)
u II KoMIITeKCe IbIXaTebHO LIel MUTOXOHAPMIL (CYKIHAT-
merupporeHasa — C/IT). ®epMeHTaTNBHASI AKTUBHOCTD MUTO-
XOHJPHUATIbHBIX (PepMEHTOB B IMMoOLUTax HeprdeprndecKoit
KPOBU IIPYM WCIIONb30OBAHUM 3TOTO METOfIa BBIpa)KaeTcsA B
rp./mMMQOLNT, YTO COOTBETCTBYET CPeJHEMY YUCITy TPaHyII
MIPOAYKTA UTOXMMIYECKOIT peakuni. Y obcmenyemort 60/IbHOI
oIIpefieNieHo jIerkoe cHypKeHne akTuHocTu CHT (18 rp./mum-
dount mpn pedepeHcHbIX 3HaueHMAX 18,5-19,0 rp./mumdo-
uut). Bormee 3HaunTeNIpHO OBITA CHIDKEHA aKTUBHOCTD (ep-
meHTa o-I®OI (8,3 rp./mumdount mpu pedepeHCHBIX
3HayeHMAX 9,0-12,0 rp./muMboruT). AKTUBHOCTD IITyTaMart/ie-
TUporeHasbl Obla B TIpefieNlaXx HOPMAAbHBIX 3HAYeHUI
(9,1 rp./mumdount npu  pedepeHCHbIX  3HAYEHUAX
9,0-12,0 rp./mumdornnt). OTMEYEHO MOBbILIEHNe aKTUBHOCTU
JIAT (17,9 rp./mumdonnt y 601bHOI 11pu pedpepeHCHBIX 3Hade-
Husix 10,0-17,0 rp./mumdonnt).

Takum 06pasom, y 60/IbHOI OTMeYa/IC HeOOBIYHbII TULIEBOI
¢denotum. VmMeromuecsas KOHTPAKTYPHI MaNbIeB KUCTEN 1 CTOI
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C MBIIIEYHOII TUIIOTpOdMelt B JAHHOI JIOKaTN3alNy ABIAI0TCA
IPOSIB/IEHNEM AVCTAIBHOTO aprporpunosa. OtMevanacs og-
Ta/IbMOIUIETVs. BBIsiB/IeHa aKCOHA/IbHAS TOTMHEBpOIaTys. [1pu
UCCIefoBaHNM (QPYHKIMM MUTOXOH/IPUIL OIpefieNIeHO Hapylie-
HI{e B IbIXaTe/IbHOII LIeNN 1 B XXMPOBOM 0OMeHe MUTOXOHPMIL,
YTO SIB/ISIETCS TTOKA3aHMEM /Il Ha3HAYEHVSI 9HEPrOTPOITHBIX
npenapaTos (kosH3uma Q10 1 KapHUTHHA).

C yueToM PpeHOTUNNYIECKUX 0COOEHHOCTEN U Pe3yIbTaToB
UCC/IelOBaHNA AMAarHOCTUPOBAH AVCTAIbHbIM apTPOTPUIIO3
5-r0 THma (APTPOrpuIIos ¢ 0PTANTbMOIIIETHEN), KOTOPBII Code-
Tascs y 60/IbHON C HOMMHEBPOIIATHell. BhLB/IEHBI BTOPUYHbIE
MITOXOH/[pUajIbHbIe HAPYLIECHNA.

