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Tonuka M03:Ke4KOBOM aTaKCUU

[lonywapue romonartep.

I: MO3)XeykKka- aTaKkcugd KT,MPT

Hepeb TynoBULLHasA

B Mo3Xeuka- aTakcus KT MPT
CLIA- KnnHunka, naboparopus
Mo3xeukoeas

amakcus rpu

rnosnuHeupornamusix-KnnHmnka,naboparopus
IOMI




OcTpast MO3Ke4KOBasA aTaAKCUA

» 1. OcTpasa napanHdeKumoHHasn
MO3)Xe4yKoBas aTakcus («uepedbennurt»)

_ o 2. OcTpble meTabonuyeckue
3HUedanonaTum

o 3. Mpuctyn 6asnnapHON MUrpeHn
o 4. C-m Munnepa-Puwiepa




Figure 1b

Figure 1c Figure 1







OcTpas-XxpOHUYECKAsI aTaKCHS

JlekapCTBEHHbIE MHTOKCUKALNW:
AHTUKOHBYJSIbCAHTbI

B BeH3oonasenuHsbl
HutpodoypaHbl

LinToctatnkm

Conu nutus

BbITOBbIE MHTOKCUKALINA:
arkorosb




1. O6bem (onyxonb) 34A
2. WHcynbT

3. OPOM, PC
I. 4. O6oCcTpeHUus: MUTOXOHAPUASNbHbLIX

3HUed anommonaTuu,
aMmuHoaumaoypumn, ceMeuHou

i nepnoany4ecKou aTakCcum.

OcTpast MO3:Ke4KOBasA aTaAKCUA
(CpaBHHUTEJIBHO PEIKO)
M-
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OcTpast M0O3:Ke4KOBas aTaKCUA
(CpaBHHUTEJIBHO PEIKO)

» 5. AHrMOMa MOCTa C TPOMOO30OM

» 6. C-Mm oncoknoHyca-
NONMMMUNOKITOHUN (KuHcoypHa)

o 7. 9HUedManonaTusa BepHuke

« 8. 'mnortunpeos

o 9. AKCTPANOHTUHHbLIN MUESINHONU3
» 10. F’emoagnHamMn4yeCcKkum MHCYNbT
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HNHTEepMUTTHPYIOLIASA
MO3KE€YKOBAasI

ATAKCHUA
» 1. bBasannapHaa MurpeHb

» 2. O60oCTpEHUNSA: MUTOXOHAOPUANBbHbIX
3HUedanomuonaTun, ammHoaunaoypun

I. 3. PaccesiHHbIN CKnepo3

» 4. CemenHaa nepnoanyeckKas atakcus
» 5. AHrMoma MmocTa (C YaCTUYHbIM

i TPOMOO30M)
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CranuoHapHas
MO3KE€YKOBasl aTAKCUS

» 1. [lopoKkKu pa3BUTUA MO3XKeyKa
» 2. ATOHn4YeckKkn-actatuyeckas gpopma

. aun
o 3. C-Mm dyseqilibrium




C-M dyseqilibrium

o [lpnymnHoOM cMHOpoMa npeanonaraeTcs
areHesns unu rmnonnasusa CTPYKTyp
MO3XKe4dKa (CM. MOPOKN pa3BUTUSA
MO3XKeYKa)




C-M dyseqilibrium
[Tpn BpOXaeHHOM atakcun 0o 76% He
MMEIOT 3HaYMMbIX (DAaKTOPOB puUcKa Mo

an.

BblpaxkeHHOe oTcTaBaHMe B MOTOPHOM
pas3BUTUKN (CaMOCTOATENbHAasA xoabba
MOXET OTCYTCTBOBATbL A0 9 NeT); MOXeT
CONyTCTBOBATb CNACTUYHOCTD,
YMCTBEHHas OTCTanoCTb, CEH30PHbLIN
0eunumT.

MoXHO npeanonarate ayToOCOMHO-
peLeccnBHOE HacnegoBaHue.



