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Endocrine

Hypoparathyroidism
Pseudohypoparathyroidism
Pseudopseudohypoparathyroidism
Hyperparathyroidism
Hypothyroidism

Metabolic

Aicardi-Goutigres syndrome
Fahr disease (familial cerebrovascular ferro-calcinosis)

Carbonic anhydrase deficiency type Ul
Wernicke's encephalopathy

Griscelli disease (363)

Congenital or developmental

Familial idi

Inflammatory

Toxoplasmosis

Congenital rubella
Cytomegalovirus

Measles

Chicken pox

Pertussis

Coxsackie B virus
Cysticercosis

Systemic lupus erythematosis
Acquired immunodeficiency syndrome
Toxic

Hypoxia

Cardiovascular event

Carbon monoxide intoxication
Lead intoxication

ic basal ganglia
Hastings-James syndrome

Lipoid proteinosis (hyalinosis cutis)
Neurofibromatosis

Tuberous sclerosis
Oculocraniosomatic disease
Methemoglobinopathy

Radiation therapy
Methotrexate therapy
Nephrotic syndrome

Down syndrome (Barcovich et al. Pediatric Neurcimaging 4% edition)

Neurodegeneration with brain iron
accumulation (NBIA)

NBIA; i, BIcEEZ~OBABEEHHET IMRERIEREBH

Table 1 Distinguishing features of the NBIA subtypes

Findings PKAN INAD Atypical Early-onset  FAHN Kufor- Woodhouse- ACP NFT ‘ SENDA ’
INAD  parkinsonism Rakeb Sakati
Neurologic
Dystonia + - + Varisble + + + + + +
Parkinsonism Variable - Variable + - + - - Variable  +
Psychiatric symptoms ~ Varisble - Verigble + - + - - + +
Onset Child or Infancy Child  Adult Child  Adult Child Adult  Adult Child
adult
MRI
tron deposition GP, SN GP GP,SN  Varisble SN GP,  Varisble  GP, SN Al G, GP, SN
variable &striamm SN GP, BG  putamen,
putamen, caudate,
caudate dentate,
fenticular thalamus
nucleus
White matter - Varigble  Varisble Varisble + - + + + Variable
involvement
Cercbellar - + + - + + - + + -
atrophy
Eye-of-the- + - - - B - - Rarcly  ~
tiger sign
Gene PANK2 PLA2G6  PLA2GS PLA2GS FAZH ATPI3A?  Clorf37 CP FIL Unknown

Curr Neurol Neurosci Rep. 2011
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Table 1 Distinguishing foatures of the NBIA subtypes
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COERERICLYRREEEELD,

Ff-pantothenate kinase® BE[ZkYcysteinAFERL ., Ch it GEEER
[CHL—FLTBMENBEEESIERIT,

PRKANOD A= 7IERHAARICERYE — BARERRBHENED?

Findings PKAN INAD Atypical Early-onset FAHN Kufor- Woodhouse- ACP NFT SENDA
INAD  parkinsonism Rakeb Sakati
Neurologic
Dystonia + - + Varisble + + + + + +
Parkinsonism Variable - Variable + - + - - Verisble  +
Psychiatric symptoms ~ Variable - Vatisble + - + - - + +
Onset Child or Infancy  Child  Aduk Child  Adult Child Adult  Adult Child
adult
MRI
fron deposition GP, SN GP GP, SN Variable SN GP,  Variable  GP, SN Al GP, GP, SN
variable &striamm SN GR BG  putamen,
putamen, caudate,
coudate dentate,
Ienticular thalamus
nucleus
White matter - Vadigble ~ Variable Variable + - + + - Varisble
involvement
Cerebeflar - + + - + + - + + -
awopy
Eye-of-the- + - - - - - - Rarely -
tiger sign
Geoe PANK2 PLA2G6  PLA2G6 PLA2G6 EA2H  ATPI3A2  Clorf37 CP FIL Unknown
Curr Neurol Neurosci Rep. 2011
EH 14mBR
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fpd ZRER H B8 i% (Deep brain stimulation; DBS)
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GPi-DBSRAsa# 74
(BEBEEMKILYA)

otk B KB ENSURORBHE,
oD RIBME, THOMEIHSHY.
X X BEGL ] . BB (LR,

oS EYIM. EEERBHOSRBTEY,
ok nS5—LE1H1-2E#RSE,

4ETGPi-DBSBIth#% 44 LU k238U 1-PKANSE 51 0D
HEIT25RC. BEHIDH,

®Krause: 138 B GPi-DBSEMEITLI-=PKANEFISEDKRR, HH
IXEAERR AR, F R ECANBRBOPRSOMS I RELL S, MR 1E
FYSRZFTHBUEE. HHR25E CHI-MSTEE. LELERE
#aIzBEik,
BFMDRS-MI&. #i87 92. #7114 30, 24F 40, 5% 70,

@ Adamovicovad : PKAN®D REFIZH LT, 178 L1688 TGPi-DBS%
AT, R4 EB IVIEOBBERE. Ak bICHEBE R LY
DA 7 ORELEBROIHM, RIEHE18y B &Y. BRITHF#3s B
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ROBFMDRS-MIE, #ii] 77.5. 35 B 15, 24k 22,5, 4.5%# 38,
% OBFMDRS-MIZ. #ial 72. 37 Atk 42.5, 25 % 53, 44 # 52,
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NBIA; B, BICEBEZ~OBABLHBETHIHBEERBRE

