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Case reports

Late infantile neuronal ceroid lipofuscinosis with epilepsy as the first symptom: one case report
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Figure 1 Brain MRI 5 d after onset
showed widening of subarachnoid space
of convex in bilateral frontotemporal
lobes and anterior longitudinal fissure,
and widening of adjacent sulci (arrows
indicate).  Axial T,WI (Panel la).
Sagittal T\WI (Panel 1b).
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Figure 2 VEEG 5 d after onset showed bilateral paroxysmal high-amplitude slow waves, spike and slow wave complex,

and sharp and slow wave complex at sleeping period.
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Figure 3 Brain MRI 1.50 years after
onset showed obvious atrophy of cerebrum

and cerebellum (arrows indicate). Axial
T,WI (Panel 3a). Sagittal T,WI (Panel 3b).

28078 M VA G AT LY R g € IR I gt A PR R
i o Stengel T 1826 4F X 1205 11 U Hi i - $1& 1 I A
J5 Mg e 5 TR T R E & . 1963 4, Zeman FlI
Donahue ' 7F 52 % M 28 52 M 5 28 S0 5 v oy R
WAV EA B LMD, 6 4F 5 Zeman Fl
Dyken ¥ Ho Ay 44y # 25 JC W AF 5T R 48 J I R
W7o AT AT o R A R R KR R 0.50 ~
8.00/10 J3 o 22 J0 W B iR # B UL B 1 & T
JUE IR LT BN 3 S PR R AE 2 AT
JIRIE B HyRe T B i O & AR R R TR
TR BRAR & RGRER SN BTz R A R G
2 MR IG R R BAT LA 43S 6 F 28 Y 1 5 7l
M2 T RE B 48 BT TR (CNCL) VLB #2850
WA J5 B # 5 DT AL (INCL, R FR Santavuori- Haltia
RAAAE) (M UL R Ak 28 o I A S AR 4 5T T B
(LINCL, 758 B Jansky-Bielschowsky DN Rk ki
2 . W5 A 5T B 48 I3t T AR (JNCL, ZR FR Batten 9 ) |
N T i 22 50 I R 5N 48 Bt U0 AR (ANCL, 8 B
Kuf 5 ) F1 AL 5 5540 (NE , ZRFR BE 47 1 55000 £ A i &
HIRA) o H AT IE 2 R0 A R AR S A e
Ry R FE N 25 R AT HAEEA K, HE
B 4 22 /0 13 Fhopf 28 o0 I A J5 IR 4 J5T 0 AR B0 Bk
R 2 g 09 B LAY 22 o0 i R o s 4l 5T 0 AR

1o VR AR 2 ~ 4 % 38 LUSON R AE R A
RIERI N Z T E AR, 28 F i AN I
BN R R L G A AR R HE R Sh R E
RO FEEF BT 4~6 % IF K] 908
5 R HL A 30T S 3 T 28T 2R 5 A A H T
F & A 1] 301 2 B0 A I M R 2 M R L 22 B D R 2
e P IR L DA 6 R0 A DX AT DL g B R L 9
R I B R R SIS SR 0T i e, AT R B B ) 2 R d5

TH S AR ME R B s MRT {2 7 i 47 R A1 /) fii
ZEAR, 2 s W 0 AT DG = R L B B T AR S L AR
JU& T DA R B BT To A5 5 T B o SRS U
(18 B[] 1 AR 2 7 Bl 28 0 I R 5T B 4 5T 190 AR AN ()
I R I Y A7 7E B 22 55, B8 )L 7Y RN AR S5 760 g i 22 )L
Ci AN TR | B e W sl N = = 1 W L ST
T J5T i i J5T ORI B 12 T 4 b AT 2 R R 4 2
I 2 2 A N 1 Nl O R AR L o NI S
22U AN T I vk B A L PR I RO O 6O d R
(0 B A 12 W 1%, AT DL R AE R A TR A, £ 35 IR R R
UKL AR 4 SO R il A, R 05 B 27 A A AN R S
SRR R 43 B . 724 E AT 3 i 28 o0 8 4 5 g
ey T T B T AR O A R BE AR 1B R A L
(PPT1) , = K5 Bk il 1 A 4121 (1 D(CTSD) , {H
JE X 3 A 4 1 A ML A RN A A2 B He 5 11 AR 2 Y 22 1)
(1 56 28 1 A Bl B DRI, O R AT A3 e I Y
7R D B2 W, (B R i PR 43 L 5 i PR R AE
T 2 G A5 RT3 DRLAG I 7y 2 45 0

