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Hypertrophic olivary degeneration (HOD) is a rare variant of transsynaptic degeneration in the inferior olivary nuclei due to a lesion within the dentato-rubro-
olivary pathway, also known as the Guillain—Mollaret triangle. Bilateral HOD can be identified on MRI in patients with not only acquired but also genetic
neurological disorders. The article describes patients with both common and rare genetic causes of the bilateral HOD. The pathophysiology of HOD is also briefly
reviewed.
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Beenenne

Tumeprpoduaeckas omBapHas nereHepamus ([OJ1) sBisercs
PEIKMM BapMaHTOM TPAHCCHHANTHYECKON NereHepaluy sapa
HIDXHEN OJTMBBI BCIEACTBUE MOPaXeHMS ad(GepeHTHHIX Mpo-
eKIIMH K HIXXHEH oJluBe B paMKax JeHTaTO-pyOpo-0J1MBapHOTO
MYTH, U3BECTHOTO TakKe KaK TpeYroJdbHUK [iteHa—Moimtape
(puc. 1). [TaTtorormaecKmii IPoIecC IPH STOM MOXKET 3aTparu-
BaTh UIICUJIaTepaIbHbIN 0 oTHOLIeHHIO K ['O/] 1ieHTpanibHbIi
TMOKPHIIIEYHBI MyTh W (MJIM) KOHTpalaTepalbHOEe 3y0duarToe
SIIPO MO3XeUKa, WK ero 3pQepeHTHbIe CBA3M, UAYLIUE B CO-
CTaBe BEPXHMX MO3XEUKOBBIX HOXEK U ITePeKPEeIINBAIONTIECS
Ha YpOBHE KpacHOro siipa cpeqHero Moara [1]. Ilpumeuarens-
HO, YTO MOPaXXeHNE OJIMBO-IEHTATHBIX BOJIOKOH, TIPOXOISIINX
OT HIDKHUX OJIB Yepe3 HIDKHIE MO3KEUKOBBIC HOXKKM K 3y0Oua-
TOMY SIIpY Ha Apyroii cropoHe, He nmpuBoauT K ['O/I.

Ssnenne 'O/l He gBnsieTcsl HemaBHUM OTKpbITHeM. Emié Ha
pybexe XIX u XX B. HaKarIMBaauch HaOMIOAEHUS CIIyYaeB C
OIMMCAaHUEM THUIIEPTPOGUH OJMB IIPOTOITOBATOrO0 Mosra [2].
B 1920-x rT. cTanu nosiBASATHCS HaOmoaeHUs o couetaHuu ['O/]
C XapaKTepHBIM THIIEPKUHETHICCKIM CHHIPOMOM (TJIa30HE0-
HBIM MHOKJIOHYCOM, MJIM TJIA30HEOHBIM TPEMOPOM), UTO BIIO-
CIIEICTBUY HAIILIO CBOE MATO(PM3MOJIOTNUECKOE 00BSICHEHNE B
pabote Kopxa IuiteHa u [Ibepa Mosutape, onucaBLUIMX poOJib
MOPaXeHNsT JIeHTaTO-pyOpO-ONMBAPHOIO IYTH B Pa3BUTUH
I'O/1 u BTOpruHOTO T1a30HEOHOTO MUOKIOHYCa |3]. Tem He Me-
Hee B psane caydaeB ['OJl MoXeT U He CONpPOBOXKAATHCS 3TUM
TUTIEPKIHETUYECKUM CHHIPOMOM.

ITatomopdonornyecku 'O/l xapakTepusyeTcsl pa3BUTUEM He
TOJIBKO THIIEPTPOPHH HEHPOHOB, BAKYOISAPHOM HereHepa-
yel WX IMTOIIa3Mbl M (HOPMUPOBAHMEM Te€MUCTOLUTHBIX
(HaOyXIIMX, peaKTUBHBIX) ACTPOLIUTOB, YTO MAKPOCKOMUIECKHU
MIPUBOIUT K YBEJIMIECHMIO HIXKHUX OJIUB, HO M TOHKUMM MOJIe-
KYJISIPHBIMU TIepecTpOiiKaMu B TeJlaX HEHPOHOB U HeWpuTax,
CBUIETETLCTBYIONIMMH O XPOHMYECKOM KJIETOYHOM cTpecce [4].

Puc. 1. Tpeyroasnuk Iniiena—Mosnape.

JleHTaTo-pyOpasibHblil MyTh MPOXOIUT Yepe3 BEPXHUE MO3XKEYKOBbIE
HOXKM ¥ UX Tiepekpect (BepHeknHKa) K KpacHOMY siipy TIPOTHBOTIO-
JIOXHOU cTOpoHBI. OT KPacHOTO si/ipa BOJIOKHA Yepe3 LIEHTPATbHbII
TIOKPBIIIEYHBL MYTh HAMPaBIAIOTCA K MICHIATEPANbHOMR HIDKHEH
onmBe. OT HIKHEW OJIMBBHI B COCTAaBE HIKHMX MO3KEUKOBBIX HOXEK
OJTMBO-IEHTATHBIE BOJOKHA MIYT K 3y04aTOMY APy HPOTHBONIONOX-
HOM cTOpoHbI. K runmeprpoduyeckoii on1BapHOii ereHepauy Ipy-
BOIWT TIOBPEK/ICHNE BCEX TePEYNCIIEHHBIX MyTeld, KpOMe OJIMBO-JIECH-
TAaTHOTO

Fig. 1. Guillain—Mollaret triangle.