‘Hopoxn pa3BuTHS MO3:keuKa (Kumar)

1. C-m Dandy-Walker

. C-m Arnold-Chiary

. ApaxHoupganbHaga kncta 34A (?)

. C-m Jouber

. C-m Gillespie

. C-m dysequilibrium (?)

. C-m Pain

. PeueccunBHas uepebennsapHas runonnasus

. PeueccuBHag runonnasusa rpaHynsapHbIX
KNeToK
« 10. NoHTOHEOUEPEDENNSAPHANA rnnonnasuns

© 00O NO O b WODN



Ilopoku pa3BUTHA MO3KEUKA

ApHonba-Knapu (atakcusa manoxapakrepHa !)
OeHan-Yonkep (atakcma npm KOMrneHcaunm

. rmgpouedanmn)
. ApaxHounganbHasi KUCTa (aTakcus manoxapakrepHa)
BpoxxO0eHHasi amakcus ¢ 3a0epXKKoU yMCmM8eHHO20

o pa3sumus u cnacmudHocmsio (A-P. A-L, X-cuen.) (?)
. - Xyb6ep (Mnoknmum nuua, runepriHoa, 3agepxka
. YMCTBEHHOIO pa3BUTUS)

YaCcTU4YHasa aHMpMans)

lMenH (3agepxka yMCTBEHHOIO pa3BUTUS,
CNaCTUYHOCTbL, MUKpoLiedanusa, LecTMnanocThb)
(X-cuen.)

Cayman M.a. (runotoHus, 3agepxka, atakcus,
avsapTpusa v 1.4.)

. I M'Mnnecnu (3agepkka yMCTBEHHOIO pa3BUTUS,















epeOCILIIpHBIC MaIb(POpPMAILIHH.
(Patel S, Barkovich A.J.)

A. okanbHasa rmnonnasus

1 'mnonnasuna 4yepes
2 'mnonnasna ogHou remucaepbl

b. [eHepanu3oBaHHaa rmnonnasug
1 C yBennyeHHbIM 4-M Xenyaodkom (Kucra),
komnnekc Dandy-Walker




IPOJIOJIKECHHUE

b. I eHepanuzoBaHHasA TUIOIIA3UA

3 2. C HopMaribHbIM 4-M Xernyoodykom (6es

B «ucThl)

a C HopManbHbIM MOCTOM

© c rmnonnacTtMYyHbIM MOCTOM

Normal foliation

a rnoHTouepedbennspHbIe rmnonnasnm
Barth, Tun 1 n 2

6 uepebennsipHble rmnonnasnm
HeonpeaerneHHoro Tuna




IPOJIOJIKECHHUE

A. dokanbHble aucnnasnm

1. lsonnupoBaHHas aucnnasms YepBs

» a «3yboBuaHble Manbgopmaunny,
accounmpoBaHHble ¢ gucnnasmen cteona (c-
Mbl Joubert, Arima, COACH, Senior-Loken)

6 PombaHuedanocuHancuc




IPOIOJIKCHUE

A. dokanbHble aucnnasnm

2. lsonupoBaHHasa ancnnasung
. remmcaepesbl

a. dbokanbHasa KopTUKarnbHas
ancnnasusi/retepotonusi remmcdepbl

6. CuHgpom Lhermitte-Duclos-Cowden




l npozomKenHe

» b. [eHepann3oBaHHbIe gucnnasum
l 1. BpoXOeHHble MblLLleYHble aucTpodoumn
( Fukujama, Walker-Varburg)
2. Llntomeranosupyc (?)
3. lluccoHuedanuna c mytauymen RELN

4. JlnccaHuedanua ¢ areHe3nen MO30fINCTOro
Terna n Mo3XXe4ykoBou aucnnasneu

5. Accoumnauua ¢ andbdoysHou LepedpanbHoum
NONTMMUKPOTNPUEN

6. dnddysHo-aHomansHoe folation




ODHOCTOPOHHSS TUIIOILIA3HS




JIncconuedanus ¢ uepeoeIapHOn
TUITOIIIa3UEN




[lepeoemnsapuas runomnasus (BMJI)

:



[{epeOemnsipHas IUCILIA3US C
reTEPOTOIIUEH




Cortical local dysplasia










FIG 10. Rhomhencephalosynapsis in a 6-year-old boy.
A, Sagittal spin-echo (55001 5) image shows abnormal cerebellar vermis.