il 5 35 DR AR 0 A R YRR R 4 SR TR A R
DA i 228 50 I A J5 s 48 T3 T AR 1Y 12 B R 3t A%
W EHEREREEM. AW, RN REESIRKERRZ
6] FF A7 AE A, BN, PPTT HE R 58 748 g 3 ] LU
FEI Ny 4 Tl R FR A —— 2 LAY LAY D
A RN RN R A 28 50 W RE BT 48 ST D0 AR T A2 S
AU 109 B LAY P 22 oo WA 5T IR R B T AU B A
[F] A R 7R i AT 8 i 4 R IR 2 4 1y
F U K , 4> % & PPT1/CLNI ., TPP1/CLN2 ., CLN3
CLN5 .CLN6 MFSD8/CLN7 .CLN8 #1 CLN10/CTSD &
BRI, L H e 7 A e 8 A 34 8 W 4

ZHNEIL3 % 34 H kW, B K AEAR & 4
o3P R AEESUREIZ AL, BUWUin 25 ) 5 25 3R 9T R AR



r [ A 8 24 7 2018 4F 6 JT 4 18 4545 6 41)

Chin J Contemp Neurol Neurosurg, June 2018, Vol. 18, No. 6 . 449

Pl R4, 6 A A Ja & i ke A E AT YT
BhF IO A /N I G T e PR AR [ IR T
NN RE T B S A RAE O BRAE BH ) 5 2 300 40 4
Jii PR P 7 B MR S0 6 00 R O LR L R S
A ORISR 8 S B, I n] DL DX S = Ok
A K 22 T JE 3 RE v 5 A0 5 6 H 2 S 78 BUHR
TRl 28 A 5 48 5R 5 S35 MR S8 7% 1E A7 2K i R /) g
FEAR , AT P22 0 R IR e OB R B, ik
— AT SR R TPPI R 5878 | 45 4 1L 175 il
7 G N0 R TR Tl K Y- ARG, B A 2 W Ol e ) LR o
28 JU A TN 8 ST AR (Al i 28 05 A0 J5 S 46 J5 ol
2200 2 PR o = KR IR 1 i = AE AT RE B
TPPIEENE GG THUIRA) . MUidfEh Tk
W 24F 2 > A Ik F TR T RE AT E RE ), SR
B, kR PR X ) BV O AL RO 3 4R 3 A
Ki o

2 W 22 0 B R N A T AR L R HE BR
FoAly A3z g AV g 4 38 G5 O RRAE B , 2ok
PRI L (ME) | 57 3 PR il 1508 97 A B I R DL
BRI 0 7 e 2 AR SR B 235 5 A G I TR ke = 1 4
P L 3130 17 A1 Bk BT T 24 ) 0ROk R R
IO A8 B 2 o) AR L L YRR I A A DL R AR A
oA 45 R B B HERR LA B

FLRIT , i 28 o0 5 A I 48 5t DL AU 136 07 O ik
A A R AT I BRI YT M T A I AR A
B pEin T L Hofbit )7 (HT A ARG )7 MR AR IR YT ) L (5
PR ARAG R

& % x Wt

[1] Stengel C. Account of a singular illness among four siblings in
the vicinity of Roraas[ M ]//Armstrong D, Koppang N, Rider JA.
Ceroid - lipofuscinosis (Batten disease). Amsterdam: Elsevier
Biomedical, 1982: 17-19.

[2] Zeman W, Donahue S.
juvenile amaurotic idiocy [J]. Acta Neuropathol, 1963, 3:144 -
149.

[3] Zeman W, Dyken P. Neuronal ceroid - lipofuscinosis (Batten’s

Fine structure of the lipid bodies in

disease): relationship to amaurotic family idiocy[ﬂ? Pediatrics,
1969, 44:570-583.

[4] Cotman SL, Karaa A, Staropoli JF, Sims KB. Neuronal ceroid
lipofuscinosis: impact of recent genetic advances and expansion
of the clinicopathologic spectrum [J]. Curr Neurol Neurosci
Rep, 2013, 13:366-377.

[5] Vanier MT, Caillaud C, Levade T. Disorders of sphingolipid
synthesis, sphingolipidoses, Niemann-Pick disease type C and
neuronal ceroid lipofuscinoses[ M ]//Fernandes J, Saudubray JM,
van den Berghe G, Walter JH. Inborn metabolic diseases:
diagnosis and treatment. Heidelberg: Springer, 2016: 568-571.

[6] Yu F, Liu XM, Chen YH, Zhang SQ, Wang K. A novel CLN2/

[14]

[17]

TPP1 mutation in a patient with late infantile neuronal ceroid
lipofuscinosis[]]. Neurol Sci, 2015, 36:1917-1919.