The dentatorubral pathway runs through the superior cerebellar
peduncles and their decussation (commissure of Wernekinck) to the
contralateral red nucleus. Then, the fibres run from the red nucleus
through the central tegmental tract to the ipsilateral inferior olive. From
the inferior olive, the olivodentate fibres run to the contralateral dentate
nucleus as part of the inferior cerebellar peduncles. Hypertrophic
olivary degeneration is caused by damage to all these pathways except
the olivodentate one
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OmmcaHHbIe NI3MCHEHMS Pa3BUBAIOTCS BCIICACTBUE YITOMSHYTHIX
BbIlIE AeaddepeHTaAMOHHBIX TIOBPEXIeHUI ¢ (DOPMUPOBAHM -
€M BTOPMYHOI HeTPEKPAIIAIOIICICS CITOHTAHHOM THITePAKTHB-
HOCTM HIDKHMX OJIMB (T.K. yTPauMBaeTCsl TOPMO3SIIIEe BIMSHIE
Ha HMX LEHTPAJbHOTO MOKPBIIEYHOTO IYTH), YTO MOATBEPXK-
JaeTcsd HaHHBIMUA TO3UTPOHHO-3MHUCCHOHHON TOMOTpadun
¢ (ropae3okcuriaoko3oii [5—7]. Bmecte ¢ TeM apyras rpymma
uccienoBatesieli He OOHapyXWia W3MeHEHMI MeTabosm3ma
(bropae3okcurmoKo3sl B u3MeHEHHOI onuse ipu [O/] [8].

Ha ocHoBaHMM aHAM3a JaHHBIX ayTOIICUH § TTAIIMEHTOB, TIepe-

HECIINX KPOBOM3IUSIHME B MOCTY TOJIOBHOTO MO3Ta C Pa3BUTU-

eM OTHOCTOpoHHei runeprpoduu onmms, N. Goto u coasr. [9]

BhLIeIM 6 cTamuit passutus [O/I:

1) oTCyTCTBUE U3MEHEHWIT HUXXHUX OJUB (TIepBbIE 24 4 OT KO-
BOMBJIUSHUS);

2) nereHepals onuBHOro Iama (amiculum) (2—7-e CyTKH,
BO3MOXHO, 00JIblIIE);

3) onuBapHag runeptpodust (3-g Hemens) ¢ runeprpodueit
HEWpOHOB, HO HE TN,

4) MaKcUMaJbHOE YBETMUEHUE OB C IPHUCOCTNHEHUEM TUTIe-
Tpoduu rmu (MpUMepHO ¢ 8-To Mecs1a);

5) omBapHast ceBIOTUIepTPOdUS (IIPUMEPHO € 9-T0 MecsAIa);

6) aTpous HIXXKHUX OJIUB (CITYCTST HECKOJIBKO JIET ITOCIE KPO-
BOMBITUSIHUS).

C mosiBieHueM MarHUTHO-pe3oHaHCHOW ToMorpaduu (MPT)
CTaJia BO3MOKHOM MPXKMU3HEHHAS BU3YAIN3aLIUs TUIIE PTPODUH
HWXHMX OJIUB B BUIE YBEIMYEHMS UX PA3MEPOB U MOBBIIIEHUS
nHTeHCcUBHOCTH curHaima Ha FLAIR- u T2-B3BelIeHHBIX U30-
OpaXeHMsIX y TMALMEHTOB ¢ TIOpaXeHUEM CTPYKTYP TPEyroJib-
Huka [uiteHa—Monnape paznuuHoii atronoruu [10]. ITpu aTom
IMHAMHMKA M3MEHEHUI CUTHABHBIX XapaKTePUCTHK M pa3Me-
POB HIXKHMX OJIUB, BhIsSIBAsIeMbIXx Ha MPT, oTpaxaeT npencras-
JICHHYIO BHIIIE ITOCIEIOBATEILHOCTh ITATOMOP(OIOINISCKIX
usmeneHuit [11, 12]. T2/FLAIR-runepuHTeHCUBHBIN CUTHAT
OT HUXXHUX OJIMB HAUMHAET PETMCTPUPOBATHCS CITYCTS TPUMED-
HO 1 Mec mocjie MmoBpexIeHUs TpeyroibHuKa [uitena—Mon-
Jlape, B TO BpeMs Kak COOCTBEHHO TMIepTpodus pa3BUBaeTCS
¢ 6-ro MecsLa 1 ymeHbuiaercs ciycrs 3—4 roga [13]. Cam ru-
TIEPUHTEHCUBHBIN CUTHAN OT HMXKHUX OJIUB ITPU 3TOM HEPEIKO
TIPOMIOJIKAET COXpaHsIThes [14].

