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KAPOAVMOMMONATUS NPU ATAKCUU ®PUAPENXA: KITUHUYECKUE NPOABJIEHUSA U QUATHOCTUKA
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Atakcus ®puppeiixa (AD) sBnseTcs 0oHUM U3 Hambonee PacnpOCTPaHEHHDBIX
BapWaHTOB HACNeACTBEHHbIX aTakcuii. 3To 3aboneBaHne xapakTepu3yeTcs CNoX-
HbIM HPEHOTMMOM, BKJIIOHAIOLLMM HEBPOIOTMYECKIE NPOSBNIEHNS (aTaKCUsl, CEHCOP-
Has NoAuWHEBpOMATUS, AM3apPTPWs, HapyleHue rnyboKoi 4yBCTBUTENbHOCTHU,
apednekcusi, NMpamuaHble CUMNTOMbI C BOBIEYEHWEM HUXHWX KOHEYHOCTEl,
BEreTaTuBHble HAPYLLEHWS, MHOMAA — NCUXOMATONOrMYECKMe CUMMNTOMBI), Kapayo-
NOrYeckre HapyLweHns (kapavommonarus, cepieyHas Hefo0CTaTo4HOCTb, apuT-
MUK), @ TaKXe HapyLLeHUs YrneBoAHOro 0OMeHa 1 ckeneTHble fedopmaumu. Ecam
HEBPONOrMYECKMNE HapYLUEHNS MPUBOASAT K 3HAYUTENIBHOMY YXYALLIEHUIO Ka4ecTsa
XXU3HW 1 MHBANMAN3ALIMN NALNEHTOB, TO OCIOXHEHNS CO CTOPOHbI CEPEYHO-COCY-
LMCTOI CUCTEMBI SIBASIOTCS OCHOBHBIMW NPUYMHAMW cMepTy 60/1bHbIX ¢ AD. CTouT
OTMETUTb, YTO BOBMIEYEHHOCTb B MATONOrMYECKMA NPOLLECC Cepala MOXeT ocTa-
BaTbCS He AMarHOCTUPOBAHHOIA.

B HacTosiLee Bpems nopasnsioLlee 60MbLIMHCTBO 3apyOekHbIX N OTEHECTBEHHBIX
ny6nukaumii no AP nocasLLEeHbl HEBPONOTMYECKUM MPOSIBNEHUSIM 3TOro 3abonesa-
HUsl. HeCcMOTpS Ha TO, 4TO OCHOBHOM NPUYUHON CMePTU NaumeHToB ¢ AD sensioTcs
TAXenas cephedHas HeJoCTaTO4YHOCTb M BHe3anHas cepaedyHas CMepTb BCiea-
CTBME KapAMonaTuM (BbIPAXEHHOW CUMMETPUYHOW TrMnepTpodun muokappa
C y4acTkamu MHTpammokapanansHoro ¢oubposa), B KapavonornyeckoM Hay4Ho-
npakTU4eckom obLLecTBe AaHHO Npobneme yaenseTcs Mano BHUMaHWS.

Hamu npencraBneHo KIMHUKO-TEHETUYECKOE onucaHue nauueHta 27 net ¢ A®
C YMEPEHHbLIMN HEBPOJIOTUYECKUMI HAPYLLEHNAMM W BLIPAXEHHON runepTpoduen
muokapaa. B cTtatbe paccMOTpeHbl COBpPeMeHHbIe KAWHWMKO-AWarHoCTU4eckue
acrneKTbl KapAYOMMONaTUK, aCCOLMMPOBAHHOI ¢ AD.
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CARDIOMYOPATHY IN THE FRIEDREICH ATAXIA: CLINICAL PRESENTATION AND DIAGNOSTICS

OF COMPLICATIONS
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Friedreich’s ataxia (FA) is one of the most prevalent variants of the inherited
ataxias. The disease is characterized by complicated phenotype that includes
neurological signs (ataxia, sensory polyneuropathy, dysarthria, disorders of
deep sensitivity, areflexia, pyramid symptoms with lower extremities involvement,
vegetative disorders, sometimes — psychopathological symptoms), cardiological
disorders (cardiomyopathy, heart failure, arrhythmias), and disorders of
carbohydrate metabolism, and skeletal deformities. If neurological disorders
lead to significant decrease of life quality and disability, cardiovascular
complications are the main cause of fatal outcome in FA. It is worthy to mention
that involvement of the heart into pathological process might long remain
undiagnosed.

Recently, most of abroad and local publications on FA are related to neurological
presentation. Cardiovascular side of the problem in the scientific society remains
underestimated, regardless the risk of sudden death and of heart failure (due to
symmetric myocardial hypertrophy with the areas of intramyocardial fibrosis)
being high.

We present clinical and genetic observation of a 27-year old patient with FA, moderate
neurological disorders and severe myocardial hypertrophy. The article is focused on the
contemporary clinical and diagnostic aspects of FA associated cardiomyopathy.
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OPUIMHAJIbHBIE CTATBA

Arakcusg @punpeiixa (AP) — 3T0 ayTOCOMHO-pelLiec-
CUBHOE HelipoJereHepaTuBHOE 3a00JIeBaHUE, pa3BUBaIO-
1ieecsl BCAeACTBUE MyTaluid B reHe FXN, koaupyloliem
6enok dpatakcuH. Ha cerogusiirauii nenb AD siBrisieTcst
HamboJIee pacIpoCTpaHEHHBIM BapMaHTOM HaCIICACTBECH-
HBIX aTaKCUMU.

®OyHkuMy ppaTakKCUHA 0 KOHIIA HE M3YYEHBI, OMTHAKO
M3BECTHO, YTO OH JIOKAJIM3YeTCSI B MaTPUKCE MUTOXOH-
IpUi U aKTUBUPYET COOPKY MUTOXOHIPHATIBHBIX Xelre-
30CEepHBIX 0eNKOBBIX KiacTtepoB. IIpu AD comepxkanne
nociaeaHux 3HauutTenbHo cHmkaerca B I, 11 u I1I xom-
IUTeKCax IBIXaTeIbHOM 1Ienu (IIpuMedaTeIbHo, 910 co 11
KOMILIEKCOM (bpaTaKCHUH TaKKe B3aMOICICTBYET HETIO-
cpencTBeHHO). KpoMe Toro, (hpaTakCHH y4acTBYeT B CHH-
Te3¢ TeM-COoAepXKallnX OeJIKOB, KOTOPBIE MIPAIOT BaXK-
HYI0O POJb B METaOOMM3Me KHCIIOpoma M TPaHCIIOPTE
951eKTpoHOB [1]. [TpenmyliiiecTBeHHOE HapyleHue (QPYHK-
MY MUTOXOHAPWIT TIPUBOINUT K HEOOPATUMOMY ITOpaxKe-
HHUI0O HamOoJjiee SHEPro3aBUCHUMEBIX TKaHEH (B IIEPBYIO
odepenb, KICTOK HEPBHOM CHCTeMbI, MIOKap/Ia, IOIKe-
JIyIO9IHOI XKeJIe3hl).

