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MuUTOoXOHAPHUATbHAS APTEPHONIATHA —
npeamnojaraceMasd ipuinHa CIIOHTAHHOM JUCCEKIHNH
BHYTPEHHEH COHHOM M MO3BOHOYHOM apTepuid
JI.A. Kanamnukosa, A.B. Caxaposa, P.II. Yaiikosckas, JI.A. Joopsinuna, T.C. I'yneckas, M.B. I'ydanosa, A.C. Boponkosa, B.C. Cyxopykos

OIBHY «Hayunwiii yenmp negposoeuu», Mockea, Poccus

Juccexyus enympenneii connoil u nozeoroyroii apmepuii (BCA/ITA) a61semcs 00HOI U3 0CHOBHbIX RPUMUH UIEMUYECKO20 UHCYAbIMA Y AUl M0A00020 803pacmd.
Tlpununa caabocmu apmepuanbroll cmenku, npueoosuell K eé duccekyuu, ocmaémes Hepackpeimotl. Mopghonoeuueckoe uccaedosanue BCA/ITA u kaunuue-
cKlie OaHHble YKA3bI8arm Ha Haau4ue Y 00AbHbIX NPUSHAK0B OUCHAG3UY COCOUHUMEAbHOI MKAHU, KOMOPAs He C8S3aHA C €€ U3BeCMHbIMU HACACOCHBEHHbIMU
3a001e8aHUAMY.

B nacmosweii pabome asmopsi 0600uaiom pe3yabmamoi coOCHEeHHbIX UCCA08AHUIL (2UCMOA0RUMECKOe U 2UCOXUMUUECK0e UCCAed08aHUe MbllieyHbiX Ouonma-
1108, 31eKIMPOHHO-MUKPOCKONUYECKOe UccAe008aHue apmepuil Koxcu) u Hadarodenuil (urcyabmonododHsii snu300, mymayus A3243G 6 mumoxoHopuansHom eero-
Me y bovHoeo ¢ nosmoprbimu duccexuusmu BCA/TTA; nosviwennbiii nux aaxmama npu MP-cnexmpockonuu y 60abHo20, nepenécueeo ouccekyuio BCA, a yepes
HeckoAbKo Aem — 100apHble kposousausHus). Ha ux ocHose npediodicena eunomesa MUmoxoHOpUAAbHol apmepuonamuul Kax nputuHsl QUCHAG3ULU apmepuanbHoil
cmeHKu, npueoosuell k duccexuyuu. Ilpedcmasnenst 0anHbie 0 MUMOXOHOPUAABHBIX HAPYUIEHUSX Y 00bHbIX ¢ duccexuuell BCA/ITA.
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Mitochondrial arteriopathy, a suspected cause
of spontaneous dissection of the internal carotid
and vertebral arteries

Ludmila A. Kalashnikova, Alla V. Sakharova, Roksana P. Chaikovskaya, Larisa A. Dobrynina, Tat'yana S. Gulevskaya,
Mariia V. Gubanova, Anastasiya S. Voronkova, Vladimir S. Sukhorukov

Research Center of Neurology, Moscow, Russia

Dissection of the internal carotid artery and vertebral artery (ICA/VA) is one of the leading causes of ischaemic stroke in young people. The reason for the arterial
wall weakness leading to its dissection remains unclear. Morphological study of the ICA/VA, and clinical data, indicate the presence of connective tissue dysplasia
in patients, which is not associated with any known hereditary diseases.

In this article, the authors summarize the results of their studies (histological and histochemical examination of muscle biopsies, electron microscopy of skin ar-
teries) and observations (stroke-like episode, A3243G mutation in the mitochondrial genome in a patient with repeat ICA/VA dissections; increased peak lactate
during MR spectroscopy in a patient who suffered an ICA dissection, then lobar hemorrhages a few years later). Based on these, the authors propose mitochondrial
arteriopathy as the cause of arterial wall dysplasia leading to dissection. This article provides data on the presence of mitochondrial disorders in patients with
ICA/VA dissection.
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Beenenne

JHuccexuusi (pacciioeHue) apTepuii 1ed (BHYTPEHHEH COH-
Hoit — BCA u mo3BoHouHO#t — [TA) npeacTaBisieT codoit mpo-
HUKHOBEHME KPOBU Yepe3 pa3pblB MHTUMBI B CTEHKY apTepyH,
YTO IPUBOAUT K (POPMUPOBAHUIO MHTPAMYPATbHOM FEMATOMBI,
CTCHO3UPYIOIEH WM OKKIIO3MPYIOLIEH MpPOCBET apTepuH,
pexe — K pa3BUTHIO IBOIHOTO TIPOCBETA MM paccIanBaloleit
aHeBpHU3MBI [1].