Kax crenyer n3 maTou3nonorMyeckux ocoOEHHOCTeH pas-
Butug ['OJl, 310 ABIEHUE MOXET OBITh KaK OJHOCTOPOHHUM
(MmcunatepaabHO OYary Mpv TOPaXeHUM IIEHTPATbHOTO TI0-
KPHIIIEYHOTO IIyTH B CTBOJIC TOJIOBHOTO MO3Ta MJIM KOHTpaja-
TepaibHO Ovary Mpu MopaxkeHuM 3y0yarToro simpa Wiv AeHTa-
TO-pYOPaNbHOTO MYTH B BePXHEN MO3XEUKOBOM HOXKE), TaK
U [BYCTODOHHMM (MIpY MOBPEXIEHUU MEPEKPECTa AEHTATO-
PYOpabHBIX TIyTeil WM JBYCTOPOHHEM TTOPAXEHUM JIEHTATO-
PYOpaNbHBIX MIW IEHTPANbHBIX MOKPHIIEYHBIX MyTeit), YTO
OIpenenseTcsl CTeNEeHbI0 BOBJICYEHHOCTU B TMATOJOTMYECKUiA
Tpoliecc CTPYKTYp TpeyronbHuKa I[itena—Mosmtape. Hecmo-
Tpsl Ha TO YTO paHee MBYcTOpoHHsAA ['OJl cuurtanach penkum
SIBJIEHNEM, UCCIIeIOBAHMS TIOCIIEIHUX JIET ITOKA3bIBAIOT 00paT-
Hoe. Tak, B padore C.M. Carr u coasr. [15] u3 102 nauueHTOB
¢ 'O, suisiBieHHOM pu MPT ronoBHOro Mo3ra, y 74 yenoBex
3TO SABJICHUE MMeEJIO ABYCTOPOHHMIA xapakTep. [omoM mo3xe B
uccnenosanuu T. Konno u coasr. [16] u3 95 ciayyaes 'O/l B 59%
runeptpodus onuB ObLIa TakXe ABycTOpoHHei. HakoHel, mo
JAHHBIM HamOoliee cBeXXero aHaiau3a, nmposeaéHHoro H. Wang
n coaBT. [14], u3 151 ciyyas ¢ [OJ] uamMeHeHUsI B 01MBax ObLIM
JBYCTOPOHHUMHU Y 69 (45,7%) naieHToB. B mepedncieHHbIX
paboTax aHaIM3UPOBATACh TAKXKE ITUONOTMYECKask CTPYKTypa
I'OMl. Hanbonee yacTeIMy IPUYMHAMYU PA3BUTHSI TUTIEPTPOPUN
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(B TOM 4McCIie IBYCTOPOHHEI) HIKHUX OJTUB OKA3aIUCh COCYIM-
CTBIe 3a00JIeBaHMSI TOJIOBHOTO MO3Ta C TOPAXXEHUEM CTPYKTYP
TpeyronbHuka [uiteHa—MoJnape (KaBepHo3HbIe Majib(opma-
Iny, WHOAPKT WM KPOBOM3IUSHUE), OMYXOIH (IIMJIOIMTAp-
Hasl acTpOLIMTOMa, MeTacTa3bl, B-kineTtouHas numdpoma u 1ip.) u
orepauuu 1o ux ynanenuto. Pexxe mpuurHamu I'OJ] BeIcTYnau
JYeperHO-MO3r0Basl TpaBMa C TIOpakeHHEM BEIIeCTBA TOJIOBHO-
r0 MO3ra, BOCHaluTeNbHble 3a0o0seBaHus (bone3Hb bexuera
C MOpaXeHWeM HEPBHOM CHUCTEMBI, JUCTEPUO3 IIEHTPAIbHOIM
HEPBHOI CHUCTEMBbI, TOKCOILIa3MO3, ONTUKOMUENUT U Tp.),
METPOHMIA30/I-UHAYLIMPOBaHHasl 3HIedanonatus [14, 16].
B ananmusze, nposenénHom H. Wang u coasr. [14], y 9 mauueH-
ToB u3 151 'O/l 6pu1a CBSI3aHA C TEHETUYECKU OOYCIOBICHHBIM
MopaXeHWeM HEpPBHOM cUCTeMbl: B 1 ciyyae — c 00J€3HbIO
Bunbcona (BB), B ocTalbHBIX — ¢ MUTOXOHAPUAIbHBIMU 3a-
0oJeBaHMAME, aCCOIMMPOBAHHBIMU ¢ MYTAIIMSMU B SICPHBIX
reHax POLG v SURFI; nipy 3ToM Juiiib ¥ 1 U3 3THX 9 0OJIbHBIX
'O/l 6b11a OTHOCTOPOHHEN.