B, Axial spin-echo (2500/80) image shows continuity of the cerehral
hemispheres across the midline without a midline cerehellar vermis. The
cerehral hemispheres are abnormal, with reduced white matter and
inward folding of the cortex as a result of ventriculoperitoneal shunting.



XPOHHUYECKAs aTaKCHs

bbiTOBblE MHTOKCUKALINW.

Conn meTannoB - CBUHELL, PTYTb, Tannumn

-. XNMUYECKMe B-Ba — anikoronb, akpunamua,
aTunauetat, 40T, HUTporeH-xnopwua,

OpraHM4ecKkne CoeguHEHUst pTyTH,
TeTpaxnopyrnepon, TMoneH, Tonyorn,
TPUXIOP3TUNEH




Ilporpeccupyromias
MO3KE€YKOBAasI

ATAKCHUHA

I. 1. O6bem 34A
« 2. HacneacrBeHHas naTonorus:

» -Cc-M Ppupgpenxa

=
'. -atakema npu HMCH

+ -MUTOXOHAPWArNbHbIEe 3HUedanonaTuu,
aMUHoauunagoypum

=



IPOA0JIKEHHUE
-aTaKCUA Npu HacrneacTtBeHHOU
cnacTU4ecKou napannermm
-CNnHouepebennapHble aTpodumn
-CUHOPOM aTakCum /| MUOKIOHYcCa
-fievkogucTpodunmn

-NMMNUAOo3bl

TakKxe:

-6-Hb M'Mnnensa-Ifinvupay

-0-Hb BunbcoHa

-ncna
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boJje3sns Opuapenxa

» YactoTa: 2-10 Ha 100 000 HaceneHunsa
. » [eTeposurotHocTb: 1 Ha 120 YenoBek

m AyTOCOMHO-peLEeCcCMBHOE HacrneaoBaHue
1 crnopaguyeckue cryvau

KapTnpoBaHHbIN reH 9q13-2
Koanpyembin 6enok- dopatakcuH

Bblpa)eHHOCTb KNMHUKU onpeaenseTcs
YPOBHEM OCTATO4YHOMN aKTUBHOCTU
dopaTtakcuHa




Cunapom Opujapenxa
OCHOBHbIE KpUTEPUM:
a. B TedeHue 5 net nocne gedroTa-
-Ha4yano go 25 ner;
-nNporpeccupyrollasl aTakcus;

-OTCYTCTBUE CYXOXUIMbHBLIX pedoreKkcoB
(HOrn);

-c-M babuHckoro;

-CHU)XEHWE CKOPOCTN NpoBeaeHNs no
Hepsy (MeHee 40 M/c Ha pykKax).

6. nocne 5 net ot gebtota- An3apTpus



Cunapom @puapeiixa

LHononHutencHble kKputepun (y 2/3 ):
» - CKONKMO3
» - LEHTpanbHbIX Napes Hor

» - BblMaJEHNE CYXOXKMNbHbIX pedrnekcoB Ha
pyKax

» - CHUXKEeHue rnyboKon YyBCTBUTENbHOCTU B
Horax

o - aHomMmanuun OKI




Cunapom Opujapenxa

o TaKxe:

e - HUCTArM

o - aTpodus 3pUTNbHbLIX HEPBOB

o - CHWXEHUE cnyxa

o - ANCTanbHaga cnabocTb 1 noxyagaHue
« - Monag crona

o - Anabet







Cunapom @puapeiixa

bone3Hu c useecmHoli  Bo3pacm debroma
amuoJsiocueu

abeTanmnonpoTenHeMus 1-2 pekaasbl
c-m AVED v pedomuuntel BUT. E 1-2 pekaasbl
0edPULNT rekcammHuaasol 1 npekaga
oed. rmytamartoermaporeHasbl OT 2 Aekagbl
6-Hb Jlyn-bap 1 nekaga
©-Hb Pupa 1-2 gekagbl
c-M KokkenHa 1 nekaga