o xonna XX B. muccexkimss BCA/ITA cuutanach peaxoi ma-
TOJIOTHEH, MOCKOJIbKY OCHOBHBIM METOJOM €€ BepubuKaluu
OBLTO TaTOMOP(HOTOTHIECKOE MUCCIICIOBAHME, KOTOPOE BCIIE-
CTBME HM3KOW YacTOThI JIETAIbHBIX MCXOMOB MpPU HUILEMUYE-
CKOM MHCYJIbTE, OOYCJIOBIEHHOM IUCCEKIIMei, MPOBOAMUIOCH
PEKO, co31aBasi OIMO0YHOE TIPEACTABJICHHUE O PAPUTETHOCTH
naHHoU martonoruu. Ilocae MMpPoKOro BHEAPEHUS B KIMHUKY
METOJI0OB HEWpPOBM3yaIM3alMK, TMO3BOJSIONIMX BEpUPULIK-
pPOBaTb UHTPAMYPAJIbHYIO T€MATOMY, CTAIO OYEBUIHBIM, UTO
nuccekuusi BCA/TIA cyXuT OCHOBHOW MPUYMHOUN HITEMHU-
YeCKOro MHCYJIbTa B MOJIONIOM BO3pacTe, a TAkXKe MPOSIBISIETCS
M30JIMPOBAHHON IIEHHON W TOJOBHOIH 00JbI0, IPUYMHA KO-
TOPOM YacTO HE PACIO3HAETCS WM AMAarHOCTUPYETCS C 00JIb-
1AM oro3aHueM. PeakuM mposiBieHMeM IUCCEKIMU CITyXaT
MOBpeXIeHNE KpaHUAbHBIX HEPBOB, CMHApPOM [opHepa, cru-
HaJbHBII UHCYJBT U CUHAPOM ApiiekuHo [1—4].

Hecmotpst Ha 3HaUUTENbHbIE YCTIEXU B U3YYEHUM KIMHIUYECKUX
U HeMpoBU3yaATM3aLMOHHBIX MposBAeHU muccekuuu BCA/
ITA, o HacTosIeTo BpeMeHU OCTAETCSI OTKPHITHIM M MaJIOU3y-
YEHHBIM BOTPOC O MPUYUHE €€ PA3BUTHUSI.

MaTepua.nbl W METObI

LleneHanpaBieHHOE U3yYeHUE AUCCEKIIUY apTepUil, CHaOXaro-
HIXX KPOBBIO TOJIOBHOM MO3T, B HAlllel CTpaHe BIEpBbIE ObLIO
Hayato B HayuyHom 1ieHTpe HeBposoruu B KoHue 1990-x rr.,
MOYTH OJHOBPEMEHHO C 3apyOeXHBIMU MCCIEIOBAHUSIMMU.
C 2013 . uccaemoBaHUsT TIPOBOAATCS COBMECTHO C MEXIyHa-
pornHo#t rpynmoit CADISP (Cervical Artery Dissections and
Ischemic Stroke Patients), co3maHHON U1 M3YYeHHST pas-
JIMYHBIX ACTMEKTOB AUCCEKUUM apTepuil, KPOBOCHAOXKAIOIINX
TOJIOBHOM MO3T, B MEPBYIO OYepelb KIMHUYECKUX U TE€HETU-
yeckuX. K HacrosiuemMy BpeMeHU HaMu OOC/IeI0BaHbI OKOJIO
300 6onbHBIX (cpemHuit Bo3pacT 37,7 + 8,1 roaa, KEHLIMHBI CO-
crapisiior 57%) ¢ nuccekuueir BCA/IIA, BepuduLpoBaHHOK
¢ moMoibio HelipoBusyanuzauuu (MPT aprepuii meit, MP- u
KT-anruorpadus, B OTHEIbHBIX Cy4asix — MHBa3UBHAS KOH-
TpacTtHag aHruorpacdus). B 5 cmyuasx mpoBeneHo mMopdosno-
TMYECKOe MCClIe0BaHUE PACCAOEHHBIX apTepuil (4 cmydas c
JieTaJIbHBIM 1cxonoM, 1 ciydait — pparment BCA, ynanéHHbIi
IIPU PEKOHCTPYKTUBHOM OIEpaLy, OCIOXHUBLIEHCS IUCCEK-
mueit BCA). litcTonornueckoe, rTiCTOXMMUYECKOE Y 3TEKTPOH-
HO-MUKPOCKOIIMIECKOE MCCIEN0BAHMS KOXHBIX U MBILIEYHBIX
OronTaToB MpoBeaeHbI Y 20 60abHBIX. KinHIMYecKue Mpu3HaKu
1 OMOMAapKEPHI TUCIUIA3MK COSAMHUTEIHHON TKAHU (METAJUIO-