IIpumMeuarenbHO Takxke, YTo B KoropTax mauueHToB ¢ 'O/,
npoaHanu3upoBaHHbXx H. Wang u coasr., C.M. Carr u coaBrT.,
T. Konno u coasr. [14—16], nMeeTcs 101 GONBHBIX C HEBHI-
SICHeHHOM 3THonorueit msycroponHeir I'OI: 39 mammeHTOB
u3 102, 29 u3 95 u 4 u3 51 coorBercTBeHHO. Hemanast yacThb
U3 HUX Habmofanach ¢ IMAarHO30M TMPOTPECCUPYIOIIEH aTak-
CUU U TPEMOPOM MSITKOTrO HEOA — KIMHUYECKUM CUHIPOMOM,
npemioxeHHbIM B 1985 . M.R. Sperling u coasr. [17]. Cxoxue
pe3yJbTaThl OBLIMA TONYYeHH [18] mpym aHamM3e MalUeHTOB C
'Ol (60JIBIIMHCTBO CITyYaeB C ABYCTOPOHHUMU U3MEHEHUSIMU
HUXHMX OJUB) 6€3 MPUOOPETEHHBIX CTPYKTYPHBIX MOPaKEHUI
B 00J1acTH TpeyroibHuKa [iiteHa—Moiutape. YUuThiBasi, 4To BO
MHOTHX CJIy4asx TaKuM MalUMeHTaM He MPOBOAUIOCH T€HETH-
YyecKoe TeCTUpoBaHMe Ha MyTaumu B TeHax POLG u SURFI u
He OCYILEeCTBIISIICS OoJiee ITyOOKMit MOMCK MHBIX TeHETUYECKU
00yCIIOBIEHHBIX 00JIe3HEN HEPBHOM CUCTEMBI, MOXXHO TIPEATIO-
JIOXUTb BEPOSITHYIO MPUHAMIECKHOCTb MALMEHTOB U3 TPYIIIbI
«Apuonaruyeckoi» neycroponHeit 'Ol K HeAMarHOCTUPOBAH-
HbIM HAacleICTBEHHbIM 3a00sieBaHUsSIM. [ToMrMO coOOLIEHMI
o pazsutuu ['OJ] npu myrauusx B reHax POLG u SURFI ume-
eTCd TaKKe MyOMMKamms 00 acconuanuy apyctoponHeir [OJ1
C ayTOCOMHO-JOMMHAHTHON CIUHOLEPeOe/UISIPHOM aTakcuei
20-ro Tumna [19] u ¢ 6oe3Hbl0 Antekcanaepa [20].

Huxke Mbl pUBOAYM [Ba KIMHUYECKUX HAOIIOAEHUS: C YaCTOM
1 PEAKOI MPUIMHOM TeHETUIECKU 00YCIIOBIEHHO JBYCTOPOH-
Heii [O/JI.

Kmnnyeckoe Haoonenue 1

IMaumentka, 26 e, odbparmnack B HayuHblil LieHTp HEBpOJIO-
TUM ¢ XajJ00aMM Ha M3MEHEHME PeYM W ToYepKa, ITaTKOCTh
TIpY X0Ob0€, YCUIMBAIONIYIOCS B TEMHOTE, ITOTIEPXMBAHIC TIPH
MpuéMe TMIIM, OHEMEHHUE B TOJICHSX, Mepenaabl HaCTPOEHUS.
C 24 net nporpeccupyeT HEYCTOMYMBOCTh MIPU XOABOE, € 25 JeT
HapacTaeT HeYETKOCTb peuu U OHeMeHue B rojieHsx. 1o mecty
KUTEIbCTBA TAIIMEHTKE MMPOBOAWIMCh MHOTOYMCIEHHBIE 00-
CIIeIOBaHUS KPOBH, BKITIOUAs OMOXMMHUUYECKOE TECTHPOBAHNUE
ISl McKTioueHuss bB u reHeTyeckoe TeCTUPOBaHUE Ha ayTo-
COMHO-IOMUHAHTHBIE atakcuy Tumos 1, 2, 3, 6, 7 u 8, Korto-
phie He BBISBMJIM KaKMX-JIM0O OTKIOHeHui. Pomutenu (Mats,
47 net u otell, 52 rofa) KIMHUYECKU 3I0POBbI, MIaALIas Cce-
cTpa, 20 J1eT TakKe KIMHUYECKH 310pOBa.

B HeBponmornyeckom craTyce Mpu OCMOTPE ObLIW BbISIBJIEHBI Ha-
PYXHBII o(TanTbMONape3, TOPCUOHHBIA HUCTATM, yYMEpEHHast
JM3aPTPUSl, CHUKEHHE MBIIIEYHOTO TOHYCA, IIYOOKMe pedieKchl
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T2 FLAIR

Puc. 2. CuMMeTpryHOE MOBbIIEHHE HHTEHCHBHOCTH CHTHAJIA B PEKHMAX
T2 (akcuambuas npoekmus ciesa) U FLAIR (carurranbHas mpoekumus
CIPaBa) OT HIDKHUX OJIMB M X YBelMYeHHe B 00beme ¢ 0Genx CTOPOH
(cTpenKkn)

Fig. 2. Symmetric T2 (axial scan on the left) and FLAIR (sagittal scan
on the right) hyperintensities in the inferior olives with increase in their
volume (arrows)