Jua nebrota AD HeoOX0aUMO, YTOOBI MyTalls ObLIAa
B 060oux ayensax reHa FXN. B 96% ciydaeB K pa3BUTHIO
3a00J1cBaHUSI TIPUBOIUT SKCITAHCHUS TPUHYKICOTHUITHBIX
MOBTOPOB TyaHWH-aaeHWH-aneHuH (GAA) B mepBoMm
WHTpPOHEe TeHa FXN (B oboux ero amiensx). Ha momio
OCTaJIbHBIX CJIy4aeB IIPUXOOUTCS KOMIIAyHI-TE€TEPO3U-
TOTHOE HOCHUTENTbCTBO GAA-3KCIIAaHCUU B OMHOM ajuiele
B COUYCTAHWM C MHBIM ITATOTeHHBIM BapHMAaHTOM B IPYTOM.
Cuuraercst, yto skcnaHcuss GAA-moBTopoB 6ojee 30
SBIISIeTCSl TaToreHHOM. Ilo maHHBIM WCCIeTOBaHUIA,
CYIIIECTBYET PSII KIMHUKO-TEHESTUICCKIX B3aMMOCBSI3CIA.
Tak, BemmumHa GAA-3KCIAaHCUM Ha MEHbBIIEM alljieie
HAMEET OTPULATEIIBPHYIO KOPPEIISIIIMIO C BO3PACTOM JeOI0Ta
A®D. Kpome TOr0, O0JIee KPYITHBIC SKCITAHCUM TIPUBOISIT
K Pa3BUTHIO 00JIee TSLKEIOTO (DEHOTUIIA ¢ pAaHHUM Hada-
JIOM, OBICTPBIM IIPOTPECCHPOBAHMEM M OOJIBIIICHT BBIpa-
KEHHOCTBIO KapAMaJIbHBIX M METa0OIMICCKUX HapyIle-
HUMN.

A® xapakTepu3yeTcsl CIIOXHBIM (DEHOTUIIOM, BKITIO-
YAIOIIUM HEBPOJIOTUIECKIE ITPOSIBICHUS, KapIHOJIOTH-
YeCcKHWe HapyIICHUS, a TakKKe HapyIIeHUS YIJICBOIHOTO
oOMeHa U CKeJIeTHbIe JehopMalliu.

Knuandeckme IpOSBICHUS CO CTOPOHBI HEPBHOM
CHCTEMBI XapaKTePU3YIOTCS IMMPOKUM CIIEKTPOM CHM-
rnroMoB. Hanbosee panHuM cumiroMoM A®D SBIsIeTCS
NCYC3HOBEHUE TIYOOKHUX pe(IeKCOB C pPa3BUTHEM
TOTAILHOU apedaeKcun. 3aTeM IPUCOCOUHSIOTCS aTaK-
CHS TIpH X0Ab0¢e (HEJIOBKOCTh, HEYBEPEHHOCTD, ITOIIAThI-
BaHWE, CIOTBIKAaHWE), HapylleHHEe KOOpAWHAIINU
B pyKax, U3MEHEHIE IIOYepKa, IIPOrpeCcCUpPyeT PacCTpOii-
CTBO INIyOOKOM YyBCTBUTEIBHOCTH, Pa3BUBACTCS MBITIICT-
Hasl TUIIOTOHUS. XapaKTepHHBl OedopMalum CcKelera,
TaKWe KaK CKOJIMO3 M mojasl cTorna. Ha mo3mHmx cTtammsx
0oJIe3HN OOJIBHBIC IIEPECTAlOT CAaMOCTOSITCIIBHO XOIUTH
U O0CITy>KUBaTh ceOsl.

I[ToMrMO TUITUYHBIX HEBPOJIOTUIECKUX PACCTPOICTB
B 90% cnydyaeB AD Takxe CBSI3aHA C IPOrPECCHUPYIO-
el runepTpoPrUIecKoil KapAnoOMHUOIIaTue, KOTopasi
SIBJISIETCSI HanOoJiee YacTOM MPUINHOM CMEPTHU Y TaKUX
OOJBHBIX BCJEICTBHEC ICKOMICHCAIUU CEpACUHON
HEOOCTaTOYHOCTHU WJIM PAa3BUTHSA OMACHBIX HAPYIICHUH
putMma cepmauia. [Ipy rECTOIOTMYECKOM HMCCIIeTOBAHUHT
B MMOKAapIe JIEBOIO XeJylo4YKa BBIABIAIOTCSA THUIEP-
Tpodusd KapauoOMHUOLUTOB, AUGOYy3HBIH GHuUOPO3
W OYaroBHIII HEKPO3 MHUOKapAa, YTO U SBISIETCS CyO-
CTpPaTOM JJISI CMEPTENBHBIX OCTIOXHeHUl. CTOUT 0TMe-
TUTh, YTO Pa3BUTHEC HEBPOJOTHICCKUX PACCTPOMCTB
nMeeT OoJiee IMocaea0BaTeIbHOE BOBIIEUCHNE CTPYKTYP
M HEYKJIOHHOE IIPOrpecCUpOBaHUE N0 WMHBAIMAM3A-
LM, 9eTO HeJIb3sI CKa3aTh O IMmopaxkeHUu cepaia. Kap-
IVajgbHasT CUMIITOMAaTHUKAa MOXET MaHU(MECTHPOBATh
KaK COBMECTHO C HEBPOJOTUUYCCKUMH PACCTPOM-
CTBaMH, TaK 1 OBITh 3HAYNTEIBHO OTCPOUCHHOM, MOXKET
OBICTPO TIPOTPECCHPOBATh MO JIETAJBHOTO MCXOIa,
a MOXET W JUINTEJbHOE BPEeMSI OCTABAThCA B CTAOMIIb-
HOM COCTOSITHUM.