MpOTenHAa3bl-2 U -9, TKaHEeBO MHTHOMTOP METAJIONPOTEH-
Ha3-1, TUIPOKCUTIPONUH, CyIb(haTUPOBAHHBIE TTMKO3aMUHO-
[JIMKaHbI) ObLIM MccenoBaHbl y 82 OonbHBIX. OmnpeneneHue
MaxopHoii Mytaun A3243G B mutoxoHapuanbHoit JJHK mpo-
BefeHo Y 16 manmeHToB. [10JTHOr€HOMHBIA MOMCK accolra-
11iA OBLT BBIOMHEH Y 50 0OJIbHBIX B pAMKaX COTPYAHMYECTBA C
CADISP, BxitouaBiuero ucciaenoaHue 1393 60abHBIX U3 CTpaH
3amanHoii EBporsl.

B Hacrosimieit paboTe Mbl KOPOTKO 0000111aeM pe3yJIbTaThl MPO-
BEAEHHBIX HAMM MCCIICIOBAHUI, HAIIPABICHHBIX Ha M3ydeHME
npuuuH pa3Butus auccekunu BCA u ITA, xotophle Jeriu B
OCHOBY TPEIIOXEHHON HAMH TMITOTE3H MUTOXOHAPHAIBHOM
apTepUOIIaTHH.

MopdoJormueckue u3MeHeHus ApTepHAIbHOM CTEHKH

Mopdonormueckue ommcanus usMeHeHus: cteHKn BCA/TIA,
MMEIOIINECS B INTEpaType, eIMHUIHEI, 9TO, KaK YKe OTMeua-
JIOCh, CBSI3aHO C PEIKOCTHIO JICTATBHBIX HCXOIOB IIPH MHCYIIBTE,
obycnosnenHoM auccekuueit BCA/TIA [5—8]. Ipu ructonoru-
JeCKOM HCCIIeIOBaHUN SKCTpa- M MHTPAKPaHMATBHBIX apTepuii,
MPOBeIEHHOM HaMM B 4 ciydasx (paTaibHOTO MIIEMHYECKOTO
MHCybTa BeaeacTsue auccekiuu BCA, u uccnenoBanuu par-
MeHTa BCA, monydeHHOTro mpu e€ peKOHCTPYKTHBHOI OIrepa-
LM, OCJOXHUBLIEHCS MUCCEKIMel, 00HAPYXeHbl UCILIACTH-
YecKye M3MEHEHUS B CTeHKe apTeprid. OHY ObLIN IIPeaCTaBICHBI
(bubpo30M 1 HEPaBHOMEPHBIM YTONILIEHUEM UHTUMBI, y9acTKa-
MM MCTOHUYEHUSI, PACCITOCHUS 1 TIOTHOTO OTCYTCTBUSI BHYTPEH-
Hell 51acTUYecKoil MeMOpaHbl, HapylleHHeM e€ M3BUTOCTU
M OYaroBBIM OOBI3BECTBIIEHNEM; HEPaBHOMEPHOW TOJIIIMHOM
cpemHelt 000MOYKM C €€ 0JaroBbIM (pUOPO30M, YMEHBIIEHIEM
KOJIMYECTBA 3JJACTMIECKHX BOJIOKOH U HETTPaBUIIbHOI OPUEHTH -
POBKOIT MUOIIMTOB HA MHOTMX yJacTKaX. B 1ieom, 1o Hamemy
MHEHMIO, KOMILIEKC 0OHAPY:KEHHBIX M3MEHEHMI OBLT XapaKTe-
peH 1151 GUOpOMBIIIeYHOI Aucttasuu [9—12].

