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MZEEE SSPEAH L ZTORBOMBNESNT 1 FR 2K, 3L ONSSPE BF L ZDOii#H o
MEBE O 2 FHR 6 REDER 3 HZRSMED =X Y — AffT&2ITo7-, 26 2F K THhIE
THBEFERILS00 LLEE RS2, b ATEERNEWELELEB FH#EM & LT CCDCIS0 Bin
FICHEHE~T o B R 2RO, Kl % SSPE O BIEZ M EMEL & LT, 74 VBV A
SSPE B 60 4 Ot 21T o 72, 2 ZRICHBET 2HE~T o EREMHERT D 3 DOLERITED
LBNT . INOBMET L3 Y A SN TH 272 3 DOERITEAE~T 1 Tldlen oz,
T, ZFRILOZ XY — AN EITV, BEICHRELR L LITEA~T o EEZRH D, o
W E TN TRDOBICA~AT e BB NS D82 RB LR, CCDCI50 BIZLIAMZ 20 D

SSPE #& FUk 32 PR Af 1B s+ & R L7z,

A BIRBE™

SSPE D g F B A5 ERIXEMIZ IR ST
W, R B, 2R E T, B2 EHW
TeBIEMEATIC LD . BRGEICED LB+ D
H1C MxA & TLR3, MEA5%8E 2D 2Bz D
HCIL4 & PDI D/RY =—3 3 )% SSPE D3
JEICBAE L CWD Z Ea#E L T& T,

VAR, Ry — 7 = o —Hiflf & o A A
VIF =T 4 v ADZFE LWHERIZHEWD, B
BIGFDET T DY — 0 T AR E RS
AT 5 Z DN HREICR Y | Fix OBEMER RIS
BT ) DERT =2 REBINTE TN,
Fe 4 1%, SSPE FIEIZ 1T H1E EAE R AR 35
72812, SSPE FBFF LM BLOD =5 — AMIENT 21T,
SSPE D BIEZMEIZE G L TV 2 EMHEE T
DIRFBHAT o T2, S BT R B MR 1
& L CHi &7z coiled-coil domain-containing
protein 150 (CCDC150) i&{sF (CCDCI150) 12D\
T, 74 VY NBHE 60 4 OEs il 217>
T2o ABFZ2I%. TSSPE OZEHNA RTA L D
E - ET) ICBEE L2 TH D,

B. AR AE
<%t >

T Y — MENTIZIE, SSPE BB & Z OREBLOD
MIEHF H A7z 1 5% (Family 1) 2 f&&, I8 L O}
SSPE HH & T OB OMENE SN 2 FH
(Family 2, Family 3) 6 # KD &7 3 5% 8 Mk %
7=,

CCDCI50 DBAFMNTIZIZ7 4 U B A
SSPE (7 60 44 7 HEREL L 72 kil & Tz,
<FHiE>
1) 3 ZR DT Y — LAY

T — HIENTIZ, 3 FRD b U AN AT o 72,
[FRLDOFENTIE 72 > 72 HiSeq™ v —/7 v AL A
- 2 (HiSeq2000, Illumina k) 2 AV Tx= % v —
DN ZAT o T2, BB THT O 1 BT,
Coding Sequence FHIKIZ 51T 5 I A ALK L
FBAIRFIZE DT L —Ay 7 NEBREZRT L
Teo TF Y — MENTT — % OB Z 7 Quality 13
100 LLETH - 7=, 56 2 B CTld. Minor Allele
Frequency (MAF) 1% & VN 9 Sl 2 i 7= 979
B8 B 4 OMIM @ Short Genetic Variations
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database (dbSNP) & W T W IAA TS, Z i
ZTC3FEFRDI LA LY 2 FRTHEL
TWo, JEI CARELEREZITHEE~T LR
MHEBEND, LD 2 DOKMETELITKD A
B aAT o T2,
2) CCDC150 &A1 f#HT

CCDCI50 #EinF 1% 2 FY (A (2933.1) D
128kb O#FFAICAFAEL 33 HO= Y V> & fpoH
A ZXADRKREZNBIG T Th DD, =% Y — LfiffT
THROOLNTEE~T uEREERT S 3 2O
A5 (p.Met365Val, p.His511Tyr, p.Val7041le) 737
&3 % exonl0. 14, 19 {2 DOV TH#HT L 7=, 4% exon
DYEHFEFIX PCR sequencing {2 & W IRE L7z,
) FRIT L DT XY — Lt

EREDTHONEET— 252 b LI, ZRITE
2, BEICAELERED LIIEE~T B EHEN
HY . OB ELIIVTRLAOBICA~T 1
H3d % CCDCI50 YA DBInF 2k LTz,

(fREmA~DEE)

