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[ Abstract] Report 2 cases of children with Cohen syndrome caused by VPSI3B gene mutation and review the literature.

[ Key words)

Bl1. 5,8 A W AEFITK K 208 T REER"
T2018 -8 A 30 HABE, HBILFR G5P2, 4240 JEJIi™=, A= 5
ToSH AR 3.5 kg, BEFLMESE, ACREMRfE, AR B IS
fic , T AR i, Al 5 % R, HAE AT N T™ 3
W, A6 AH , ZREBBILE G, ANGET &, 5 A%
K n AR I ] B 5, 2 Wi “ 1B sh R BRIk . Ik
ik 8 kg(P10 ~P25) ,3<F40.5 em( <P3) , & 68 cm(P10)
E AR, JE B, RERE T E, SR KN, AF
BELLNTFEGASE S, TN, A TR B XRE, &5
Wk %, 0~6 2 LI L0 L T8 RNIE.8 AR, 8350
S5, BT 4.5, 413541 0 5.5 KMiEsh3.5,18F 4.5, 4
LB 4.6 A, LB S57.5, BRE e IL, Q@R
46,XY.

Bil2. 5,3 %10 M H ,H2E Lk FIRE 1 FLR"T 2022 4F
7 H 12 HARE, #BILER GIP1, % 42 J&, PHAE = 46 i 0018 351
B RS B R 3.3 kg, ACRRARGE, LT E NS
e, TC R A, 05 6 1 H I IR R A RE B B 70 Y
W B4 THREEIGIT RO 2 B TR B, &R RFE 11 kg
(<P3),%kM43 em( < P3), 575 90 cm( <P3), /NKEFE, £
PR SURAT AL, OGS 22, R, BN, F
TREFAn, WUk S isaR , B Ty 22, B B R B R AR, S
AR IR E L SH R, 0~6 % L Gsell 8 FiT4: KiZzh
36 NGz 31.5, 1MW AE ) 25,5, 385 22,5, #3847 R 27, /L
B 28. 5N H KB R 611, B AE, Y@k 46 XY,

SKTUARRIS I, X 2 B L BCESEAT 4 A i e AR R

Cohen syndrome; VPS13B gene; Gene mutation; Global retardation

LA DA AT, RIS R R . L 1 A VPSI3B(NM_
017890) c. 2911C > T, p. Arg971Ter F1 c. 3598C > T, p.
Argl200Ter ESZREESF (K 1), #JL 2 #5457 VPSI3B(NM_
152564)¢. 710G > C, p. Arg237Pro Hl ¢. 3598C > T,1200Ter £ &
AR (F2) . AR Ak A AR FIREIR AR I A2 9 &
FEER 12 2 14 8 LA BB ZE A AE ( Cohen syndrome, CS)
Zad Bk Bt s A E T JLEINIRE IS S AU 2 &
JURA R R B ¥ 5 B3 SRR R B 0%, Bl s 2 iR A
7.

T CS B —Fh LA # Y (O R R A5 580 , 120 HR
VPSI3B JEREOR S Fr 8, VPSI3B B T 8 5 e fafk
2.2 FEFE |, K/ 864 kb, St —Ff T 1 R AR S AR
Rl VPS13B & 1, % F 445 i /R 3L 52 6 1 14 25 4 R 1) e 52 9 4k
D7 IR R R, SR IR D RE AL G 2R (1 A 2 R
T BHZE S B , e & O 2B 3 R A IR AR 4L, A E
UESEAE VPSI3B [N 28748 M35 ) B 1 O 56 Ak S5 e 7R 2
PRTIBESE AL AT LA 30 PR 40 M s 20 | 08 I S 78 | Y o
SEUC MCE H o, BN AN P E R GE Yk Eocs Bt
12 o

T8 VPSI3B FEH EL CS A8 KA 55 T0 LA 4 X
AR FHA B DL BT AR R 2 BB L S B T
W7 I 45 R B . 4 1 BBJL#ERY VPS13B A ¢.2911C > T,
p. Arg971Ter( NM_017890) Fl ¢. 3598C > T, p. Argl200Ter( NM_
017890) WE G785, il 2 BILIE VPSI3B JEH c. 710G
> C,p. Arg237Pro( NM_152564) il ¢. 3598C > T, 1200Ter( NM_



FEME 2 2023 48 H 4 22 B4 8 1 Chin J Diffic and Compl Cas, August 2023, Vol. 22, No. 8 - 873 -

B 1 L1 Sanger B (ZLH7 LTk VPS13B 22480 14,)

B2 L2 Sanger BrilF (ZLHi kIRl VPSI3B AR )