Jluccexuus BCA/ITA u naToorus coeMHuTe IbHOI TKAHK

[TpeamnonoxeHue o MaTONOTUU COEAMHUTEIbHON TKAHU Kak
MpUYUHE CI1a00CTH (INCIUIA3MK) apTepHAaTbHON CTEHKHU BIIEp-
BbI¢ ObLTO BbIcKa3aHo T. Brandt u coaBT. Ha OCHOBE SMEKTPOH-
HO-MUKPOCKOIMYECKOTO HUCCIENOBAHUS KOXM U apTepuii
[13, 14]. Ha 370 yKa3biBaeT ¥ HaJlMuue y OOJNBHBIX C JUCCEK-
mueir BCA/TIA KIMHMYECKMX MPU3HAKOB TUCIUIA3UM CO-
eIMHNTENbHOM TKaHu [15, 16]. Jucmiasust coeqMHUTENbHOIM
TKaHM Yy OonbHBIX ¢ auccekuueir BCA/ITA monreepxnaercs
WCCNIeIOBAHNEM OMOMAapKEPOB ee TOBPEXIEeHUs (MeTaio-
MpOTeuHAa3bl-9, CyIbGhaTUPOBAHBIX IMKO3aMUHOIIMKAHOB
1 OPO30MYKOWUJIA), YPOBEHb KOTOPHIX KOPPEIUPYET C YUCIOM
paccinoéHHbIX aptepuil [17]. JdedekT coemMHUTENbHOM TKaHU
y 6onbHbIX ¢ quccekieit BCA/TIA He 00ycioB/ieH U3BECTHbI-
MU HaCJIeICTBEHHBIMM 3200 I¢BAHUSIMU, TAKUMH KaK CHHIPOM
Onapca—/lanno u cunapom MapdaHa, yacTota KOTOPBIX Cpean
OOMBHBIX ¢ IUCceKLueil oueHb Hu3Kast (1—4%), u He cBsi3aH
C MyTalIMSIMM B TeHaX KoJuiareHa 1 anactuHa [18—22]. IMomHo-

30 Annals of clinical and experimental neurology. 2021; 15(2). DOI: 10.25692/ACEN.2021.2.4



OPUTMHAITBHBIE CTATBIA. KnuHuyeckas HeBponorust

T€HOMHOE HCCJICIOBAaHNE acCOIMAIINIA, TIPOBEIEHHOE B paMKaxX
MHOTOLIEHTPOBOTO MEXIYHapOIHOro 00C/Ie10BaHus, MOKa3a-
JI0, YTO OTHOHYKJICOTUIHBIN TTouMopdu3M 1$9349379G B rene
PHACTRI, xoTopblil BOBICUEH B aHTMOTEHE3, CHUXAET PUCK
pa3BuTus 3a00neBaHus [23], Torma Kak reHeTUUeCKUii BApUaHT
1$9349379A moBBIIIaeT PUCK pa3BUTHS (GUOPOMBIIICUHOM TUC-
IJ1a31H, a TAKKe AUCCEKLIMU apTepuil Ieu U MurpeHu [24, 25].
Hecmotps Ha oOHapyXeHHBII TomuMopdusm rena PHACTRI,
MPUYMHA CTa00CTH COCYIUCTOM CTEHKM, MPUBOASIIAS K JUC-
CEKIIMH, He YCTaHOBJICHA.

Hanwuuue y 6onbHbIx ¢ muccekuueit BCA/TTA ructonornyeckux
MPU3HAKOB JMCIIIA3UY apTePUATBHOM CTEHKH,  TAKXKE KIUHHU-
YeCKUX TPU3HAKOB Cab0CTU COSAMHUTENBHON TKAHU TIPU OT-
CYTCTBUM MyTallMil B TeHAX KOJJIaT€Ha U 3J1aCTUHA TIO3BOJIMIN
HaM BIIEPBbIC TIPETONOXUTh, YTO B OCHOBE AUCILIA3MU apTe-
PUMATbHON CTEHKN MOXET JieXaTh MUTOXOHApUAIbHAS TaToNo-
WS, IPUBOJISIIIAS K SHEPTETUYECKON HEMOCTATOYHOCTH KIIETOK
U, KaK CJIeACTBUE, HApYLIEHUIO UX (YHKLKU. DTO MPEAInoo-
kKeHUe WHUIMUPOBATIO THUCTOJOTMYECKOE, TMCTOXMMUYECKOE
U 3JIEKTPOHHO-MUKPOCKOMUYECKOE UCCIEN0BAHUE MBITIIEYUHbIX
1 KOXHBIX OMOTITATOB Y OOJBHBIX C TUCCEKIMEN MarucTpaib-
HBIX ¥ MHTPAKPAHUATBHBIX apTEPUi C LIEbIO MONTBEPKIACHUS
VIV OTKJIOHEHUS TIPETOXKEHHON KOHIIETIIINY.