OmnucaHB ¥ aTUTTNIHBIC (PEHOTUITMYECKIE BApUAHTHI:
A®D ¢ 1o3mHUM HavayoM (mocie 25 JeT) WIM C OYeHb
no3gHuM HadajaoM (1rocie 40 mer). OHM XapaKTepu3y-
[OTCSI 3HAUMTEIBHO 0o0Jice MEIJICHHBIMU TEMITAMU IIPO-
TpeCcCCUpPOBaHMsI, MEHBIIIEH YaCTOTON pa3BUTHUS Kapamo-
MMOITIaTUH, CaXapHOro nrabdera 1 mechopMalrii CKelera.
B ximHM4YecKoi KapTUHE MPW 3TOM YacTO BBISBIISCTCS
CHACTUYHOCTH B HOTaX IPH HEOOJBIION BHIPAKCHHOCTH
arakcuu [2].

KnuHuueckwuii cnyyaii

IMarment 27 net noctymt 8 ®T'BY HMMULL TIM M3
P® ¢ xamobamMu Ha ONBIIMIKY IIPYW 3HAYUTETBHBIX (PU3M-
YeCKMX Harpyskax, IHUCKOMMOPT B JIEBOil ITOJOBHHE
TPYTHOM KIIETKM, IMATKOCTh W HEYCTOMYMBOCTh TP
XOOb0e, HapylIeHWe KOOpOWHAIIMM IBUKCHMI, HEUET-
KOCTb peur, M3MEHEHHE MoYepKa, IMepHOINIeCcKOe IPO-
JKaHWe TIPaBOil PyKW U TOJIOBHI, M3MEHEHHE XapaKTepa
(cTai 6oyiee BCIIBUTBUMBEIM).

W3 anamMHe3a U3BECTHO, YTO BIIEPBBIC OTMETIII HE3HA-
YUTEbHOE N3MeHEeHHe TTOXOnKH B 20141, 110 TTOBOAY YETro
B MECTHOI TOPOACKOI OOTbHMIIE TIPOBOIIIIACH HECTICIIM -
duueckas Tepanus 6e3 Kakoro-anbo agdekra. Torma ke
BIIEPBbIE CTal OECOKOWTh MUCKOMMOPT B TPYIHOI
KJIeTKe, TIOSBUJINCH OINYIIeHUS mepeboeB B padore
cepama, KOTOPBIM ITallMCHT 3HAYeHUs HE TMpUIaBal
¥ TI0 3TOMY HOBOJY 3a MEIUIIMHCKOM ITOMOIIIbIO He 00pa-
ajcs.

B 2015t mociie CMTBHOTO 3MOIMOHAJIBHOIO CTpecca
(cMepTh 0TIIa) BEIPAXXeHHOCTh CUMIITOMOB 3HAUMTEIIFHO
Hapoclia, a TaKKe IMOSIBUJINCH TPYTHOCTH B IIPOM3HECE-
HUHU CJIOB, YXYAIIICS MOYEPK, MAIMEHT OTMETHII TTOSIB-
JICHUSI IPOXKaHMUs TOJIOBBI M TIpaBoit pyku. OOpaTtmia
TaKke BHIMaHUE Ha YCHJICHUE BEIPAXKEHHOCTH JUCKOM-
¢dopTa B rpyIHOI KJIETKE W OIBIIIKH IIPY 3HAYUTETLHBIX
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¢usmuecknx Harpy3kax. [lo MecTy XUTEIbCTBA OBLIO
IpoBelieHO obcienoBanme. 110 JaHHBIM 3XOKapauorpa-
¢um (Ox0-KI') BeISIBIIeHa CUMMETpHUYHAST TUIIEPTPODUST
MHOKapaa 3amHeil CTeHKHU JieBoro keiaymouka (3CJLK)
1 MeXKeIynoukoBoii meperopoaku (M2KIT) mo 1,6 cm.
ITpu KopoHapoaHTHOrpahy TeMOAMHAMWYECKN 3HAY-
MOTO U3MEHEHHSI KOPOHAPHBIX apTepUil BBISIBICHO
He O0b110. Ha 0CHOBaHWM ITOTYIeHHBIX JAHHBIX YCTAHOB-
JIEH IMAarHo3 “ruriepTpoduueckoil KapauoMuonaTuu 6e3
OOCTPYKIIMKM BBIHOCSIIIETO TpPaKTa JIEBOTO KEIymodKa”.
B nmanpHelmeM malmeHT HEOTHOKPATHO oOOpalmalics
K HEBpOJIOTaM, ONHAKO IMATHOCTUYECCKAsT KOHIICTIIIHS
0OCTaBaJlach HESICHOI.

B nekabpe 2016T B cBSA3U ¢ ycyryOJieHUEM TUCKOM-
dopra B IpyaIHOM KIIETKE M OHBIIIKY IPU (DU3MICCKUX
Harpy3kax ITallMeHT TOCIIMTAJIN3UpPOBAaH B CTAllMOHAP
®I'bY HMMUII IIM M3 PO.

M3 obmiero anaMHe3a U3BECTHO, UYTO MAIMEHT KypHUT
Ha TIpoTsbkeHuMU 8 jieT (okomo 10 curaper B CYTKH).
CeMeliHblii aHaMHe3: JeTeil HeT, MaTb (49 ner, rpy-
3MHKA) — KIWHWYECKH 30pOBa, OTell (abxaselr) ymep
B 42 roma (BHe3aITHasI cepAcdHas CMEPTh); €CTh POIHAsT
cecTpa 24 roma — KIMHUYECKH 300pOBa.

IIpu ocMoOTpe: MAalIMEHT aCTEHUYECKOTO TEJIOCTIOXKe -
HUSI, MBIIIEYHAs CHCTeMa pa3BHUTa ci1ab60. KoXHEBIN
IMOKPOB OJIeaHBIN. YacToTa IBIXaTeIbHBIX IBIKCHUH —
19/MuH. IIpm aycKyabTallMX JIETKUX IBIXaHUE C XKECT-
KNM OTTEHKOM, XpUIIOB HeT. [paHUIIBI cepalia He cMe-
meHbl. ToHBI cepatia sicHble, putMuyHbie. YCC 75/MuH,
AJl 110/70 MM pT.cT. Pa3mMephl meueHN U celie3¢HKU TIpH
MepKycCU He yBeamdeHBl. OTeKOB HIKHUX KOHEYHO-
CTEN HET.