Table 1 Distinguishing features of the NBIA subtypes

Findings PKAN INAD Atypical Early-onset FAHN Kufor- Woodhouse- ACP NFT ‘ SENDA ’
INAD  parkinsonism Rakeb Sakati
Neurologic
Dystonia + - + Variable + + + + + +
Parkinsonism Variable - Variable + - + - - Variable  +
Psychiatric symptoms  Variable - Variable + - + - - + +
Onset Child or Infancy  Child  Adult Child  Adult Child Adult  Adult Child
adult
MRI
Tron deposition GP, SN GP GP, SN Variable SN GP,  Variable  GP, SN Al GP, GP, SN
variable & striawm SN GR. BG  putamen,
putamen, caudate,
caudate dentate,
fenticular thalamus
nucleus
White matier - Varigble  Variable Variable + - + + + Variable
involvement
Cerebellar - + - - + + - + +
atrophy
Eye-of-the- + - - - - - - Rarely -
tiger sign
Gene PANK2 PLA2G6  PLA2G6 PLA2G6 FAZH ATPI3A2  Clorf37 CP FIL Unknown

Curr Neurol Neurosci Rep. 2011




SENDA syndrome :Static Encephalopathy of
Childhood with Neurodegeneration in Adulthood

O FISRETFIIRELN. BRMNARK -EER R, L—DD
disease entity&L T2011$EIZ#&E SN F-NBIADsubtype.

LN 3 2]
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E{RFT R

CT-HERERIL

SENDA syndrome :Static Encephalopathy of
Childhood with Neurodegeneration in Adulthood

©NBIADTE TH B Oregon Health and Science University®
F—FM20114EICHLI=NBIAO LB 24E O h TIRIB, B#L
case reportiZH L TUVELM20095FE DEREDH),
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FRBIIBUTIBENFE. WThin,
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Mitochondrial Disorders

8-year old boy with Mitochondrial Encephalopathy with Lactic Acidosis and
Stroke-like Episodes (MELAS)
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eCa/ P/PTH &,
OFUEDT ., MFETI/BHH ROEHRBOFERLL,
o FLEYE ILE VB
78 M 31.4/1.6 mg/dl, #H 26.0 /1.4 mg/dl
9k 24.4 /1.2 mg/dl, 9.0 /0.8 mg/dl
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®
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Crude
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DNA repair disorders

DiGiovanna JJ and Kraemer KH (J Invest Dermatol 2012)
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Summary of 398 Cases Studied in our Laboratory

for the Diagnosis of XP, CS and related diseases
1998.11 - 2005.7 Hamamatsu Univ. School of Medicine
2005.8 - present Osaka Medical College

Xeroderma pigmentosum (XP) 126 cases |Cockayne syndrome (CS) 22 cases
XPA 57 CSA 2
XPB 0 ¢sB 3
XPC 2 not determined 17
XPD 13 (including 2 UV Sensitive syndrome cases)
XPE 0
XPF 4 Trichothiodystrophy (TTD-A) 1 case
XP6 3
XPV 34
XP unclassified group? 13

Qther diseases
Basal Cell Nevus syndrome 1
Dyschromatosis Symmetrica Hereditaria 7

2 cases Werner syndrome 1
XPD/CS complex 2 Rothmund-Thomson syndrome. 3
XP carrier diagnosis 55 cases Normal 2. Other cases

XP prenatal diagnosis 11 cases

Summary of 398 Cases Studied in our Laboratory

for the Diagnosis of XP, CS and related diseases
1998.11 - 2005.7 Hamamatsu Univ. School of Medicine
2005.8 - present Osaka Medical College

Rev. 2011.12

Xeroderma pigmentosum (XP) 126 cases |Cockayne syndrome (CS) 22 cases
XPA 57 C5A 2
XPB 0 CsB 3
XPC 2 not determined 17
XPD 13 (including 2 UV Sensitive syndrome cases)
XPE 0
XPF 4 Trichothiodystrophy (TTD-A) 1 case
XPG 3
XPV 34
XP unclassified group? 13

i
Basal Cell Nevus syndrome 1
Dyschromatosis Symmetrica Hereditaria 7

XP/CS complex 2 cases Werner syndrome 1
XPD/CS complex 2 Rothmund-Thomson syndrome 3
i i i 55 cases Normal 2. Other cases

XP prengtal diagnosis 11 cases

Rev. 2011.12
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MRI
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XP-CSHR#M MR
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CSB
UV sensitive syndrome

Clinical diversity of distinct CSB truncated mutations

ERCC6 (168kDa)
severity
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P
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o) | R R 857 3. 2.
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COFSS
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Reference : Horibata K et al PNAS 101, 2004

The longer the size of CSB pmtei‘ﬁ Is, the more severe the clinical symptoms are.
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P R ES E N T CO N C E PT - There is a wide mggcgimﬁly?csocazg bgc?!rgtaﬁon.

- UVSS is in 2 comprehensive clinical entity of CS {very mild form of CS}, .

- Child-onset UV®S may develop late onset €S and internal malignancy with age.

disease disease

+impaired pment of nervous sys o PR
+growth failure. - : o *’C‘”‘“’-’"? .
+ mental retardation -

+ hearing foss, eye abnormalities
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XP and €S cells are hypersensitivity to killing by
hydrogen peroxide (H,0,).
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How is the effect of Edaravone, a free radical scavenger
to H,0, sensitivity in XP and CS cells?
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