AWFFEIZ I 1T D BAR AT 1. FTJE iR O fi
HEESB IO 7 ¢ U B2 K% Research and
Development Office fii#iZ B OB A = IT T
BY., #HEEDDLWVIIMRERE O LEFICLDFE
R AT 2T,

C. HEHER
1) 3 FR DT Y — LfifHT

T — LR DT R R L 7R o T2 I A
AEREFZITT V=L 7 VEROKAF 1R
L7z SNHEHREEE LTRYIAREZI TS T,
Family 1 & Family 2 ® 2 5% CHi@d 5 iE
TAFIT 500 LLEE o=, b ATREMEN &
VMERTE S F & LT CCDCI50 \[ZEE~T i
B2 7-, Family 1 @ Case 1 TliX, p.Val704lle
FRBEETHLZ PRI, 9120
p-Met365Val I35 Hik & HEH 7=, Family 2 @
Case 2 Tl p.Val7041le 2342 BLH 3K, p.His511Tyr
DEBIH R TH L Z EPMEREINT, ZD2FK
R THM ST 3 DDZF | p.Val7041le (dbSNP
#rs 201013091 ) . p.Met365Val  ( dbSNP
#rs146455752) . p.His511Tyr (dbSNP #rs74600676)
@ ExAc Aggregated Populations @ 12 JJ AND T —
HIZH S < minor allele DHEEIL. TN
0.0005, 0.0018, 0.0014 T, W97 b Hied TIEAE

EThoi,
2) CCDC150 &A1 f#HT

7 4 U B2 ASSPEMEFE 604 DT TIX344 12
£ p.GIn375His, p.Ala524Glu, p.Ala674Val
DIDOT X JBEBRE I ERNBD L
N, W LEE~T e ER T o, F
7o BRNBEFR RO T XY — MMt T2FERIC
RBOLNTHEE~T B EREBRT 53 >50%
BIGRO o7,
NHERIT L DT F Y — MifHT

Family 1 Ti&, RNELR 2 E5F (40PI124,
GSPTI) ., #HE~7T v 5 7 85+ (AHNAK2,
C170rf97, CELSRI, FERIL6, FRASI, NEB, OBSCN)
Z R M U7z, Family 2 TiX, RELRE 2 &fn1
(ADARB2, FAM17141) . E&~7 02 9 Eix
+ (DDX51, DSPP, EP400, GOLGAS5, MYOM?2,
MRO, TBCID3, SPEN, VPS134) % R H L 7=,
Family 3 Tl&, REZLR 2 BI{xF (LOR RAX) .
BE~T uZR 4 B{5F (CACNAIS, CYLC2,
EXOG, LRIGI) % HLH LT,

D. E%

CCDC150 & V9 4y X . Human Protein
Reference Database Tid. Gene Symbol : CCDC150
coiled coil domain containing protein 150, Gene Map
Locus : 2q33.1, Molecular Weight (Da) : 128760
( 128.76kDa ) . Protein Sequence 1101AA
(NP_001074008.1) . PROTEIN INTERACTORS :
L, tRfieanTtnwsd, K1 ICRLE
HomoloGene M FCfk M LAuiE, FiA 8 2 THRAF
SNTWDHZ &b, HEREREZH> TV
ZERHERI D, X2 1X NCBI @ RNA-seq C
RSN TV DA TD CCDC150 DFEBLIR
WMERLIZLDTHD 2, FICHETOREMN
V<, T HIRNR D BFRBLDGEO ST
%o

CCDC150 [ PubMed THfsR L T & BHRR 3023
72K, BHEIZOWTHRHTH Y . Molecular
Interaction Map (MIM) IZ HF RS 72\, ME—
Boldt 5 DEHD R v b T — 7 fFHT O LI
EF-Hand Domain-Containing Protein 1 (EFHC1) &
CCDC150 DRUTAHEAEM S & % & OFLHED &
%, EFHCI (ZARREMIIE OMa & # (2B 5 43+
T, IA70=—TAPAIZEELTVWHDT,
HMHRIZIA 7 n=—2Rhbid SSPE OFEL
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Bz 5 ECHIREN T —Z L Bbns, LavL,
7 1 U B N SSPE % 60 44 D CCDC150 Eix
TEATClX, HE~T R AERITHEO LT, K
fnf & SSPE RJE L ORHEAZH G NNCT S Z
Ll cERmol, A%, AARANSSPE & IZH
%5 CCDCI150 BIn1 DMt D TV TIE
Thb,

FRIT L DOTFx Y — Mg ORE R, #1220
® SSPE ¥ RBIEZMEBEMER T2 i L,
National Center for Biotechnology Information
(NCBD OEfE 77 —H#X—2 N X, Zh
5D BLUTORBEBFIZONTIE, 2— KT 5
FEHOELRHA L NI TN,
AHNAK?2 : Ca F¥ X /VEH%ZIT LT Ca 7
V> TITHEM,
GMWLw@%vE%wﬁéc