B HeBpoIOrMYecKoM cTaTyce BBHISIBIICHBI HapyIICHUS
IUTABHOCTU CJICASINNX ABVDKCHWI IIa3 B TOPU30HTAb-
HOI1 ¥ BEpTUKAJIBHOM INIOCKOCTSX, CXOISIIEeeCs KOCOTIa-
31¢ 3a CUET JIeBOTO IIa3a (JIEBBIH IJ1a3 He JOBOIMT KHa-
pyXu Ha 3 MM). YMepeHHas IU3apTpus. MBIIICUYHBII
TOHYC HECKOJIBKO CHIDKEH. [irybokue pedaekchl ¢ pyK
u HOor D=S, xuBnIc. [1aTOIOTMUECKNX CTOMHBIX 3HAKOB
HeT. [Toxomka aTakcmdecKast. DTU30ANICCKI — TUTYyOa-
LM TOJIOBBI M TYJIOBHUINA. HeEIMOCTOSHHBIN ITOCTYpaib-
HBIIT TpemMop TpaBoii pyKHW. KoopauHATOpHBIC ITPOOBI
B pyKax BBIMOJIHSIET ¢ UHTEHUIMOHHBIM TpeMOpoM. Jlu3-
METpHSI TIPU BHIITOJTHEHNH TTAJIblIe-HOCOBOI M IISITOYHO-
KoJieHHOU T1po6. JuzauamoxokuHe3. B mpode Pom-
Oepra — nomrareiBaHue. TaHIeMHAsI X0ab0a 3HAYUTEIIEHO
HapyiieHa. HapyieHnit 9yBCTBUTEIBHOCTH TP OCMOT-
pe He omnpeaensercsa. OyHKIINM Ta30BBIX OPTAHOB KOHT-
pormupyeT. OueHKa Mo MoOHpeaTbCKO# IIKale OICHKHU
KOTHUTHUBHBIX PyHKIuit (MoCA) — 22 6ajuta, 94To ¢ yJe-
TOM (QYHKIIMOHAJIBPHOW COXPAaHHOCTH ITIOBCEIHEBHOM
aKTUBHOCTH ITAIIMEHTA COOTBETCTBYET JITKUM KOTHUTHB-
HBIM HapymeHmsiM. OneHka 1o mkaiae SARA (aHrim.
Scale for the assessment and rating of ataxia — 1mKasa mis
OIIEHKU aTakcuu) — 9 OaymnoB (HeTpyOble HApYIICHUS).
Omenka mo mkaire ICARS (anrr. International

Cooperative Ataxia Rating Scale — MexxmyHapomHas 00b-
eIMHEeHHAs ITKajla OICHKN aTaKChi) — 28 GaJlIoB.

IIpoBenero mabopaTopHOoe obciemoBanue. OO
aHaJIn3 KpoBU — 0e3 ocobeHHOCcTeil. B Omoxumuueckom
aHaJIN3e KPOBH YPOBEHbD INIFOKO3HI, TTOKa3aTe I (DYHKIINT
ToYeK, IeYyeHu, KpeaTuH(DOCGhOKNHA3a — B IIpeaesiax
pedepeHCHBIX 3HaYCHUM. YPOBECHh MO3TOBOTO HATPHUIA-
YPEeTHYECKOro IenTruaa He U3MCHEH.

Ha DKI mpu mocTyIieHIT perucTprupoBaiach CUHY-
coBas opagukapausa ¢ YCC 50/mMuH. HopmanbHOe 110710~
KEHHUE BJIEKTPUIECKON ocu cepamna. Boxbraxk HopMaib-
HBli. Hecmeumdnueckme wnsmeHeHus cerMmeHTta ST
u 3yoma T (3yousr T mwutockume B orBemeHusx 1 m aVL,
nByxdasnsie B 11, 111, V6).

ITpu mpoBenennm Dxo-KI' BBIIBIEHA CUMMETpUYHAS
TUTIEPTPODUS CTEHOK JIEBOTO XKeyI0dKa 0¢3 IPU3HAKOB
O0OCTPYKIIMM BBIHOCSILIETO TpaKTa ieBoro xenayaouka (BT
JI2K) B moxkoe; TommmAaa M2XKII B mmactomry B BT JIZK
1,7 cMm, 3agHeii ctenku — 1,7 cMm. Kpome Toro, ormeua-
JINCH IIPU3HAKI HEKOMITAKTHOTO MHOKap/a JICBOTO KeJTy-
mouka (HMJLK) B ob6macTi BepXyIIKu, O0KOBOM CTCHKH
(xkpurepuit Cronbeprepa), TOoe TOJIIMMHA MHOKapaa
mocturana 2 cM. Takke obOpalnajia Ha cebs BHUMaHUeE
pa3nIMIHas CTeIleHb 3XOT¢HHOCTH CTEHOK JICBOTO SKEIy-
noyka. B ocrambHOM 0€3 0OCOOEHHOCTEN: TII0OOATbHAS
cucrtonmmyeckass ¢yHkousg JIZK coxpanena (@B JIK
o Simpson 57%), KaMepsl cep/lia He PacIlMpPEHbl, IPU-
3HAKOB JICTOYHOM TUTIEPTEH3NHT HET.

OKI-kapTHa, HexapakTepHas IS TUIlepTpoduue-
ckoit kaparomuomnaruu ('KMII), cuMmMmeTpraHas Tumep-
TpodusI U HEOTHOPOMHAS 3XOTCHHOCTh MUOKapIa, IpH-
3Haku HMJIK, a takke HeBpojormueckasi CUMIITOMA-
THKAa HE ITO3BOJISUIM WCKITIOUNTh HaJW4YWe y IAIMeHTA
JIM30COMaJibHBIX 0OoJie3He HakoruieHus1 (00Je3Hb
ITomme, 6ome3np Mabpu, Oose3nb JlaHoHa, 00JIE3Hb
Humanna-I1Tnka tumma C) 1 METOXOHIPHUAJBHYIO TTATOJIO-
o (TIPOSIBIISIIONIVIOCA B TOM YHCJIE KapaMOMHUOIIATH-
avu ¢ HMJIXK), 9To mmoTpe®oBaso mpoBeneHUs TOMOII-
HUTEILHOTO MHCTPYMEHTAJBHOTO W MOJICKYJISIPHO-TeHE -
THYIECKOTO OOCIIeMOBaHMUsI, a TakKXe KOHCYJIbTallMid
KIIMHIYIECKOTO TeHETHKA 1 HEBPOJIOTA.