He BBI3BIBAINCH, MHOKJIOHUH B PyKaX ¥ HOTaX, TUCTOHMYECKAs
YCTAaHOBKA IPAaBOM KUCTH, HEBO3MOXHOCTb BBIIOJHUTH MPO-
Oy Ha TaHIEMHYIO X0[b0y, MmoJjoxuTeabHas npobda Pombepra,
IVCMETPHS ¥ MHTCHIIMOHHBIN TPEMOD TTPY BBITIONTHEHAT KOOP-
JIMHATOPHBIX MPO0 B pPYKax U HOrax, AMCAMATOXOKUHE3, CHU-
KeHHe 00JIeBOIl YYBCTBUTEILHOCTH TIO TIOJMHEBPUTUUECKOMY
THITY HUXE KOJIEH, a TAaKXe HapylIeHHUe MBIIIEYHO-CYCTABHOM
YyBCTBUTEIbHOCTH B MAJIbLIAX CTOI M BUOPALIUOHHOM — C yPOB-
HST KOJICH.

IMpu mccrenoBaHUM MPOBOAUMOCTH TIEpUGBEPIIECKIX HEPBOB
OblTa BBISBICHA T'€HEPAJM30BaHHAS CEHCOPHAS aKCOHAJIbHas
MOJMHEBpONaTus. DJeKTposHIedantorpapuueckoe HCCaeno-
BaHME ITOKA3aJI0 SMIIENTA(HOPMHYIO AKTUBHOCTb B IOOHBIX OT-
nenax. Ha MPT-cHuMKax roJioBHOTo Mo3ra (puc. 2) BHISIBAEHO
CUMMETPIYHOE TTOBHIIIEHNE MHTEHCMBHOCTH CUTHAJIA B PEKI-
Mmax T2 u FLAIR oT HUXHUX OJIUB ¢ 00EUX CTOPOH C YBeIUYe-
HUEM uX 00béMa, 0e3 MPU3HAKOB MATOJOTMYECKOro HaKOILIe-
HUS KOHTPAcTHOTo BelecTBa. OCOOCHHOCTBIO KIMHUYECKOM
KapTHHBI Y 3TO# MALlMEHTKU ObLIO OTCYTCTBME IJ1a30HEOHOTO
Muokionyca Ha ore I'O/l. YuutelBasg Hamuume y MallMeHTKH
XapaKTepHOTo coYeTaHUsI KIMHUYECKUX CUMITOMOB M TAaHHBIE
MPT, npoBeneHo TeHeTHYeCKOE TECTUPOBAHUE HA YacThle M-
Taluu B reHe MuTOoXoHApuaabHoit JIHK-nonumepassl raMmMbl
(POLG). B pesyabrate Obl1a oOHapyxeHa MmyTauus W748S
B TOMO3UTOTHOM COCTOSTHHM, UTO IIOATBEPIMIIO TUATHO3 ayTo-
coMHo-perieccuBHoro cuHapoMa SANDO (Sensory Ataxic
Neuropathy, Dysarthria, Ophthalmoparesis — ceHCUTUBHas
aTakCusl, HEBpOMaTHUs, OU3apTpus U odTanbMmomnapes). He-
00XOIMMO OTMETUTh, YTO BBIICHEHIE TOUHOTO MOJICKYISIPHO-
TeHETUYECKOTO IMArHO3a ITO3BOJMJIO HE TOIBKO 3aKOHUMTH
JUTUTEIbHBIA TMAarHOCTUYECKUI TOMCK U ONpPeNeauTb ceMei-
HBIA TIPOTHO3, HO ¥ CKOPPEKTUPOBATh TAKTHKY BeIEHUS IIa-
eHTky. [Tockonbky npu cunapome SANDO, sBrsomemcst
MMTOXOHIPUATLHBIM 3a00JIeBaHMEM, MOXKET HaOMI0AaThCs Ha-
pymeHre QYHKIUM TIeYeHH, TIPH KOPPEKIMKA MUOKIOHWHA U
(u1) BO3MOXKHOTO SMTUCUHAPOMA CJIeyeT U30eraTh MpuMeHe-
HUS TeTIATOTOKCAYHBIX TPOTHBOSMIICTITHICCKIX TIPETapaToB,
HampuMep, BaJbIIPoeBOi KUCTOThl. CTOUT TakXke YyUUTHIBATD,
yro nipu cuHapome SANDO, nomumo I'OJl, mpu MPT rosos-
HOTO MO3ra MOTYT TaKXe BBISIBISITbCS CUMMETPUYHBIC 30HBI
TUrnepuHTeHCUBHOrO curHana B pexxumax T2 u FLAIR B tana-
Mycax, CpeqHeM MO3Te, MOCTY TOJIOBHOTO MO3Ta, a TaKXe B Oe-
JIOM BeIlIeCTBE MO3XeUKa M B 00J1aCTH CEMUOBATbHBIX LIEHTPOB.
B HekoTopbix ciyyasx uzmeHeHust Ha MPT rojoBHoro mosra
MOTYT He BBISIBIAThCA [21].