JlvicTanmbHBIN apTPOTPUIIO3 — STO TPYIIIA ayTOCOMHO-IOMIU-
HAHTHBIX 3a00JIEBAHNIT, ITPU KOTOPBIX B OCHOBHOM ITOPAYKAKTCS
IVCTa/IbHbIC OT/E/IbI KOHEYHOCTell. OTMeYaloTCsl BPOXK/JeHHbIE
KOHTPAKTYPBI IBYX 1 O071ee 06/1acTelt Tema 6e3 mepBUYHOTO HEB-
POJIOTMYECKOTO VIV MBILIEYHOTO HMOpPaKeHNs. Bpimensior He-
CKOJIBKO BapMAHTOB [IVICTA/TIbHOTO apTporpuiosa. JucranbHblit
aprporpumnos, tui 5 (OMIM 108145, MexxayHapogHas KIaccu-
¢ukanust 6osesneit Q74.3) — ay TOCOMHO-JOMIHAHTHOE 3a607Te-
BaHIle, XapaKTepusyloleecs 0pTarIbMOIIETHell 1 APYTUMI II0-
POKEHUSIMM CO CTOPOHBI I71a3 [3HO(QTANbM, SIMKAHT,
6nedapopumos, rumepMeTpoIns, ITo3 BeK, CuHApoM Duane
(Bpo>KfIeHHOE KOCOT/Ia3ye C OrpaHIYeHeM ABVKeHUIT TTTa3HBIX
SI67I0K KHAPy»K1), MUTMEHTHAsI PETVHOIATYS, CTPabu3M, acTur-
MaTu3M, KepaToKoHyc). OTMeYarTCs BBICOKOE HE00, BO3MOXKHO
OrpaHIYeHNe OTKPBIBAHYS pTa. MOryT OBITh OrpaHNYeHISI ABU-
JKEHII! TO3BOHOYHIKA. XapaKTePHbI BPOX/ICHHbIE KOHTPAKTYPbI
[aJIblleB PYK, AIMHHBIE MA/IbIbI, OTCYTCTBUE CIUOATETbHBIX
(asaHroBhIX CKIAI0K, II0X0€e GOPMIUPOBaHIE KOKHOTO PH-
CYHKa MMOAYILIeYeK a/lblieB PYK, OTPaHIYeHNe pasTUOaHNs B
JIy4e3aIlACTHBIX CYCTaBaX, KAMITONAKTY/IN, KIMHONAK TN,
ABYCTOPOHHSISA HOJIast CTOIA. Y 6O/IbHBIX HAOMIOAeTCS CHIDKe-
HIe MBINIEYHOM MacChl, 0COOEHHO HIJDKHUX KOHEYHOCTelT,
MBIIIIBI IVIOTHBIE Ha OLIYIIb. BBLAB/IsAETCSA pecTpUKTNBHAS 60-
JIe3HD JIeTKUX. VIHTE/IEKT COXpaHeH. Y HeKOTOPBIX 6O/MbHBIX
CHIDKEHBI VI OTCYTCTBYIOT KOJIEHHBIE V1 aXVJI/IOBBI PeIeKChI.
3aboneBanne o06ycoBreHo myranuent B rene PIEZIO2, kopu-
PYIOI[eM MeXaHOYYBCTBUTE/IbHBII IOHHBII KaHAI, HAPYILIECHIe
GYHKIMU KOTOPOTO NPUBOAUT K IVICIOTPOITHOMY (BIMAHME
OJIHOTO I'eHa Ha HeCKOJIbKO (PeHOTUIINYEeCKIUX IIPU3HAKOB) Jieil-
CTBMIO Ha CYCTaBBI, [JIa3HbIE MBIIII[BI, (DYHKI[MIO JIETKUX, pas-
BUTIE KocTeit [2].