B xome mampHe#lIero IMAarHOCTUYECKOTO ITOMCKA
TIpU IIPOBEICHUY MarHUTHO-PE30HAHCHOI TOMOTpadhun
(MPT) cepaiia ¢ KOHTPACTHBIM YCWJICHUEM ITOATBEPIM-
JIach KapTWMHA CUMMETPUIHON TUTepTporH MIUOKapaa
JICBOTO XeJIymodyka 0Oe3 pacIIMpeHUs KaMmep cepiaia
W HapylmeHUs ero (yHKIUM ¢ IpU3HAKAMHW HaJTAIHS
WHTpaMUOKapauaiabHoro ¢puoposa (puc. 1). I[Mocie B/B
BBEICHMUSI KOHTPACTHOTO IIperiapara B OTCPOUYCHHYIO
dazy (gepe3 10-15 muHYT) ompenesuioch Tuddy3HOE
cyOsmmMKapanaabHOe KOHTPACTHPOBAaHUWE MHUOKapia
06a3aIbHOTO CerMEHTa IepeIHeO0KOBOM CTEHKH JIEBOTO
XKeJyIo4YKa, B CPeIHEM CETMEHTE PaCIIPOCTPaHSIIONMIeeCs
Ha BCe CJIOM CTCHKM MUoKapaa (puc. 2). MPT cimHHOTO
MO3Ta MoKa3aja UCTOHYCHUE CIIMHHOIO MO3Ta B TPYI-
HOM oTaene 10 4 MM (puc. 3). MPT ronoBHOTrO MO3ra —
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Puc 1. MPT cepgua. KoHueHTpuyeckas runeptpodus Mvokapaa 6e3 npusHakos
aunataumy kamep cepaua.

Puc. 3 (A, B). MPT cnnHHOro Mo3ra. A — UCTOHYEHME CMIMHHOrO MO3ra B rpyAHOM
otaene (HayposHe Th 3 — Th 11) o 4 mm; B — B LIeitHOM oTAeNe 1 Ha ypoeHe Th12
AMameTp CNMHHOIO MO3ra HE U3MEHEH.

6e3 ocobeHHOCTEM (B T.4. CO CTOPOHBI MO3XEUKa)
(puc. 4).

ITo maHHBIM YyJIBTPa3ByKOBOTO HKCCIEOOBAHUS Opra-
HOB OpPIOLIHOM MOJIOCTU, MIPU3HAKOB CTPYKTYPHBIX U3ME-
HEHWI MTapeHXUMBI OPTAaHOB HE BBISIBICHO.

ITpu ocmoTpe 0(MTaTbMOIOTOM MPU3HAKOB MOpaxe-
HUS 3pUTEIBHOTO HEPBA BBISIBIIEHO HE OBLIO.

ITo pe3ynasraTam KOHCYIBTAllMKA HEBPOJIOTA PEKOMEH-
JIOBaHO TpoBefaeHNe AuddepeHInaTbHOrO0 IrarHo3a
MEXIY HACJIECICTBEHHBIMU MO3XEYKOBBIMU aTaKCUSMU
1 OOJNe3HSIMU OOMEHA C MPEUMYILECTBEHHBIM ITOpaXe-
HUEM MO3XeuKa U 0a3aJIbHBIX SED.

B xone manpHelilield KOHCYJIbTAllUA BpauyoOM-TEHE-
TUKOM PEKOMEHIOBAHO MPOBEAEHUE NT000CIEeTOBAHUS
JUTSL UCKJTIOYEHHUS TM30COMAJIbHBIX 00JIe3HEN HAaKOIIe-
Hus1 (60me3up Ilomme, Oone3np Pabpu, 00IC3HB
Humanna-Iluka tuna C), MUTOXOHIPUAITBHOW MaTO-
JIOTWU, HACTIEACTBEHHBIX HEMPOIETEHEPATUBHBIX 3a00-
JIEBAHUMN.

Puc. 2. MPT cepaua B 0TCpOUeHHYI0 $ady KOHTpacTupoBaHus (d4epes 10-15 MuHyT
nocne B/B BBEAEHWS KOHTPACTHOrO BellecTBa). Onpenensietcs andoysHoe cyb-
anMKapavanibHOe KOHTPacTMpOBaHue Muokapaa 6a3anbHoro cermeHTa nepeaHe-
60KOBOV CTEHKM JIEBOTO XENYA0YKa, B CPEAHEM CErMEHTE PacnpoCTPaHsioLLEeecs
Ha BCE C/I0M CTEHKM.

Puc. 4. MPT ronoBHOro Mo3ra: Ha akCuasbHbIX 1 CarnTTanbHbIX CPe3ax BELLECTBO
MO3Xeuka UHTaKTHO.

MetomoM TaHOeMHOI Macc-cuekrpomerpun (ESI-
MS/MS) ObBIIO IIPOBEICHO OIpeaesicHNe aKTUBHOCTHU
depMeHTOB o~ D-ramakro3unassl B KpoBu (7,84 MKMOIB/
ymtp/yac — 6one3np Pabpu UCKITIOYEHA), B-TITIOKOIIe-
pedpo3umasel B cyxux IigTHax KpoBu (13,30 mMKmonb/
nutp/9ac — Oone3Hb lome uckmodeHa). HopmanbHbie
3HAYCHUS aKTUBHOCTH KUCIION anbda-TIIoKO3MIa3sl
TIO3BOJIMIIN UCKITIOUNTH 00s1e3HB [Tomtre.

Ha ocHoBaHMM HOpPMAaJIBHBIX 3HAYCHUI COOCpPKAHUS
Tpuona (5,9 ur/mi), 7-keroxonecrepuHa (28,8 Hr/mi)
¥ aKTUBHOCTU XUTOTPUO3MIa3bl B KpoBH (10 HMOIh/4/MiT)
ObIIa TaKKe MCKIMIoYeHa 6ojie3Hh HumanHa-Inka tvrma C.