MuroxonapuaibHas NaTo10rmsA H nonligmenne
apTepuaibHoil crenku mpu auccekuun BCA/TIA

IMopaxeHue apTepuii KPyIHOIO pa3Mepa BCJIEACTBUE MUTO-
XOHJPUAJIbHOM MATONOTUU SIBJSIETCS HOBBIM UM HEU3YYEHHBIM
ACTIEKTOM COCYIVCTBIX 3a00/IeBaHUI TOJOBHOTO MO3Ta, B OT-
JIMYUE OT XOPOLIO M3BECTHOIO IOPAXEHUS HEOOIBIIKUX Liepe-
OpabHBIX apTepUil ¥ apTEPUOIT, KOTOPOE PacCMaTPHBAETCS KaK
OJIHA M3 TPWYHMH MHCYJIBTONON00HBIX HAPYIICHUH ITPU MUTO-
xoHapuanbHoi sHuedanonatu (MELAS) [26—28].

[ucronornyeckoe ucciaegoBaHUE MBIILEYHBIX OMOINTATOB C
MOMOIIIBI0O MOTU(PUIIMPOBAHHOTO MeTOA [OMOPU U TUCTOXU-
MHUYECKOe MCCIeNOBaHMEe Ha CYKIMHaTmerwaporeHasy, HAJI-
H-rterpazonuiipenykrazy (HAI-H-TP) u uuroxpomokcumasy
00HAPYXWUIO pBaHbIC KPACHBIC BOJIOKHA M CHIDKCHIE PeaKIIUI
Ha IIMTOXpoMoKcHAa3y [29], uTo sBseTCs MaTOTHOMOHUYHBI-
MU U1 MUTOXOHApHanbHOU natonoruu [30—33]. beuto npen-
MOJIOXEHO, YTO MUTOXOHAPUAIbHbBIC HApyIIeHMs, MPU3HAKI
KOTOPbIX ObLTY HAWIEHBI B MBIIIEYHBIX OMOMTATaX OOJbHBIX C
JUCCEKIIMeN IKCTPa- U MHTPAKPAHUATBHBIX apTepuit, UMeIoT-
CS1 M B CTEHKE apTepuid, ciyxa MPUYMHOMN MX AUCIIIACTUYECKUX
n3MeHeHMi. Ha 3ToM ocHOBaHMY IUTST 0003HAYCHMSI apTePUO-
MaTUM Y OOJIbHBIX C IUCCEKIIMEN HaMK ObLT MPEATOXEeH TEPMUH
«MUTOXOHJIpUaJibHas apTepronatus» [30].

[TonTBepXaeHNE MUTOXOHAPUATBHBIX HAPYIICHUIA Y GONBHBIX
C IMCCceKIMeil apTepuil, KPOBOCHAOXKAIONINX TOJOBHOU MO3T,
ObLIO TMONYYEHO TPH 3NEKTPOHHO-MUKPOCKOIIMYECKOM HC-
cnenoBaHuM Koxu [34]. OHO BBISIBUIO U3MEHEHUS KIIETOK BCEX
CJIOEB CTEHOK MMKPOCOCYAOB M M3MEHEHUS] MEXKJIETOUHOTO
MaTpukca. B sHAOTeNMU, IManKOMBIIIEYHBIX KJIETKaX U (Gu-
Opobactax BBISIBICHO TIOBPEXIECHIE MUTOXOHIPUI B BUIE MX
BaKyOJIU3al1H1, Pa3pyIIEHUsI U MOJTHOTO MCYE3HOBEHUSI KPHCT,
(bopMUpOBaHME JTAMEJUIPHBIX KPUCT, HAKOIJIEHME MUKPO-
KabLIU(PHUKATOB, KOTOPBIE TAKXKE OMPEENSTICh B MEXKIIETOY-
HOM MTPOCTPAHCTBE.