152564) BIRE A 7B KT, WYX EESBREESIEFH
272425 ( American College of Medical Genetics, ACMG ) 7% 5 fif {52
SRV TEURSEHHT, ¢. 2911C > T T BEFUN 8 5 (PVSI +
PM2 + PP3) ;c. 3598C > T b ] REHUM 28 5 (PVS1 + PM2) 5 c.
710G > C M3 SRS S (PM2 + PM3 + PP3) | Fr A 1E % ARESL
PRSI /NF 0,000 5(PM2) , BaoPk s A& s o, R =7 B Al
FUBORAE S (PM3) ,2 FhGETT 7 3k 0 i1 A5 57 %k 3 (R 7= ) A 5%
Wi (PP3), B HAET ML, BL 2 (% VPSI3B 3 R 45 L 47 c.
710G > C(p. Arg237Pro) , A WL SCHR IR IE J& T8 & 278
CS IRRRIMLRE, W R L RS, B RS, @ % £
HEW KRB IRE /NG Rk 2 Lk 1 iR SR,
43 BILIE T A F MR AN AR > R S RO . AR 2 R
LR PRBC 1 kTR /N KEIE LK ST, A
B TN TR MM E, 5 SR E A
2 {51l g LA Hh P 0 TR U /0 N v M . A, 1 1 R OL
Tl PR A2 S s P L 51 TOU ke P B s 34 e, ORI 57

o 012 FBILH BEXURAT L IO 2 LI IR R X i PAAE
SCHR BT ARARIE Y

CS M2 W EZARIIG RIFRILAEEF AT, CS 1 JCA &L
A7, EEIERPEIR Y FSCRRAYT . RIS, i BLA
J7 HEINGIRT S, e R LIES K kiZshkE " EM
AL ORI B I . R AR CS B 4 T A
RONPUBIR 2 WIRIT % BT CS LRI SR A 25 i 1 IR, Rt
B LR 2 A BT AN A2 Rl O LS A A B RO L, AR
42 BB ILALE R REIRT IR Rz 3 Jif & kB W s, 1
A R B A LR D, T RE PRy LA I 5 N SRR e R
RILHOK, ATFHETIIEE
Sk

[1] Rodrigues JM, Fernandes HD, Caruthers C, et al. Cohen Syndrome:
Review of the Literature[ J]. Cureus,2018,10(9) :e3330. DOI: 10.
7759/ cureus. 3330.

[2] Seifert W, Kuhnisch J, Maritzen T, et al. Cohen syndrome-associated
protein COHI physically and functionally interacts with the small GT-
Pase RAB6 at the Golgi complex and directs neurite outgrowth[ J].J
Biol Chem, 2015, 290 ( 6 ): 3349-3358. DOI. 10. 1074/jbc.
M114.608174.

[3] Richards S, Aziz N,Bale S, et al. Standards and guidelines for the in-
terpretation of sequence variants:a joint consensus recommendation of
the American College of Medical Genetics and Genomics and the As-
sociation for Molecular Pathology[ J]. Genet Med,2015,17(5) :405-
424.DOI:10. 1038/gim. 2015. 3.

[4] Yang C,Hou M,Li Y,et al. Gene analysis: A rare gene disease of in-
tellectual deficiency-Cohen syndrome[ J]. Int J Dev Neurosci,2018,
68:83-88. DOI.:10. 1016/]. ijdevneu. 2018. 05. 004.

[5] Hu X,Huang T,Liu Y,et al. Identification of a novel VPS13B muta-
tion in a chinese patient with Cohen syndrome by whole-exome se-
quencing| J ]. Pharmgenomics Pers Med,2021, 14 :1583-1589. DOI .
10.2147/PGPM. S327252.

[6] LiL,BuX,JiY,etal A novel homozygous VPSI3B splice-site mutation
causing the skipping of Exon 38 in a chinese family with Cohen syndrome
[J]. Front Pediatr,2021,9.651621. DOI:10. 3389/ fped. 2021. 651621.

[7] Lou G,Ke Y,Zhang Y et al. Functional analysis of a compound het-
erozygous mutation in the VPSI3B gene in a chinese pedigree with
Cohen syndrome[ J]. J Mol Neurosci,2021,71(5) :943-952. DOI.
10.1007/512031-020-01713-6.

[8] Gong J,Zhang L,Long Y,et al. Cohen syndrome in two patients from
China[ J]. Mol Genet Genomic Med,2022,10(12) :¢2053. DOI;10.
1002/mgg3. 2053.

(9] kN, AFE XS, 5. UK MZE 3 R & T J5 A b ko4 i
W 1AEAR L], RS RULR A R,2018,20 (6) :497-500. DOL;
10.7499/j. issn. 1008-8830.2018. 06.013.

[10] gk, fLZ222, skmi . iR yr RHEZR A | FIRIE [T ].
[ LRI, 2022 ,18 (1) :90-92.
[11] Wang H,Falk MJ,Wensel C,et al. Cohen Syndrome|[ EB/OL]. 2006
Aug 29 [ updated 2016 Jul 21 ]. GeneReviews [ Internet ]. Seattle
(WA) : University of Washington, Seattle.
( Wk B 491:2023 -01 -27)