ned. nupyBaTtgerngporeHasbl 1 gekaga
ned. nupyBaTkapbokcunassl 1 gekaga



NPOJ0JIZKEHHE

NARP BapunabesbHbl
MERRF 1-2 nekagbl
c-M KepHca-Cewnpa 1-2 pekaabl
MNGIE 1-2 nekagbl
6-Hb XapTHana 1 nekaga
aed. umkna MoYeBUHbI 1 nekaga
KeToauuaooypum 1 npekapa
6-Hb Ppuapenxa 1-2 pekagbl
6-Hb Ppuapenxa 1-2 pekagbl
(dpopma Harding)

6-Hb Pedpcyma 1-3 nekaabl

CLA 1-2-3 pekaabl




NPOJ0JIZKEHHE

» b-HU c Heu3secmHoUu Bo3pacm debroma
e 3muoJsiocueu

« c-M MapuHecko-CrorpeHa 1 gekaga

« C-M bepa 1 nekaga







HUHOLepeOeIAPHbIE aTPO(pHUHU

[eHeTn4eckasa doopma CLIA:

CUA1, 2, 3,4,8,12

KnuHnyeckasa doopma ( no Harding):
CUA 1tuna

XPOMOCOMHBIN TTOKYC:

CLA1- 6p22-23, 2- 12924 .1, 3- 149321,

4- 16q922.1, 8- 13921, 12- 5931-33

CumnTomaTtuka (aTtakcums +):

nupammgHas, akcTpanupamMmmaHas,
rmasogBuratenbHasga, KOrHUTUBHAaS




NUHOLepede IIApHbIE aTPO(UN
» [eHeTnuveckas gopma CLIA:
. CUA 7
» KnuHnyeckasa goopma (no Harding):
. CLUA 2 tnna
o XPOMOCOMHbIN NOKYC:
. 3q12-21.1

o CumnTomatuka (aTakcua +):

E. NMMrMeHTHas gereHepaunst ceTyaTkm



NUHOLepede IIApHbIE aTPO(UN

[eHeTnyeckaa dpopma CLIA:
CLIA 4, 5,6,10,11,14
KnnHundeckaa oopma (no Harding):
CUA 3 tnna
XPOMOCOMHbIN NOKYC:
CUA 4- 16922.1, 5- 11913, 6- 19p13,

10- 22913, 11- 15914-21.3, 14-
19913.4-qter
CumMmnTamartuka (atakcmsa +). «4ucrasa»

dTadKCU4, Jrerkaqd nmpamMmmaHasd
HEOAOCTAaTO4HHOCTDb




NUHOLepede IIApHbIE aTPO(UU

Takxe:
» reHetn4yeckune popmbl CLUA- 13, 16, 17

» KnnHnyeckmm popmam CLA (no Harding)
He COOTBETCTBYIOT

» XPOMOCOMHbIN NOKYC:
» CUA 13-19913.3-13.4, 16- 8922.1-24 1,

I o 17-06Q27




» @opma CLIA
» 1,3,4,6,8,11
;e 1,2,3,4.5,8

v 2,3
v 2,3
» 1,2,3,5,6

» 2,8,12,13

CIA

Cumnmomsbli (amakcusi+)
nMpamMuaHbIv
nonuMHenponarus
NapKUHCOHU3M
ONCTOHUA
rmasogBuraTenbHble
KOrHUTUBHbIE



! cuA
« ®opma CLUA Cumnmowmbil (amakcusi+)
s aTpoPusa 3pUTENbHLIX HEPBOB
B¢ / NUrMeHTHas AereHepauusi ceTYaTKu
« 10 anunencus
« 14 MWOKITOHYC
s 12 TpemMop

E- 2 xoped



NUHOLEPEOCIISIPHBIC aTpO(UH

LIA 10ebtoT oT 15 net napKNHCOHU3M,
o . Xopesi, ANCTOHUS,
. aKcoHarbHaga nonMHemponaTus
. IR aTpodusa 3puUT. HEPBOB, 3aMeNIeHne cakkaa