KIMHUYECKWA PA3BOP

Kimnnyeckoe Ha0moaenue 2

[Mauwenr, 45 net, odpatwics B HayuHblil LeHTp HEBPOJIOTHU
¢ XajgobaMy Ha HEBO3MOXKHOCTh CaMOCTOSITENILHO II€pedBM-
raThCsl M3-3a CKOBAHHOCTH B TeJle, IpOXKaHMs B HOTrax, a Tak-
K¢ Ha 3aMeIJICHHOCTh PeYr ¥ IBIDKCHUIA B 1IeIoM. M3 aHam-
He3a U3BECTHO, YTO ONMCAHHbIE XaJ00bl HapacTalu B TEUCHUE
npenpiaymmx 4 Mec. CeMelHBIM aHaMHe3 O JIBUTATEJIEHBIM
pacctpoiictBam He oTsroiiéH. [laumeHnty mpoBoaunace MPT
TOJIOBHOTO Mo3ra (puc. 3), Ha KoTtopoii B pexkumax T2 u FLAIR
OBLTH BBISIBICHBI CUMMETPUYHBIA THIICPUMHTEHCUBHBIN CUTHAT
OT TOKPBIIIKK CPETHEr0 MO3ra C HEOOJbIINM MEPeXoJ0M Ha
BEpPXHHE MO3XEUKOBBIC HOXKH, MOKPHIIIKIA MOCTa TOJIOBHOTO
Mo3ra, a TakXe He0OJIbIoe CUMMETPUYHOE CHIDKEHUE MHTEeH-
CUBHOCTY CUT'Hasa OT OJIeHbIX I1apoB B pexkxuMe T2. OnucaH-
Hble M3MEHEHUSI 10 oOpaineHus B HayuHBIi LIEeHTp HEBPOJIOTUHI
MHTEPIPETUPOBATNACH HEBPOJIOTAMU KaK MTPU3HAKU MYJIBTUCH-
cteMHoI aTpodun. [Tpu 0b1IeM 0OCMOTpe Ha IEPBUIHOM TIPHUE-
Me o0paTujia Ha ce0sl BHUMaHue JIErKasg MKTepUIHOCTh CKIIep.
B HeBpoJIOTIYECKOM CTaTyce IPH OCMOTPE POTOBUIIBI BBISIBH-
JIOCh YMEPEHHO BhIpaxeHHoe Koibplo Kaiizepa—®ieiiniepa,
NErKoe OTpaHMYCHME B30pa BBEpX, TMIIOMUMHS, YMEpCHHAs
IM3apTPHs, BRIPaKEeHHBIM ITAPKMHCOHU3M, TPYOBIe IIOCTypaib-
Hble HapymieHus. Ilpu moobciemnoBaHuM (KpOBb Ha IIEpyio-

2017 .
A T2-BA B FLAIR
2019r.
AN
/
E T2-BA F FLAIR

Puc. 3. Cuuvku nanuenta ¢ BB ¢ qunamukoii B 2 roga.

[IBYCTOPOHHSS rMNENTPOGMYECKas ONIVBAPHAS AereHepaLys

TUIa3MKH, OOIITYI0 MeIb M CYTOYHAst MOYa Ha SKCKPEIINIO MEIIH)
nvarHo3 bB monteepamiics, HaYaTo JedyeHUe MeHULIUUIaMU-
HOM, MUPUIOKCUHOM M IIMHKOM. Ha (hoHe MemIeHHOTO MOBHI-
HIeHUS 103bl MeHUIIIaMuHa 10 500 Mr/cyT ObLIO OTMEUEHO
YXy/IILIeHUEe XOMb0bI, B CBS3H C YeM JI03a ITOTO JieKapcTBa Oblia
yMmeHbIeHa 1o 375 mr/cyt. [lpu manpHeineM MOHUTOPMHIE
SKCKPEIMM MeIH B CYTOYHOI MOYe JUISl JOCTIKEHUS aJleKBaT-
HOTO MEIBIMTMMUHUPYIOIIETO 3 deKTa CyToYHas 1032 MeHH-
LMIIaMUHa BHOBb OblIa MoBbilieHa 10 500 Mr, Ha ¢oHe yero
y TaIlMeHTa 0TMEYaIoch CTAOMIbHOE COCTOSTHUE C MeJJIEHHOM
JIETKOH TOJMIOXUTETbHOM TMHAMUKOI.

Cryera 1,5 roga HabmoneHWs MalMeHT OTMETUIT TTOSBIICHNE
YCUJIEHHOTO CIIIOHOTEYEHUSI, MO MOBOAY Yero oOpaTujcs 3a
MJIaHOBO# KoHcyabTauueit. IIpu ocMoTpe obpaiano Ha ceds
BHUMAaHME TMOSIBJICHUE B HEBPOJOTMYECKOM CTATyCe PUTMUY-
HOTO COKpALeHMs] MBILIL] MSITKOTO HEGA ¥ MIOTKU, CPEAHUX U
HUXKHUX MUMUWYECKUX MBIIII, KPOME TOTO, TIO JbIXaTeJIbHBIM
JBIKEHUSM TMepeaHeit OpIOIIHOM CTeHKM MOXHO ObLIO Mpe-
MOJIOXUTD BOBJIEYEHHE B PUTMUYHOE IBVKEHHE TraparMel.