Bmecte ¢ TeM, mo pe3yibrataM HMCCIICIOBaHUsS TeHa
FXN, B OByX XpoMOcCOMax BbISIBJI€HA ITaToJOrMyeckast
akcnaHcusgs GAA-ToBTOpoB (60jiee 33), 4TO IOATBEp-
mito nuaraos AMd.

OTHOCHUTENIBHO TO3IHEee HAaYaIo 3a00JIeBaHUS MOXKET
OBITH 00YyCTOBNIEHO HeOoJbIoN BenmunHOl GAA-3KC-
maHcuu (OOIbIIE MOMYISIIIMOHHOTO, HO MEHBIIIE HE00XO0-
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Ta6nuua 1
Xapakrepuctuka Haxopok npu 3xo-KI npu runeptpodpum mmokapaa neBoro xenyaka pa3nuyHown 3TMONOrum
3abonesaHve MakcumansHas Ppakums BeIGpoca PervonansHas [nacTtonnyeckas O6CTpyKUMS Cneupnduyeckue
[macTonuyeckas NIEBOr0 XenyAo4Kka COKPaTUMOCTb DYHKLMS BbIHOCSILLEr0 0CoBeHHOCTY
TOMLLUMHA CTEHKM TpakTa NeBoro
Muokapaa Xesynodka
AD 15 MM Hopma nnu HesHaunTenbHo 3amepnneHve Het “3epHucTan” cTpykTypa
He3Ha4NTENBHO CHUXeHa paccnabnenus
CHMXEHa
CnopTuBHoe 14 Mm Hopma Hopma nm Hopma Het HesHauntensHoe
cepaue noBbILLIEHA yBeNnyeHme
pa3mepoB JDK
O6¢TpyKTMBHANA >20 Mm Hopma SABHO CHIXEHA 3amepnneHve Ha AccumeTpuyHas
FKMMN paccnabnexus rmnepTpodus
ApTepuanbHas 15 MM Hopma HesHaunTensHo 3amenneHve Het MpenmyLecTBEHHO
rmnepTeH3ns CHWXEHa paccnaénenmq 6a3anbHble oTaenbl
neperopoaku
Amunnonaos 14 Mm Hopma nnn F1BHO CHIXEHA Mcespo- Het “3epHucTas” cTpykTypa
HE3Ha4YUTENbHO HopmManuaaums;/
CHWXeHa pecTpuKums
BonesHb Pabpu 15 Mm Hopma YMepeHHO CHikeHa — 3amepneHue Het TvnepTpodus
paccnabnexus nanuSPHbIX MbILLILY,
HekomnakTHbIn 25 Mm CHuxeHa HesnauntensHo/ 3amepneHue Het NoBbileHHas
MUoKapm, YMEPEHHO CHMXeHa  paccnabnequs TpabekynsipHOCTb

IUMOTO IIJIT paHHEro pa3BUTHS 3a00JIcBaHUS). YUMTHI-
Basl, 9TO MATOJIOTHS CepAlla SIBJISICTCS OCHOBHOM ITPUYH-
Hoit cMmept Tipu AD, MalMEHTY PEKOMEHIOBAHO
HaOJIIoIcHNE 1 JICUCHUE Y KapIHOJIoTa.

Ha ¢oHe neyeHuss auypeTMKaMM, WHTMOWUTOpaMU
aHTUOTEH3WH-TIPeBpaIIaoiero GepMeHTa, B-aapeHo-
O10KaTOpaMM, aHTAaTOHUCTAMHM MHUHEPaJTOKOPTUKOMII-
HBIX PELENTOPOB, AHTATOHWCTAMM KajbliMs, a TakXke
aHTHOKCUAaHTaMM (BuTaMuH E, nnebeHoH), (hIyoKCceTH-
HOM W PHUBACTUTMHUHOM COCTOSIHHMC MAIlMEeHTa YIIydIIH-
JIOCh: perpeccHUpoBajla OIBIIIKA, VIYIIIMIACH ITOXOIKa
W IBIDKCHUSI, HOPMAJIM30BAJICS SMOIMOHAIBHBIA (DOH.
[TauueHT mnpomoskaeT HaOMOAATHCSI KapaAUOJOTrOM
1 HEBPOJIOTOM.

OGcyxaeHune

CepmeuyHass HEIOCTaTOYHOCTb SBJISICTCS TPUYMHON
cmeptu y 60% nauneHtoB ¢ AD. OnHaKO HEPEIKO Iep-
Bble KJIIMHUYECKHE TIPOSBIIEHUS CEpAcYHON HeIOoCTa-
TOYHOCTH 3HAYUTEJIBHO OTCPOYCHBI BO BpPEMCHU
OT MOMEHTA J1e610Ta HEBPOJIOTUYECKUX HAPYILIEHU !, YTO
O00YyCIIOBJICHO CHIDKCHUEM (U3WUECKOM AaKTMBHOCTHU
OOJIbHBIX, 9YaCTO 3HAYMUTEIBHO OTPAaHMYCHHBIX B IBHUTA-
TEJIPHOW aKTUBHOCTH BCJICACTBUE HEBPOJIOTHMICCKOIO
neduuTa.

Ha Dxo0-KI' B mogasisiomnieM OOJBIIMHCTBE CIIydacB
BBISIBJIICTCSI CHMMETPHYHAS TUITEpTPOGHSI MUOKapaa 6e3
MIPU3HAKOB OOCTPYKIIMHU BEIHOCSIIETO TPaKTa, IIPU 3TOM,
MaKCcHMaJibHas ToJrHa cTeHoK JI2K He mpeBbIaer 1,5-
2,0 cM. BreigBiaeHmne runeprpodun Mmokapaa He SBIISI-
eTCs CIIOXHOM 3amadeii — JOCTaTOYHO JTaHHBIX Dx0-KI.