CLA 2 pnebtot oT 15 neT, NapKMHCOHU3M,
OVCTOHUSA, XOpes, Kpamnu,

nonuHenponaTms (Cyxox. apednekcus),

3amMeasieHme cakkan, KOorHUTUBHbIE P-Ba




POJIOJIKCHUE

LIA 7 pnebtot oT 5 netr PeTuHonaTtusA
(MMrMeHTHaa gereHepaumst cetTyaTkm),
opodaumanbHaa AUCKUHE3NA,

L crnacTuKa, xopeoaTeTos,
o ' CEeH3NTMBHAa4a aTakcud
o NP0 nebtoT oT 5 net [lnctoHuns,

MWOKITOHYC, C-M NapPKNUMHCOHU3MaA,
M- NPUCTYIbl, AeMEHLUUA






Ele o1HO IoApa3aeacHue
TAKCHUM. .. AyTOCOMHO-PEIECCUBHBIC

TaKCHUH (IIPOTPECCUPYIOIINE )
A. c pedpmnumntom BuT E

» AbetanunonpoTenHemMus

° Ll,epe6pOTeH,£|,|/|HO3HbII7I KCaAHTOMAaTO3
° PercyM

-
i
3

ATaKcus-TeneaHrnoakTasus

ATakcuga-teneaHrnoaktasng-like
syndrom+Nijmegen

A. C OKyNTOMOTOpPHOU anpakcuen 1
CLIA ¢ akcoHarnbHOu HenponaTtueu
[lurmeHTHAasa Kcepoaepma



YTOCOMHO-PEIIECCUBHBIC
TAKCHUH (IIPOrPECCUPYIOIIKC)

s Opungpenx

+ MIRAS (MnTOXOHOpWManbHbIN PeLEeCCUBHbIN
aTakTU4eCKnU CUHOPOM)

» NHdbanTnnbHaa CLIA

» MapuHecko-CworpeH

» A. Harding

o [Hedununt kosH3uma Q c A.

» 3agHecToriboBas a. ¢ MUrMEHTHbIM PETUHNTOM




C-M aTakCMU-MHOKJIOHYCA

s C-M OrcCoKIoHYC-NOSIMMNOKIOHNN

» Llennakuns

B. MutoxoHapuanbHble sHUedanoMmonaTmm
« C-m AHrenbmaHa

» C-M nporpeccupyoen MMOKNOHYC-
anunencuu




3.0 2.0 1.0 3.0 2.0 1.0
PPM PPM
C D
| | | I | I
3.0 2.0 1.0 3.0 2.0 1.0




C-M arakCHM-MHOKJIOHYCA

C-M npoz2peccupyrowjeli MUOKJSTOHYC-
anusnerncuu:

l. 6-Hb Jladhopa, banTnnckuin um

B cpean3eMHOMOPCKUIA MUOKITOHYC
(YHdeppuxTa-Jlynabopra), MERREF,

I. Gm2 raHrmMmMo3ngos, HenpoHabHbIN
LepounanunodycumnHos, 6-Hb [owe, 6-Hb

Humana-lluka, cnanngos, MaHHO3Mao03,

HeEUpoOaKcoHalbHas gereHepauus, c-m
May-White



MuUTOXOHIPHAJIbHBIEC
IHIEPATOMHAONIATHH

« PEO

» Kearns-Seyr
« MELAS

« MNGIE

« NARP

» Leigh

« MERRF




Hapyumenus ooMena
AMHUHOKHMCJIOT

b-Hb KNeHoBOro cupona

b-Hb XapTHana

HapylleHna uukna MoYyeBUHb

Oedoununt kapbamoundocdarcnHTeTasbl
[ Mnepnn3anHemms

[ ntoTammnHaumnaypusa 1 Tnna
13oBanepunaHoBas aunaemMms




Hapyumienuss oomena
AMHUHOKHCJIOT

i Y e Y e

I » MetnnmanoHoBasa aungypusa
Anbda-keTornytaposas aungypus
» Hedunuunt auetnn-CoA-tmnonassbl
» Hledunuunt rmoTaTUMOHCUHTETAS3LI
o Hedounuunt

edonynTt 3-KeToTmnonasol
CyKUMHaTanbaermagoernaporHasbi
o MyTauua kobanamuHa [l



C-Mm Pyccu-JleBu

» 1. HMCH c atakcueu («LLlapo-Mapu c
aTakcuemny)

_ » 2. MuTOoXoHgpuanbHasa aHuedanonatua !
» (OHa MOXET NPenoaHECTN «MOo4aPOKy...)