nOI[TBep)K)IeHI/ICM KOHICTIOUMA O MMUTOXOHAPUAJILHBIX Hapy-
MCHUAX KaK IMPUIMHE OUCILTIACTUYCCKUX U3MEHEHUI CTEHKU

MUTOXOHIpANbHAR ADTEPUONATHS KaK MPUUMHA AUCCEKLIN

BCA/IIA sBunoch ooHapyxeHue myrauuu A3243G, xapakrep-
HOW /1711 MUTOXOHAPUAIBHOM 3HIIE(DaTOMUONATHH C JIaKTaTa-
mugo3oM (MELAS) y omHoro Hamero 6ombHOT0. [eHeTHYECKOE
UCClIeNOBaHUE TIPOBOAMIOCH B CBSI3U C Pa3BUTUEM MHCYJIBTO-
nofaoOHoro snu3ona, xapaktepHoro it MELAS, uyepe3 He-
CKOJIbKO JIeT Tociie moBTopHbIX auccekuuii BCA u TTA [35].
Hammare MUTOXOHIPUATBHON TTATOJOTHMH Y 3TOTO OOJBHOTO
OBLTO TIOATBEPKICHO THCTOJIOTMUECKIM, THCTOXUMITIECKUM 1
3NIEKTPOHHO-MUKPOCKOITMYECKUM MCCJIETOBAaHUAMU MBbILIEY-
HOTO M KOXHOro ouomnraros |35, 36].

Panee B nutepatype ObLIM OMyOJIMKOBAHBI JUIIb 2 COOOLIE-
HUS O TIOpaXeHU! KPYITHBIX apTepuii unm aopTel ipu MELAS.
Tak, S.H. Tay u coasr. (2006) omucany pa3pblB IPyIHOIO OT-
nena aopthl y 6ombHOi 15 et ¢ MELAS u myranmeit 43243G
B MutoxoHapuanbHoit JIHK [37]. Ilpu ructomornyeckom mc-
CJIEIOBAHUM AOPTHI aBTOPHl OOHAPYXMJIM pa3phiBbl CJIOEB
MUOIIMTOB U 3TaCTUYECKUX BOJOKOH B MEIWH, ITPU MMMYHO-
TUCTOXMMUYECKOM — TUIMYHOE JUISi MUTOXOHIPUATBbHOM T1a-
TOJIOTUU CHIDKCHME OKPAIIMBaHMS Ha ITMTOXPOMOKCHHA3y I
B MUOLIUTAX W SHIOTEIMM aOpThl U €€ COOCTBEHHBIX COCYAaX
(vasa vasorum), a ¢ TOMOIIIbIO MOJMMEPA3HON LIETTHON peak-
LMK BBIABWIM BhICOKOE (85%) comepxkanue MyraHTHO# JJHK
B a0pTe IT0 CPaBHEHHUIO C TAKOBOI B KileTKax KposH (41%) [37].
ABTOpBI BIICPBBIC IIPEATIONOXWIN CBSI3b MOPAXCHUS A0PTHI
C BBICOKOM 3arpy3koii MyTaHTHOW MuTtoxoHapuaibHoi JTHK
B e€ crenke. B 2011 . R.C.C. Ryther u coaBt. onucanu 6071b-
Hyto 46 et ¢ MELAS u myranueii A3243G, y xotopoil pas-
BUIMCh auccekuus odenx BCA, uimeMuyeckuil MHCYIBT U
MHCYJIBTONONOOHBIN 3mm30m [38]. ABTOpPBI ITPEAITOIOXUIH,
YTO MPUYMHOU CIAOOCTH apTepUaTbHOM CTEHKH, TIPUBEAIICH
K IUCCEeKIIMU, MOTJIM OBITh MUTOXOHIPHAIbHEIC HAPYIICHNS —
MUTOXOHIpPHUAJIbHAS aHTMOTATHS.