DZFAR,

FRASI : 48 BTEARICEA G- D fifust~ KU 7 2
B H, Fraser SEMERE 1| OJRIKEL T,
NEB : #iffgts~ b 7 AR T A EKR

ZRA5-9 % Al

2 H (nebulin) , nemaline myopathy O J5[K&1{51,

OBSCN : fili JERHE D TE A0 TR ABRKE & /) e i
DO AEAVEMIZE P 5 A (obscurin) o

ADARB?2 : RNA-editing % il {325 ~AR#{ RNA
TT) T T —E,

DSPP : G EDAIRKIGICBE D 2 E A, 2 EE
AN AE O JR R AR -,

GOLGAS : INVVIRBEEHTH D golgin 7 7
TU—D 1o,

MYOM2 : Va2 7 ICEFET H2EREATHD
titin @ B43# 2 H (myomesin 2) ,

MRO : P53EICEE 54 % 5 A (maestro) ,

SPEN : AR/VE T8 & 1 2 g5 G4 i K1
VPSI3A : T2 RY—h T4 YV == Hildk
\ZIA7A> 9 trans-Golgi network Z4 L CEHOD Y
A7) &I,

LOR : #&R b U T2 R B o b= >~
7 — 7" D E %4y (loricrin) , Vohwinkel JiE R D i
R A{R A

RAX : IROTEERIZ B 2 5B R 1,

CACNAIS : ‘BA& MR D L BUBEAL AR AFE B
Ca F ¥ /L DORERLEK ST
CYLC2 : 1§ F B &8 @ B 7B ¥ Ak
(cylicin 2)

EXOG: 537 VX7 L7 —RiftEaRox

B b D EA

5SS
o
=2
o
=
off
T
B
ao

RX 7 L7 —V/mr X7 L7 —F,
FRIEDOTX Y — AT TR IR
5OBIGT(2— FT2EAOHEN RO L
Db ETe) LMEFREICHE LT CCDCI50 1220
TER/ZR OB 2175 Z £ 12X 0 | SSPE
DOF 1= 7R B HBE 2 LN TE DA
REPEDS 8 5,

E. #5R

SSPE B3 & E DM BLO =X ¥V — AiFHT TlE
T L7z 3 R H 2 KR T CCDCI50 BT
BE~T 0 R 258 SSPE & HBUESZ M B
% b ATREMEDY MW MERBIR T & F 2 b,
Lo»rL., 74 UEYA SSPE £#H 60 4 O
CCDCI150 351 fHT Tl EE~T B B R ILR
O LT, KB & SSPE FIE & D B % A
LMCT DI TE o7, FRILDOT
XV —AEHTICE D . CCDCI50 LIAMZ 20 fE D
SSPE & /B M AR & L L 7=,

(&% XX#k]

1) https://www.ncbi.nlm.nih.gov/homologene/1581
4

2) https://www.ncbi.nlm.nih.gov/gene/284992

3) Boldt K, van Reeuwijk J, Lu Q et al. An
organelle-specific protein landscape identifies
novel diseases and molecular mechanisms. Nat
Commun 7:11491, 2016.
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HomoloGene:15814. Gene conserved in Euteleostomi

E1 HomoloGenelZ#I[+%CCDC150M it H:

Genes

Genes identified as putative homologs of one another during

the construction of HomoloGene.

Proteins
Proteins used in sequence comparisons and their conserved
domain architectures.

ke k& R

2

CCDC150, H.sapiens
coiled-coil domain containing 150
CCDC150, P.troglodytes
coiled-coil domain containing 150
CCDC150, M.mulatta

coiled-coil domain containing 150
CCDC150, C.lupus

coiled-coil domain containing 150
CCDC150, B.taurus

coiled-coil domain containing 150
Ccdc150, M.musculus
coiled-coil domain containing 150
Ccdc150, R.norvegicus
coiled-coil domain containing 150
ccdc150, X.tropicalis

coiled-coil domain containing 150
LOC100534986, D.rerio

coiled-coil domain-containing protein 150-like

NP_001074008.1

1101 aa
XP_525991.3

1105 aa

| XP_001086129.2 ==

1105 aa
XP_005640539. 1 ===
1058 aa
XP_002685523.2 ==
1148 aa

NP_084301.2  m——ei
1110 aa
NP_001178735. 1 ==
1102 aa
XP_002935200.2
1096 aa
XP_003200128.2 =i
964 aa

https://www.ncbi.nlm.nih.gov/homologene/15814

H2 ErDFHEBTHCCDCI150M RIFIK:

RPKM

https://www.ncbi.nim.
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