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1. F

BEERE LT, BoTPREel COBRERR, ZOREICESTIREDZ L Th
D, ZOHT, BRERODROBVEERL LT, AVFLBGHERE—EETER)
B, ATIVBREMEREAL, EMFEOPHRIIREVS, B bu—ATRIFE AL
RESNZVES 2BOTHREDEN "LT AV T M L X TEEBISNBEE%
LBNTWD. £ Y —LfRHT (Whole exome sequencing) X, 7/ APDIFIFLTH®E
EFOF VA Ea—F 1 v E BRI T 2 FETH Y, FRRHOBEIE
BOBRTEGTF2HRETIEOPLNFEETHSD. AT, BEME, BHENAIKIEL,
ElaEREZER LD 3HE T3 Leukoenéephalopathy with brain calcification and cysts
LCC) BEREL, /MEREZRETHBRERIZH LT, Ei2 WES 250 ¢33 8E20MF
EIZ L DR DFEREIT- 72
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2. XHBLFHE

LCC BEFZ & 8 TR, MM/ MULTERE R L, BEEOICIIREDIICE
LR T/NHERE R T 2BEE ST 160 FR LTS L L. LCC £RIZx LTI,
2016 FIZHHAILETEET L LTHRE /- Small nucleolar RNA, C/D box 118
(SNORD118) iz T(Jenkinson et al., 2016), WES 5 — & O #% T @AGMRYT & ¥ H—ik
I KB BIMRFER 1T o 7o, /MMEER DR FZD 51T, BEABETFORAAY 7o b
7 85‘%';‘% (563.1%) @ 5B, Human Gene Mutation Database (HGMD) D 8V 7 k%
FHODIRNEBLEFTHREONI TV hEBRHLE 6 % 7T BHEIZHOWCHERL, BEEN
LRBABDFEM2ERELE T, B E OHEBRITONY 72 F ORUEZOTE M 21T 7=



8. WR

LCC 8 HRIZx L TIT» 7= S #ID WES FEITClE, HRIIRETE Rd ok, HHiic
RERMEEETF L LTHIEENE SNORDIIS NY T ¥ MIHWT, $oi——ru 2
E{Tole &5, T8 FHREOTEKT 4 DOFH Y 7 Fn.19C>G, n.24C>T, n.61A>T,
n118T>@ZZLMT LAY 72 b &R Lz, WES 7 —% 0% 5 RN T,
SNORDI11813Y 2 ~— VEFBOBILEET Ch 5 TMEMI1070 SUTRIZAIE L TR Y,
T7 V—hF ¥ TFF v —IT T3 SureSelect Human All Exon kit (v4, v5, v6) T /8
—ENTWBZ AR TE . E£h, 7/ 7 3 5% Refseq Gene & Ensemble
Gene x5 L LIz b DIZE 2 3 Z & ¢, ENSG00000200463 (SNORDII DY 7o b+ &
LTCa—nand I ERRALMNNI 2T,

IMEIR DZR BIL, BEREGE T ORAINY 7 b4 85/160 KR (53.1%) HSHRH &
niz. MERDOLZRVEETF & LTI, Patient 2-1, 2-2 75, Sep (O-Phosphoserine)
TRNA:Sec (Selenocysteine) TRNA synthase (SEPSECSO)DEE~T nizS U 7k,

-Patient 2-3, 2-4 (.28 B)H 5, Solute carrier family 9 member Al (SLC9AD D REHEL
£ Y 7 2 b, Patient 2-5, 2-6 2> &, Misato 1, mitochondrial distribution and morphology
regulator (MSTODDEE~T nBEAMENY 72 b, Patient 2-7 55 Solute carrier family
1 member A3 (SLCIAS D de novo (~T 0 iE&H) NS 7o M EBH L7z,

4. EBE

BRIMENT AT T2 b ORFERZFMET 27201, IABLRAY 72 MZoWT,
SIFT, PolyPhen2, MutationTaster, CADD @ 4 oD FE A 27 # AWl iTo72 & =
5, FMBEREZXFTDHORLHE LD, SNORDIIS NV 7 ¥ MOWTIE, # o8
THEFa—T 4 TRIBICH LTHEE SN TVS CADD & PhyloP ZfVizd 5,
CADD X9 % PhyloP B3N 7y bOFMCERTHoT. D i, ZL\0E
Fa—7F 4 U TBEFOEERERD, £VEE CHEECRESNEETH D 2 LR
TBHLEZLNIZ. NYT v ORERLEHEIZIZ, American College of Medical Genetics
and Genomics and the Association for Molecular Pathology (ACMG/AMP) 5 A K51 >
(Richards et al., 2015) #7223, RESHI=£TD/NY 72 F22 Likely pathogenic %
5\ Pathogenic & P& e, ABECHEMSRE S WIEFIOMRO R, REEO
ART FTAEEETDZLOREENT W, SEPSECS FE9NV 7w M, /NEEEY
MRI /MEZEREZ B3 2 EFBH|E XN Tz (Agamyet al., 2010) 23, KW Patient
2-1, 2-2 IZENL Y LBREITEICh o 72, SLCIAI 1L, /NINER L RS EREsY 235



Lichtenstein-Knorr JEER THE ST = (Guissart et al., 2015) 23, A#FZED Patient
2-3, 2-4 BHERAFE 2RO R 1ol WES T ZH.LE LEBEZHOBRRICLIVRAELE
5 DDBETOF MM NY Tk 128 (SNORD118: 4 {8, SEPSECS: 3 {8, SLC9AI:
1 {8, MSTO1:318, SLCIA3: 1{8) &, B 14 £ DOBEKERIL, SBOBEEFIHO
R L, BEOPROMNICETEbDLEL BN,

¥F—U—F
LTy Y — LT
Leukoencephalopathy with brain calcification and cysts (LCC)
RNE= T
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