B npeyicTaB/IeHHOM HAOIOEHNN HAPAAY C TUIMYHBIMU IIPO-
ABTeHMsIMN 3a00/1eBaHMs (KOHTPAKTYPBI KUCTEN U CTOII, 0d-
TaJIbMOIUIETYIS, IITO3 BEK, HApYIIeHe 3PeHs1) BbIsIB/IEHA [O/IV-
HEeBpOIATMsA C  HapylIeHMeM  YYBCTBUTEIBHOCTU  IIO
HOJIMHEBPUTUYECKOMY TUITY. B IIpOBeIeHHOM VCC/IeIOBaHNY K-
TUBHOCTY MUTOXOH/IPUA/IbHBIX (PePMEHTOB IMMQOLITOB IIepH-
(eprraeckort KpOBY OIIPEJIE/IEHO JIETKOe CHYDKEHNE aKTUBHOCTHI
¢depmenta CJIT, Bxopsiero Bo II KOMIIIEKC AbIXaTeIbHOI LIenu
MuToxoHApuit. [Tpy HapylIeHNM aKTUBHOCTY 3TOTO (hepMeHTa
IS Ha3HAYEeHVsI MICIIONb3YI0T KooH3uM Q10 (YOMXMHOH), KOTO-
bl IIOYTI He IIPOHMKAET Yepe3 reMaTodHIedanndeckuii bapbep
U3-3a JJIMHHOM GOKOBOI M30IIPEHON/HON HOKOBOII Liemu, NN
mpemnapar ue6eHoHa, KOTOPBII JIETKO IPOHNMKAET Yepes reMa-
TosHIledanyecKuil 6apbep 13-3a KOPOTKOII GOKOBOIT M30IIpe-
HoupHoit tenu. CyrovHast HoTpebHOCTh B KoaH3uMe Q10 co-
crasysteT 500 mr. [Tpemaparst KosHsuMa Q10 Ha3HAYAIOT OOBIYHO
B o3e 90 mr/cyT o 16:00.

Bortee 3HaunTeNIBHO OBIIA CHIDKEHA AKTHBHOCTD (hepMeHTa a-
I'®JIT. OTOT pepMeHT y4acTBYeT KaK B XKUPOBOM OOMeHe MUTO-
XOH/IPUIL, TaK U B JIBIXaTe/IbHOI Lenu (OKUCIuTenpHoe Gpocdo-
puwimpoBanue). [I71s1 KOppeKIMy HapyIIeHWiT XXIPOBOTo 0OMeHa
MUTOXOH/PMII HA3HAYAIOT IpeapaThl KAPHUTIHA, KOTOPBDII y4a-
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CTBYeT B [IEPEHOCE KUPHBIX KIC/IOT Yepe3 MeMOPaHy MIUTOXOHI-
puit. Yposens JIII' y 60/1bHOII OBUI HIOBBILIIEH. DTOT [OKA3aTe/b
OTpa)kaeT KaK YIVIEBOJHbIIT 0OMEH MUTOXOH/PUIT, TaK 1 (YHK-
L{VIIO JIBIXATe/IbHOI 1ery (OKICTeNbHOe GoCchopunpoBaHme).
[l KOppeKIUM STUX HapyLIeHUIT MO>KeT OBITh Ha3Ha4YeH Kap-
HO3VIH, KOTOPBIi IIOBBIIIAET PA60TOCIIOCOOHOCTD MBIIII] ITPY T10-
BBIIIEHNN YPOBHsI 1aKTara. HanbopIias KOHI[eHTPaLyisi KapHO-
3JHa B OPTaHU3Me COLIePXKUTCS B MBIIII[AX 1 TOIOBHOM MO3Te.
Taxum 06pas3oM, y OOIBbHOII ¢ TONMHEBPOIATHEl 0Ka3al10Ch
HaC/IeICTBEHHOE 3a00/IeBaHe apTpoOrpuIIos 5-ro tuma. Hapsmy
C TUIMYHBIMU TIPOSIBIIEHNSIMY 3a00/IeBaHNs B BU/e KOHTPAK-
TYP KUCTelT U CTOII, OTaTbMOIJIETUM, ITO3a BEK, HAPYIICHIS
3peHus y O0IbHOI OblTa BbIAB/IEHA ITONMHEBPOIATHA, KOTOPast
IIPOSBJIA/IACh He TOJbKO CHVYKEHMEM KOJIEHHBIX U aXMJUIOBBIX
pediekcoB, HO 11 HapyIIeHNeM YYBCTBUTEIBHOCT 10 TIO/IHEB-
PUTUYECKOMY TUITY. BbUIN BBIAB/IEHBI BTOPUYHbIE MUTOXOH] -

pMaIbHBIe HApYIIeHNs, YTO ABIIOCh OCHOBAHNEM /I Ha3HaJe-
HUs 9HEPTOTPOITHOI Tepanuu.
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