B 2016 . M. Mancuso ¥ CoaBT. OIIMCaIu 2 XEHIIUH ¢ IUCCEK-
et BCA, y kotopbix nuarHo3 MELAS, moarsepxXae¢HHbIi
obHapyxeHrneM MyTarmu A3243G B mutoxoHapuanbHoii JJHK,
ObLT IOCTaBJIeH Mmocie pa3BuTHs auccekiuu [39]. Ha atoMm oc-
HOBaHMHM aBTOPHI MPEIIIOIOXWIN, YTO HapylieHUe (QYHKIIIH
MUTOXOHIPUIA B apTEPUAIbHOM CTEHKE KPYIIHBIX ApTEpUId,
KPOBOCHA0XAIOIIMX TOJIOBHOI MO3T, MOXET OBITh IPIMUMHOM ¢é
€1a00CTU 1 Pa3BUTHS AUCCEKLIMU. YMECTHO MOAYEPKHYTh, UTO
couetanue auccekuun BCA/TTA u MELAS, nonTeepxaatolee
POJIb MUTOXOHAPUAIBHBIX HAPYIICHWI B Pa3BUTHU CIA0OCTH
apTepuabHON CTEHKHU, BCTPeYaeTcs: OueHb PEIKO, M YTO Hallla
TUTIOTe3a MHUTOXOHIPHANBHON apTepHONaTHN KaK TPUUYIHEL
Jquccekuuu, onyonukoBanHas B 2010 1., Obl1a chopMynupoBa-
Ha Ha OCHOBE KJIMHMYECKOTO aHaJIi3a, TUCTONIOTUYECKOTO, TH-
CTOXMMHUYECKOTO M 3JIEKTPOHHO-MHUKPOCKOITMYECKOTO HCCIIe-
JIOBaHUS OMOMNTATOB MBILILL M KOXH, MOJYYEHHBIX OT OOJbHBIX
¢ muccexiueit BCA/TIA [29].

Enié onHuM KIMHUYECKUM TIOATBEPXKACHUEM HaIllei TUITOTE3bl
MUTOXOHIPHAIBHOI apTepUONaTHH KaK MPHMYMHBI TUCCEKIINH
BCA/ITA sBuoch pa3BUTHE BHYTPMMO3TOBBIX KPOBOM3JIMS-
HUiA, He CBI3aHHBIX C apTepPHATbHOM THIIEPTeH3UEH, Y 3 HAIIMX
0osbHBIX, epeHEcinx auccekuuio BCA. OnHoMy U3 HUX TIpo-
Bomyiack M P-crieKTpocKoIvst, BHISIBUBIIIASI TOBBIIIEHHBIN MUK
JIAKTaTa, XapaKTepHBIA 11 MUTOXOHIPUAILHOM IIaTOJIOTHUH,
YTO Y MO3BOJIMJIO TIPETONOXHUTh, YTO MPUUMHON KPOBOM3IIHS-
HUS TTOCITYXWJIa MUTOXOHApUAIbHast MuKpoaHruonatust [40].

BaxHbIM 1 3aCTyXUBAIOIINM BHIMaHKE (PAKTOM SBJISIETCS TO,
YTO CIIEKTP 1IepeOpOBACKY/ISIPHON IMAaTOJOTUK TP MUTOXOH-
JIPUATBHBIX 3a00JI€BAHUSAX HE OTPAHMIMBACTCS ITMCCEKIUE
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BCA/IIA. B nureparype onmucaHbl MPEeXOMSAIINIA CTCHO3 BHY-
TPUMO3TOBBIX apTepuii [41], oOpaTuMbIii LepeOpaabHbII Ba-
30KOHCTPUKTOPHBIA CUHIPOM [42], CTCHO3 MM OKKITIO3MS
BCA ¢ ux mocienyronmmM perpeccom [43, 44], a Takxe CHH-
npoM MosiMost [45] y 6obHBIX ¢ MELAS 1 MyrauusiMu mMu-
toxoHapuanbHoit JJHK. TTaropusnonornyeckue MexaHU3MBbI
9THX TATOJOTMYECKHUX COCTOSTHUI He PaCKpPHITHI, a MOp(doIIo-
TMICCKUEC OCHOBBI HE M3YUYEHHI, UTO €MIE€ pa3 MOTYEpKUBACT
AKTYaJTbHOCTh M3YYEHUS POJIM MUTOXOHIPHUAIbHBIX Hapylle-
HUH B WX Pa3BUTHIL.