Jlenkoaucrpoduu (arakcus
He JOMHMHAHTHBIN CHHAPOM)

» 1. MeTaxpomaTtunyeckad
o 2. lNennunyca-Mepubaxepa
« 3. AgpeHonenkogmctpodunsd

o NpoYne nenkoancTpodpuu

« CACH —aTakcus gpomuHupyert !




Vanishing white matter/cerebellar
ataksia cerebral hyperintensity

lllustration of the variation in white matter abnormalities in patients with
VWM/CACH. For this purpose, T2-weighted and FLAIR images of
patient 3 at 3 mo (A and B, respectively) and patient 7 at 6 mo (C and
D, respectively) are shown, as well as T2-weighted and FLAIR images
of a normal infant at 4 mo (E and F, respectively). In patient 3, the
transverse T2-weighted image (A) is normal for the age, except that the
progress of myelination is insufficient. The myelin deposition should
cause the internal capsule to have a low signal intensity (arrow in E),
but it still has a high signal intensity throughout (arrow in A). The FLAIR
image is shown at a slightly higher level, where areas of low signal
intensity are seen within the cerebral white matter, indicative of
rarefaction (B). Such areas are not seen on the FLAIR image of the
normal infant (F). In patient 7, the cerebral white matter has too high a
signal intensity on the T2-weighted image (C), higher than normal for
unmyelinated white matter (E). The gyri are mildly broadened. The
FLAIR image shows that a large part of the white matter has a lower
signal intensity, consistent with rarefaction (D). A subtle stripe-like
pattern is visible within the rarefied white matter (D).






T2 axial T1 axial




[llustration of the degree of white matter volume
loss.

Transverse T2-weighted and sagittal T1-weighted images of patient 6,
obtained at 6 d (A and B, respectively) and 5 mo (C and D, respectively),
and transverse T2-weighted and sagittal T1-weighted images of a
normal-term neonate (E and F, respectively) are shown. The first MRI in
patient 6, obtained at 6 d, shows broadening of gyri (A) as compared to the
width of gyri in a normal neonate (E). The cerebral white matter has a
normal signal intensity for unmyelinated white matter on the T2-weighted
image (compare A and E). The lateral ventricles are mildly dilated. The
cerebellar vermis is on the small side (compare B and F). The T2-weighted
image at 5 mo shows that an impressive atrophy of the cerebral white
matter has occurred with enormous dilatation of the lateral ventricles (C).
What remains of the white matter now has too high a signal intensity, even
for unmyelinated white matter. The sagittal image shows marked atrophy of
the cerebellum (D). Also the pons is flatter than normal. These images are
reproduced from the work of Boltshauser et al. ( ) wit









I'aHITIM03UA03bI (MOXKET
Ne0ITHPOBATH C ATAKCHUM)

e 1.Gm 1 (Il TMIN)
e 2.Gm 2 (Il Tn )
e 3.Gm 2 (AB T1n )




Ecii Takor CUHIPOM. .

Middle cerebellar
Cerebellar peduncles
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Cerebellum »
middle cerebelar
pedundies

-

Cerebrotendnous |
xanthoma%wsis [

Peroxisomal
disorders

Histocyloss
Aleranderdisease

Loukoencephalo-
pathy with Brain i
stem and spinal
cord involvement
and lactate
elevation(LBSL)

Early onselmaple | |}

SYrup uring diseass

Pramutation
fragile Xsyndrome

Adult autosomal
dominant

leukodystroph

foxic