VaurteBasg TOSIBICHWE HOBOM KIMHWUYECKOM CHMIITOMATHKH,
Obl1a nipoBeeHa nosTopHass MPT ronoBHoro mo3sra (puc. 3),
TIPY KOTOPOIA IO CPaBHEHUIO € TIPESABIIYIINM HCCIIEIOBAHIEM B

/N

T2-BK D FLAIR

PN

FLAIR T2*-BU

B uccnenosanuu 2017 1. oTcyTCTBYET THnepTpodus HIKHUX OMUB (pexuM T2, cexius A), 0TMeYaeTcss CHMMETPUYHBIN TUTIEPUHTEHCUBHbINA CUTHAT
OT MOKPBIIIKY CPEIHEr0 MO3ra ¢ HEOOJIbIIMM IEPEX0I0M Ha BEpXHUE MO3KEUKOBbIE HOXKH, MOKPBILIKY MOCTa roJI0BHOTro Mo3ra (pexumbl FLAIR u
T2 na cexumsix B u C, XenTble CTpenKu), a TaKxKe HeOOMbIIoe CAMMETPIIHOE CHIDKEHIE MHTEHCUBHOCTH CUTHAJA OT OJIeTHBIX IApOB B pexime T2

ﬁekum{ D, xpacHbie CTpeNnKH).

pu uccnenoanuu 2019 r. B pexxumax T2 (cexuust E) u FLAIR (cexuust F) oTmMevaeTcs mosiBaieHre runepTpodnyeckoil oJMBapHoii JereHepaun

(3eneHble CTPENKY), HapacTaHue aTpouu CpeIHEro MO3ra M MOCTa TOJIOBHOTO Mo3ra (ceKitus F, xentoie cTpenku), mosiBieHne TUepUHTEHCUBHOTO
CUTHaJIa OT BEpXHUX MO3xeukoBbIX HOxeK B pexume FLAIR (cexums G, xenTbie cTpesiku); B pexumMe T2* B akCHalbHOI MPOEKIMKY — CUMMETPUY-
HOE CHMXXeHUE MHTEHCUBHOCTY CUTHAJIA OT CKOPJYIIbI M 0JIEMHOTO Iapa ¢ 00erx CTOpoH (cekuus H, KpacHble cTpesiku)

Fig. 3. Magnetic resonance images of a patient with Wilson disease showing brain changes over 2 years.

In the 2017 study, there is no inferior olivary hypertrophy (T2 sequence, section A), but there is symmetric hyperintensity coming from the midbrain
tegmentum with slight extension to the superior cerebellar peduncles, the pontine tegmentum (FLAIR and T2 sequences on sections B and C, yellow
arrows), as well as a slight symmetric decrease in signal intensity from the globus pallidus in T2 sequence (section D, red arrows).

In the 2019 study, T2 (section E) and FLAIR (section F) sequences show the appearance of hypertrophic olivary degeneration (green arrows), increased
atrophy of the midbrain and pontine teé entum (section F, yellow arrows), the appearance of a hyperintensive signal from the superior cerebellar
peduncles in FLAIR sequence (section G, yellow arrows). Axial T2* sequence shows a symmetric decrease in signal intensity from the putamen and
globus pallidus on both sides (section H, red arrows)
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pexumax T2 u FLAIR otmeuanoch mosiBieHne mpu3HaKoB JIBY-
cropoHHeit 'O/ B Bue yBeIMUCHMS] HMXKHUX OJUB B 00BEME
1 noBbilieHre MP-curHana ot ux ctpyktypsl. Takke oTMeva-
JIOCh HapacTaHKe aTpO(PHU CPETHETO MO3Ta M MOCTA TOJIOBHOTO
MO3ra, MosIBieH!e TMIIEPUHTEHCUBHOTO CHUTHala OT BEPXHUX
MO3XEUKOBBIX HOXEK B peXuMe T2 B COUETAHUH C CHMMe-
TPUYHBIM CHUXKEHHUEM MHTEHCMBHOCTU CUTHAla OT CKOPJIYIIbI
u GJeHorO 1apa ¢ 00enx cTopoH B pexxume T2*. TIpu moBTop-
HOM OMOXMMMYECKOM UCCNIeTOBAHUY KPOBM TT0KA3aTeNH Meué-
HOYHOM (DYHKIIMM OBLIM B TIpeeTaX HOPMaJTbHBIX 3HAYEHUI, a
9KCKPEIs MeIH ¢ MOJ0it coctaBmiia 230 MKT/CYT, 4TO CBUIC-
TeJbCTBOBAJIO 00 OTHOCUTENBHO YAOBIETBOPUTEILHOM YPOBHE
SIUMUAHALIAU MELIU.