ITepcneKTHBBI H3y4eHHs POJIH MHTOXOHAPHATBHBIX
Hapymiennii npu uccexman BCA/

HecMmotpst Ha mMeroIuecs: TaHHBIE O MUTOXOHIPHATBHBIX Ha-
pyweHusIx y 0obHbIX ¢ auccekuueit BCA/IIA, nonyyeHHbIe,
B TIEPBYIO Ouepelb, NP MCCICIOBAHUM OMOITATOB KOXHU M
MBI, HEOOXOAMMBI HOBBIE METOOMYECKUE IMOAXOABI K M3-
YYEHUIO TAHHOM MPO0IeMBbI, KOTOPBIE TTO3BOJIMIIN OBl HEMHBA-
3MBHO MCCJIENIOBATh COCTOSIHUE MUTOXOHIPHAILHOTO OOMEHa Y
OobiI0r0 YKcaa nauueHToB ¢ auccekuueir BCA/TIA. B1o Tem
OoJee aKTyanbHO, IIOCKOJIBKY HEOOMBIIOE MIIA YMEPEHHOE T10-
BhILIIEHHUE B TEpU(EPUIECKOi KPOBU YPOBHS JTaKTaTa — MapKe-
Pa MUTOXOHIPUAILHBIX HAPYIIIEHMI — OTMEUYEHO HAMU TOJIBKO
y TpetH 6osbHBIX ¢ muccekuueit BCA/IIA, a uccienoBanue Ma-
XopHO# MyTaiu A3244G B MUTOXOHIPUATIbHOM TeHOME PEIKO
TagT MOJOKUTENbHBIE Pe3YIBTATH [35].

TakuM HOBBIM METOAMYECKUM noaxoaoM, UMECIOIIUMM BaXXHOE
JUArHOCTUYECKOE U HaTO(l)I/IC’vI/IOJ]OFI/I‘iCCKoe 3HAYCHUE TIpU
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IVICCEKLIMU apTepHii, KPOBOCHAOXAIOIIUX TONOBHON MO3T,
MOXET CIYKUTb aHaIM3 3KCIIPECCUM TeHOB, OTHOCSIIUXCS K
MUTOXOHIPUATEHBIM TEHHBIM CeTsIM. TpaHCKPUITIIMOHHAS aK-
TUBHOCTb T€HOB SIBJISETCS MPOMEXYTOUHBIM 3BEHOM MEXIY
reHeTUYecKoi nHpopMalueid u e€ HeHOTUITMIECKON peann3a-
Lyei. AHanM3 3KCIPecCUM TeHOB MO3BOJISIET OLEHUTh PadOTy
TeHeTMYECKOTO arlapara, a TakKe TNpeackas3aTh MPOSBICHUS
HapyIIeHU Ha KJIETOYHOM, TKAHEBOM U JaxKe OPraHN3MECHHOM
ypoBHsIX [46]. MHorooGe1aome BO3MOXHOCTH B 3TOM 061a-
CTH TIPENOCTABIISIET aHamM3aTop «Nanostring», TTO3BOJISIONINI
OBICTPO (32 HECKOJIBKO YacOB) OIPENENISITh SKCIIPECCUIO OT
20 o 800 reHoB B J1t0O0M THIE OuoMatepuana [47].

JlaHHBIA TEXHOJOTUYECKUI MOAXOM, MO3BOJSIOIIMI TOMy-
YUTh MH(HOPMATUBHBII UIsT OMOMETUIIMHCKIX UCCIIeT0BAaHMIA
00BbEM JaHHBIX, MOXET OBITh aJIETEPHATUBOI TOPOTOCTOSIIIIUM
TPAaHCKPUNTOMHBIM MccinenoBanusM [48]. HccnenoBanue
T€HOB, OTBEUYAIOIIMX 32 CUHTE3 M COOPKY KOMILIEKCOB JbIXa-
TEJIbHOM LIeTH, IMKJIA TPUKAPOOHOBBIX KHCIOT, TPAHCIIOPT
U IETIOHUPOBAHUE KaJbIIMS, aIlONTOTHISCKHE MEXaHW3MEI,
MO3BOJUT MPOM3BOAUTb MAaJOMHBAa3MBHYIO (Ha mepudepu-
YecKoil BEHO3HOM KpOBM) WJIM HEWHBA3UBHYIO (OyKKasb-
HBII SMUTEINH, CIIOHA) OLIEHKY (DYHKIIMY MUTOXOHAPHIA Ha
MoJIeKyIapHOM ypoBHe. CoznaHue HeOOJbLUIMX UCCIEN0Ba-
TeJTbCKHX MaHeJIell Ha OCHOBE aHaNW3a JAHHBIX JIUTEPATypHI,
MOCBSIIIEHHBIX POJM MUTOXOHAPUAILHON MATOJOTUM B pa3-
BUTHU IWMCIUIA3UU COCTMHUTEIBHON TKaHW, B 3HAYMTETBHOM
CTETICHU MOMOXET B OLIEHKE TUIOTe3bl MUTOXOHIPUATbHBIX
HapyIIeHWIA KaK TIPUYMHBI CTA00CTH COETMHUTENBHOM TKAaH!
y 6ombHBIX ¢ nuccekuueil BCA/TIA.
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