Meyer S, Yilmaz U, Kim Y], Steinfeld R, Solomayer GM,
Jaschkowitz BO, Tzschach A, Gortner L, Igel J, Schofer O.
Congenital CLN in two siblings [J]. Wien Med
Wochenschr, 2015, 165:210-213.

Bouhouche A, Regragui W, Fahime EE, Bouslam N, Ahnini
RT, Melloul M, Benomar A, Yahyaoui M. CLN6 p.I154del

mutation causing late infantile neuronal ceroid lipofuscinosis in

disease

a large consanguineous Moroccan family [J]. Indian J Pediatr,
2013, 80:694-696.

Binelli S, Canafoglia L, Panzica F, Pozzi A, Franceschetti S.
Electroencephalographic features in a series of patients with
neuronal ceroid lipofuscinoses [J]. Neurol Sci, 2000, 21(3
Suppl):83-87.

Bravo AP, Forkert ND, Schulz A, Lébel U, Fiehler J, Ding X,
Sedlacik J, Goebell E. Quantitative 12
measurements in juvenile and late infantile neuronal ceroid
lipofuscinosis[J]. Clin Neuroradiol, 2013, 23:189-196.

Ren AJ, Huang MH, Guo Y, Lin W. Manifestations of MR
imaging and proton MR
lipofuscinosis in children[]]. Fang She Xue Shi Jian, 2010, 25:
14-18. [ 2%, W e, S855, M. JL Bl 2 o0 I FE BT AR 4
UL (1 MRT & MRS R BL[T]. JO 2 52, 2010, 25:14-
18.]

Siintola E, Partanen S, Stromme P, Haapanen A, Haltia M,

Rosenkranz M,

spectroscopy of neuronal ceroid

Maehlen J, Lehesjoki AE, Tyyneld J. Cathepsin D deficiency
underlies congenital human neuronal (‘eroid—lipofuscinosis[JJ.
Brain, 2006, 129(Pt 6):1438-1445.

Bi HY, Yao S, Luan XH, Zhang W, Zhao YM, Yuan Y. Clinical
and genetic studies of late - infantile neuronal ceroid
lipofuscinosis [J]. Zhongguo Shen Jing Mian Yi Xue He Shen
Jing Bing Xue Za Zhi, 2010, 17:345-348.[ Byt 3, #k 2F, 25 2%
e, TR EE, ORI, 5. TR LR p 2 S B A TR 1 R D0
TR R0 I DR R R TR O [ ] o [ 4 e 92 25 PR 2905
%GR, 2010, 17:345-348.]

Yuan Y. Genetic and clinical features of neuronal ceroid
lipofuscinosis and diagnostic strategies[J]. Zhongguo Xian Dai
Shen Jing Ji Bing Za Zhi, 2008, 8:105-108.[ & z. 1 2 Jo il bt
JOT N A8 3 TR 11 35 A% 2 G IR 3R SR A L B2 W R s (]
o [ AR b 2 500 24 7K, 2008, 8:105-108. ]
Hollak CE, Wiburg FA. Treatment of
disorders: successes and challenges [J]. J Inherit Metab Dis,
2014, 37:587-598.

Geraets RD, Kon SY, Hastings ML, Kielian T, Pearce DA,

Weimer JM. Moving towards effective therapeutic strategies for

lysosomal storage

neuronal ceroid 1ip0fuscinosis[.l] Orphanet J Rare Dis, 2016,
11:40-53.

Sima N, Li R, Huang W, Xu M, Beers J, Zou JZ, Titus S,
Ottinger A, Zheng W. Neural stem cells for disease modeling
and evaluation of therapeutics for infantile (CLNI/PPT1) and
late infantile (CLN2/TPP1) neuronal ceroid lipofuscinoses [Jl.
Orphanet J Rare Dis, 2018, 13:54-68.

Kim K, Kleinman HK, Lee HJ, Pahan K. Safety and potential
efficacy of gemfibrozil as a supportive treatment for children
with late infantile neuronal ceroid lipofuscinosis and other lipid
storage disorders[J]. Orphanet J Rare Dis, 2017, 12:113-122.
Kumar A, Narayanan K, Chaudhary RK, Mishra S, Kumar S,
Vinoth KJ, Padmanabhan P, Gulyas B. Current perspective of
stem cell therapy in neurodegenerative and metabolic diseases

[J]. Mol Neurobiol, 2017, 54:7276-7296.
(W H 47:2018-04-26)



