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MEEE SSPERALTORBOMKNEOLNTZ 1 KR 2HBIA, BLOSSPE BR&E & OB D
MEBEFELNTZ2FZR6MIKOEFH IFZRSHMEDOT XY — AifiT 21T -T2, 9B 2F R THE
T HBIEFERITS00 LLEE o722, Kb AREMENEWEILEMLE FEM L LT CCDCI50 Eis

FICEE~T nEREB DT,

A BTAREBE#

SSPE g LB AR Z R L IEMEIZITMEI S T
W, BB, ThET, B2 EH
W2 BIEMATIC L 0 . BRGIEICED 2 BT
DOHT MxA & TLR3, #5%% b 25 &I T
DOHFTIL4 & PD1 O/XY =—3 =5 )8 SSPE O
FIEICEE L TCWDZ L E2ME L&,

WA, Wy — 7 = o — i & A A A
VI —<T 4 v I ADEFELWERITHEN, B
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KHITITO Z ENFHRRICZR 0 | A OB BPER
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fiEHT 21TV, SSPE DB MEIZEE 5 L T
DAEEIE T DR & AT o T2, RAFFEIX. TSSPE
DZREITA RT A4 L DORE « WET) ICBhE L7z
METH 5

B. iR AE

SSPE B L Z DR OMIENE LN 1 F
F(Family 1) 2 #{&, 3 X OVSSPE & & = O
B O MK AT S 4172 2 %% (Family 2, Family 3)
6 MDD EFE 3 5%k 8 Mk L LTz,

T AENTIX. 3 HFRD N AT 1T o T2,
R R DRERTIL 72 x> 7=, HiSeq™ ¥ —4o v A
A7 2 (HiSeq2000, Illumina f1) # W T=%
— LENTEAT o 1o BAR TIRHT D2 1 BLBE T,
Coding Sequence FEIKIZHIT H I A& AZ R
EHAN/IRFICE DT L —0y 7 NEREZHR
L7z, =% YV — M7 — &% O'E % 777 Quality

12100 LA ETH o 72, 5 2 Bef Tld Minor Allele
Frequency (MAF) 1% & W 9 S 4 i 72 379
M) & ¥ % OMIM @ Short Genetic Variations
database (dbSNP) % H W\ TH VA AT, Z i
2T 3FFRDHI B b 2FATHEL
TWS, EFICHRELRELIIEA~T LR
DHLILD, EWVD 2ODFRMETEHITKY A
HrHAT 2T,

(fREm~DBEE)
AL R sk O ML B S ORRE %
FTERY., #aEHDLWVITREEDTECLD
RS TIT- 72,

C.HRHER

T — DR ORI G L e o T2 I Ak
VABERFEFIZT L=V T NEROKEE 1
WRLTE, 2ObaMRERLE LTKRYIAREZIT
-7,

Family 1 & Family 2 @ 2 252 CILl 4 5 &/x
TEFITS500 LLEE e o723, b AlREMEDN
W Al B8 7 & L T coiled-coil domain
containing 150 (CCDCI50) & inFICBHA~T 1
EHREZFR O, Family 1 @© Case 1 TIlX,
p.Val704lle [F R R TH D Z LR I, b
9 120 p.Met365Val (T4 HFK & HER X 47,
Family 2 @ Case 2 Tl&.p.Val7041le 73 S H Hi 2k
p-His511Tyr D3RR TH D Z &R S
o TO 2 FZRTRIENT 3 SDOER,
p.Val7041le (dbSNP #rs 201013091) . p.Met365Val
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(dbSNP  #rs146455752) . p.His511Tyr (AbSNP
#rs74600676) @ ExAc Aggregated Populations @
12 5 ANDFT — #2335 < minorallele DR,
ZHIEH 0.0005, 0.0018, 0.0014 T, T H
oD TURAEEE CTdo o 72,

D. EZ%

CCDC150 & v 9 4> F 11X . Human Protein
Reference Database T 1% . Gene Symbol:
CCDCI150 coiled coil domain 150, Gene Map

Locus:  2q33.1. Molecular Weight(Da) : 128760
(128.76kDa) . Protein Sequence: 1101AA (NP_
001074008.1) . PROTEIN INTERACTORS : 72 L |
LRLE STV D, 1 (27~ L 7= HomoloGene
OFHEH Vo LhiE, BEBZ TREFEIL TS
e, HERBREAHE S TWD 2 & AHEH
b, K2 1%L NCBI D RNA-seq THEEE ST
W5 AT CCDCI50 DI BURILZ 7R~ LT=
LDOTHD 2y FITHERTORIANEN LS, K
THEWRDLEHINPRBO LN TV D,
CCDCI150 (X PubMed THFE L C % B
N WERIZOWTH AR TH VU, Molecular
Interaction Map (MIM) IZ b fEH A 72\, ME—
Boldt HDEHEDF v b T — 7 fijhr Oigsr Yo
{Z EF-Hand Domain-Containing Protein 1
(EFHC1) & CCDCI150 OficA » 2T 7 v a v
WD & OFLHN & %, EFHCL (TR @ o
JAERICRED D5 F T, 347 n=—TANA
CEELTWLOT, MBICIAZ7u=—2h
5% SSPE OiiEA B 2 5 L THIRIRVT —
2 LB bns,
AEIOFEROMBER L LTIE, 2 2OFEEKRT
3 L TR O Bz p.val704lle (IZ2oW T, AL
DT I VBBOERTHDLZ b, XN
7 ERE~DOELB NS W LR TREIND
Z LM D3, CCDCLIS0 IZ DWW T DA 72
FEMT AR TH 5,

E. #5ik

SSPE HE & ZDOMBLO T XV — AN 1T
W b ATREERN B WETEBMR T EM E LT
CCDCI150 BIn FICHAE~T R ER 2RO, 45
%X, BARNY > 7 (40 1K) T CCDC150 i&
51 OfFNT 2D | BRFHI YL ORE 21T
ITETH D,

[&% X#k]

1) https://www.ncbi.nlm.nih.gov/homologene/158
14

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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K1 HomoloGenelZ#[+5CCDC1500) 5L &5,

HomoloGene:15814. Gene conserved in Euteleostomi
Genes Proteins
Genes identified as putative homologs of one another during Proteins used in sequence comparisons and their conserved
the construction of HomoloGene. domain architectures.

34| CCDC150, H.sapiens (&) NP_001074008.1 -
coiled-coil domain containing 150 1101 aa

|4] CCDC150, P.troglodytes |81 XP_525991.3
coiled-coil domain containing 150 1105 aa

21| CCDC150, M.mulatta |21 XP_001086129.2 s e
coiled-coil domain containing 150 1105 aa

S| CCDC150, C.lupus S1| XP_005640539. 1 == —
coiled-coil domain containing 150 1058 aa

|] CCDC150, B.taurus [&1] XP_002685523.2 == am— -
coiled-coil domain containing 150 1148 aa

|21 Ccdc150, M.musculus [S1] NP_084301.2 i -
coiled-coil domain containing 150 1110 aa

|&1] Ccdc150, R.norvegicus (1] NP_001178735. 1 i —
coiled-coil domain containing 150 1102 aa

|81 ccdc150, X tropicalis |S1] XP_002935200. 2 s— -
coiled-coil domain containing 150 1096 aa

|4] LOC100534986, D.rerio (81 XP_003200128.2 =i —
coiled-coil domain-containing protein 150-like 964 aa

https://www.ncbi.nlm.nih.gov/homologene/15814
s &
H2 ErDOZHEEETDCCDC150DFHIRIK;
g.,
g

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