[Mopoif HanOOIBIINE TPYIHOCTH IIPEACTABIISICT YCTAHOB-
JIeHUEe TIPWUYMHBI BBISIBJICHHOH rurieprpoduun. Kapmano-
muonatusg npu AD He 001amaeT KAKUMH-JINOO XapaKTep-
HBIMH NpPU3HAKaAMM, IT03TOMY TOJBKO KOMILJICKCHBIN
aHaJIN3 KapAUOJIOTUICCKUX W COITYTCTBYIOIINX HEBPOJIO-
TUICCKUX HApYIICHWI B COYETAHUM C JAaHHBIMHA HEHPO-
BU3YAIM3AIIUY MOXET MO3BOJIUTh C OOJIBIION CTEIIEHBIO
BEPOSITHOCTH 3aIION03PUTh BEPHBIN mrarHo3 (taoi. 1) [3].
Kak u mpu ammimonnose cepama, Mmuokap mpu AD nMeer
“3epHHUCTYIO” CTPYKTYpPy, OOHAKO HET IIPU3HAKOB
PECTPUKIINM M TIOpPaXKCHMSI APYTUX OPraHoOB (Hambojee
xapaktepHo mist AL-amunonmosa) [4]. Otmmane KMII
COCTOUT B 00Jice BEIpaXXeHHOU rumnepTpodun Mmuokapaa
(Kak TIpaBMJIO, TOJNIIMHA CTEHKU JICBOTO XEIymodyKa
6omee 20 MM) B (OPMUPOBAHUM OOCTPYKIIUM BBIHOCSI-
IIIETO TpaKTa JICBOTO XKeJIyI09IKa, YTO HE SIBJIICTCS XapaK-
TepHBIM WIS Kapauomuoratuu mpu A®. [Ipu mmarso-
CTHKE HEKOMITAKTHOI KapANOMHOTIATUH JIEBOTO XKeJIyIKa
PYKOBOICTBYIOTCSI KpuTepusimu CTojioeprepa, KOTOPEHIC
BKJTIOUAIOT B ceOsl HAIWYMEe HE MEHee TPeX OTHCIbHBIX
TpabeKyJI, a TAK3KE COOTHOIIICHNE TOIIITMHBI HEKOMITAKT-
HOTO cJIos ¥ KoMIakTHoro 6onee 2,0 [5].

BrIsiBIIeHME OTIIMIMTEIBHBIX KAYECTBEHHBIX 1 KOJIM-
YeCTBEHHBIX XapaKTepHCTUK Kapauomuornatnu npu AD
(HammpuMep, 3aKOHOMepHAas JIOKAIN3allisI M pacIIpocTpa-
HEHHOCTh 30H (prbp0o3a) MOXKET MO3BOJUTH ITPOBOINUTH
CBOEBPEMEHHYIO BepH(PUKAIIMIO OMArHO3a M COOTBET-
CTBEHHO paHbIlle HAYMHATH Tepanuio. CTOUT OTMETHT,
YTO Ha TIPOTSKEHUU JOCTATOYHO TOJITOTO BPEeMEHM TTOKa-
3aTeNIN TJIO0ABHOM CHUCTONIMIECKON M TUACTOIMYCCKOM
(byHKIIMiT MHOKapaa, a TakKke pa3Mephl KaMep cepilla
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OCTaIOTCS B IIpelesiax HOPMaJIbHBIX 3HadeHUil. [Ipume-
YaTeIbHO, YTO HAa PaHHUX CTAAWSIX COXpaHHas (hpaKIIMs
BBIOpOCA JIEBOTO XEJIyIOYKa COUYETACTCSI CO CHIDKCHUEM
yIapHOTO 00beMa, 9YTO, BEpPOSITHO, O0YCIIOBIICHO KOHIICH-
TPUICCKUM PEMOIEIMPOBAaHNEM MUOKapaa. TOJIBKO
Ha MO3THMX CTagUSIX OTMEYAeTCS MMIATAIMs TOJIOCTEH
U CHIDKCHHE COKPATHTEIIBHON CIIOCOOHOCTH MHOKapia.
Takast mMHAMWKa, B TIEPBYIO OYepenb, OOYCIOBICHA pa3-
BUBAIOIINMCSI HMHTPaMHOKAPINAIBbHEIM (UOPO30OM,
B MeCTaX CKOIUICHUSI KOTOPOTO IIPOUCXOINUT UCTOHUCHIE
CTE€HOK, YTO U MPUBOAUT K PEMOJECIMPOBAHUIO U CHIXE-
HUIO HacocHo# (pynkmum. Hammane ¢pubposa oOycIoB-
JIMBaeT TakKKe HEOTHOPOITHYIO 3XOTeHHOCTh MHOKapia,
KOTOpasi HapsILy ¢ CUMMETPUIHOM BBRIpAaXKeHHOM THUTICP-
Tpodueli MIOKapaa 3acTaBJIsIeT IPOBOINThL AuddepeH-
UAJbHYI0 OWATHOCTUKY C OOJe3HSIMU HaKOIUICHMUS
¢ TIopaxkeHNEeM MHOKapa.