[To HamMM AaHHBIM, 3TO BTOpPOE B MMpPE OMYOIMKOBAHHOE
ommucanue passutust O/l mpu BB moce J. Otto u coaBr. [22] u
nepBoe onucaHue cumnroMHoit 'O/l mpu BB. B xinHnyeckom
ciydae, mpencraBneHHoM J. Otto u coast. [22], 'O/l He compo-
BOXJAach XapaKTepPHOM AJIS 3TOTO SIBJIECHUS CUMIITOMATUKOI
(HanmpuMmep, Ia30HEOHBIM TPEMOPOM), B TO BpeMsI KaK y Hallle-
IO MaIeHTa ObUT 00HAPYXEH PUTMUYHBIA MMOKJIOHYC MBIIIII]
MSITKOTO HEDA, TIOTKH, TMua U Auadparmbl. st UCKITIOUEHUS
MHBIX TEHETMYCCKH OOYCIOBJICHHBIX 3a00J€BaHMI KaK BO3-
MoxHoi mpuuuHbl O]l maiueHTy ObLIO MPOBENEHO MCCle-
IOBaHUE C WCIIOJIb30BAaHMEM T€HHOM IaHEIM IO TeXHOJOTUU
MAacCoOBOTO TMapauleJIbHOIO CEKBEHMPOBAHUS, KOTOPOE JIUIIb
noaTBepawiio bB (KoMMmayHA-reTepo3UroTHOE HOCUTENBCTBO
MAaTOTeHHBIX TOUYKOBBIX MyTaluii B reHe ATP7B), HO He BBISIBU-
JIO MUHO¥ TIaTOJIOTUM.

[Mpuuunoii pazsutue 'OJ] y naHHOro 60JLHOTO, BEPOSITHO,
TOCIYXMJI0 0Oojiee BBIpaXKeHHOE, YeM OOBIYHO, MOBpPEXIE-
Hue 0eJIoro BeLIeCTBa CTBOJIA FOJOBHOIO MO3Ta € IBYCTOPOH-
HUM 3aTparuBaHUEeM BEPXHMX MO3KEUYKOBBIX HOXEK U Ooiee
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MAacCHBHOE HAKOIUICHME COCTVMHEHMI Xee3a B 0a3albHbIX
SApax U siIpax Mo3xedka, yTo onucaHo npu bB. [To naHHBIM
A. Czlonkowska 1 coaBT. [23], Oosiee MacCUBHOE TIOpaXeHIE
Oesioro BellecTBa IPU 3TOM 3a00J€BaHUU XapaKTepHO s
MalMeHTOB MYXCKOTO T0JIa M acCOIIMMPOBAHO C OOJbIIEi
arpodueii roJJOBHOTO MO3Ta M MEHEEe XOPOIIMM MPOTHO30M B
OTHOIIEHUY YMEHBIIEHMST BHIPAXXECHHOCTH HEBPOIOTHYECKHX
HapyLIEHWH.

3akmoyenue

O06a mpencTaBIeHHBIX HAMU TIPUMeEpa IEMOHCTPUPYIOT Pa3Bu-
tue apycropoHHeii O]l Ha (hoHe reHeTHUeCK 00YCTOBICHHBIX
CUCTEMHBIX HapylleHuii oOMeHa aHepruu (ciyyaii 1) u Menu
(cimygait 2). B pycckosiseraHo# jmTeparype ommcanne ['OJ]
MOXHO HaiTH B OIyOJMKOBAaHHOM A.A. Y4eBaTKUHbBIM U COABT.
[24] xTuHUYECKOM CiTydae TAlMeHTa TIOCe KPOBOMBIUSHUS U3
KaBEepHO3HOM aHTMOMBI MOCTa, a Takke B padote E.I1. HyxxHo-
0 ¥ COaBT. [21] 1o xapakTepuCTHKe 9 MallMeHTOB ¢ CUHAPOMOM
SANDO. B npuBenéHHBIX Xe HAMU KIMHMIECKUX IpHMepax
MPEJICTaBIeHa HE TOJBKO YacTasl NMPUYMHA TeHETUYECKU 00-
ycosneHHo# aByctopoHHeit 'Ol — cuHmpom SANDO, —
HO M pelKMii ciydait aToro heHomeHa pu bB.

JlyyeBble IMArHOCTBI ¥ HEBPOJOTH JAOJKHBI OBITH XOPOLIO OC-
BeoMieHbl 0 heHoMeHe I'OJl, B ToM yucie 0 BO3SMOXHOM ¢
STHOJIOTUM TIPY HAJTWYMU JBYCTOPOHHUX M3MEHEHWI HIXKHUX
OJIUB TIPU OTCYTCTBUY B aHAMHE3€ Y TAL[EHTA YKa3aHWii Ha Ya-
CThle TIPUYMHBI 3TOTO (peHOMeHa. Kpome Toro, ciemyeT mom-
HUTb 00 oTcpoueHHOM pa3Butuu ['OJl Mo OTHOIIEHUIO K MO-
MEHTY JIeMCTBUS TIOBPEXIAIONIETO (hakTopa, T.K. B IPOTUBHOM
ciryyae nossieHue ['OJ] MOXeT HeBepHO MHTEPIIPETUPOBATHCS
KaK HEKOEe «OCTpOe» SIBJICHUE U TIOBJIeYb 3a CO0O0i KacKal He-
HYXHBIX J000C/IeIOBAHUIA.
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