Ilo maHHBIM JuTepaTyphl, Mpu TpoBeneHun MPT
cepalia 1axe Ha JOKJIMHUYECKON CTaiuu U B OTCYTCTBUU
BBIPAXKCHHOM TUIIEPTPO(PUH yKE BEISIBISIIOTCS] CHIDKCHIIE
nmepdy3moHHOrO pe3epBa MHUOKapaa M IIPU3HAKU
¢pubpo3a. DTa HaxogKa MOXKET CTAaTh KIIIOUYOM K IMarHO-
CTHKE KapIMOMUOIIATHH Ha 0ojice paHHMX cTagusx AD,
Korga Havajo JjedeHus Oosiee 3(P(HEKTUBHO B OTHOIIC-
HUU TIPOTPECCUPOBAHMSI CEPHACUYHON HETOCTATOTHOCTH.
HMeroTcs TIpeaItonoxXeHus, YTO HapyIIeHne MAUKPOIIHP-
KyJISSOUM MHUOKapaa ¥ CHUXEHHE I1epdy3rMOHHOTO
pe3epBa 00YCIIOBICHE HE COOCTBEHHO M30BITKOM 3Keje3a
B opraHemax (Kak IIpM TeMOXpOMAaTo3¢ WJIM Tajlacce-
MWH), a HapyIIeHNEM TKaHEBOTO ObIXaHMS M3-3a IIOBPEe-
XKICHUS MHUTOXOHIPHUL. DTa THITOTE3a BBICKA3BIBACTCS,
B TOM 4YHCJie, HA OCHOBAaHUM TAHHBIX Iep¢hy3NMOHHOU
MPT B nokoe y NallMEHTOB C MILIEMUYECKON CHMIITOMA-
THKOI M THTAKTHBIMM KOPOHAPHBIMHU cocymamu. HecMmor-
ps Ha hopMHUpoBaHNEe KOHIICHTPHMIECKOM TUIIepTPODUN
MuoKapaa, y manueHToB ¢ AP Ha OKI oTcyrcTByIOT
TUIWYHBIC UIST TAIEPTPOMOUICCKON KapaIHMOMHUOIIATUN
n3MeHeHus. Jlaxe y mMalueHTOB ¢ BEIpaXKeHHBIM YTOJIIIE-
HHEM CTCHKH JICBOTO KeIyIOYKa He BBISIBIISICTCS VIIMHE -
Hue mHTepBasia QRS, 9TO MCKIIOYaeT BOBJICUYCHHOCTH
HoXek Tydka Iica. B 1o ke Bpems, Gojiee ueM y 90%
manreHToB Ha OKI  perucTpupyiorcss OTKIOHCHHUS
OT HOPMBI, XapaKTepHU3YIOIIUecs IIPEUMYIICCTBEHHO
n3MeHeHneM cermeHta ST-T B Bume WMHBEpCHU WA
yomeHusT 3yona T B JIEBBIX TPYIHBIX OTBEICHUSX;
Ha 0ojee mo3gHUX cTanusax AD peructpupyercst yBeln-
yeHMe aMIUIUTYAbI 3y61a R B orBemenusix V5-V6 u 3y6ia

S — B VI-V2, 4T0o gBNIgIeTCS OOIIMM ITPU3HAKOM TUTIEP-
Tpopu MHOKapra JIEBOTO KeJIyaodKa. AHAIU3 WHTEp-
Basta QT He BBISIBIISICT M3MEHEHMS €T ITPOIOKUTEIFHO-
CTH, YTO HE BIMSIET HAa BOCIHPUHUMYMBOCTD MHOKapaa
K Pa3BUTHUIO 3JI0KAYECTBEHHBIX JKEJIYIOIKOBBIX ApUTMMUIA.
Bmecte ¢ Tem, Hanmume OUACTOIMYCCKON MTUCHYHKIIMT
W YBeIWYCHWE MOaBJICHUS HAIIOJHEHUS KETyI0YKOB
MOXET IIPOBOLIMPOBATh pPa3BUTHEC CYIIPABCHTPUKYIISIP-
HBIX apUTMMI, TaKNX KaK (GUOPWIISIIIAS U TpeleTaHue
npencepauii [6, 7].

CTouTh OTMETHUTH, YTO HAPSIAY C Pa3BUTHEM THUIIEP-
Tpodru MHOKapa JICBOTO XeJIyIoJKa Y HalneHToB ¢ AD
KpaifHe peIKO PErUCTPUPYIOTCS KM3HEYTPOKAIOIINEC
JKeJTyIOYKOBEIC HAPYIICHUS pUTMA, TUTTMIHEIC IS TTaI -
eaToB ¢ 'KMII. D10 pasnuune OOYCIOBICHO pa3HOMU
CTPYKTYpHOIl Mopdonorueii kaparomuonutoB MZKII.
Tak, npu pazsutuu nepsuuHoit 'KMII yBennuuBaercs
He TOJBKO IUIMHA ¥ TOJIIWHA KapIWOMHUOIUTOB,
HO MEHSCTCS U MX MPOCTPAHCTBCHHAS OpHEHTAIIUS, T.C.
KapIMOMHUOIMUTH MEXKETYIOUYKOBOM IepeTOpOIKI pac-
TOJIaraloTCsA IIOTIEPEeYHO, a He IpomoibHO. [1omoOGHBIX
MOP@OIOTHICCKUX TIPU3HAKOB TP ayTOIICUU HE BHISIB-
JIIeTCS y MAIlMeHTOB ¢ KapauoMuonaTtueil mpu A, 4o,
110 BCeil BUOUMOCTH, M OOYCIIOBIMBACT HU3KYIO 9aCTOTY
pa3BUTHUS XKeJTyIOUYKOBBIX apuTMUii [8-13].

3aknioueHune

IIpencraBneHHbIN KIMHAYECKUIA CIIydail TOCTATOYHO
SIPKO TIPOJEMOHCTPUPOBAN 1e0I0T 3a00eBaHUs C OJHO-
BPEMEHHBIM pPa3BUTHEM KaK HEBPOJOTMYECKOM, TakK
W KapavajibHOi cuMnToMatuku. HecMoTpst Ha TO, 4TO
¢ MoMeHTa omnmcannss AD mpomnio yxke 6omee 150 e,
OCTaeTCsl MHOTO HEPELIEHHBIX BOIMPOCOB B OTHOLIEHUU
OUAaTHOCTUKYM U JIeYCHHUST 3TOro 3aboseBaHMsI. OCOOBIN
MHTEpPEC U B TO XK€ BpeMs CIIOXHOCTb IpeACTaBIISIET
M3y4eHUEe KapAMOJOTMYeCcKO COCTaBsSIONIE HaHHOM
MaToyioruu, T.K. y 60% MmalueHToB IPOAOKUTEIbHOCTh
JKM3HU OOYyC/IOBJieHa WMEHHO CTENeHbl0 HapylIeHWUs
dyHKIMU cepana. B HacTosiee BpeMst He pa3padboTaHbl
METO/Ibl pAHHEW AMarHOCTUKU U TMTPOTHO3UPOBAHUS TeUe-
HUSI CepIeYHOM HETOCTATOYHOCTH y MaleHTOB ¢ AD.
B 37011 CcBSI3M 0COOBIN MHTEpPEC MPEACTABISIET AajlbHel-
111ee U3y4eHUe NTaHHOM MaTOJIOTUU U TIPOBEIEHUE TOTOJI-
HUTEJIbHBIX UCCIIEIOBAHU C LIEJIBIO TTOUCKA PAHHUX Map-
KEepOB MOpaxkeHus cepilla, KOTopble MOTJIM Obl MO3BO-
JIUTh TIPOBOAUTHL OoJiee paHHEE, a, COOTBETCTBEHHO,
u 6onee 3(ppeKTUBHOE, JIeUeHUE.
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