E A I EF 2% 2021 4 3 A% 42 %% 6 1 Int ] Lab Med,March 2021, Vol. 42,No. 6 ¢ 759

cNESH -

EHBTFHNFRNIEYLZEAE 2 6

% 'f—;%il 9?&/{‘%2]” 7*5]‘)‘&‘;%1 9%'&?1 91%'%:‘&1 9?#—5-%1 9**/%4%’]29:%\.

L0 EAE B R

LEAZNMARERABRA, =dLF 678400;2. PEEFAFHE & LR REFE
EFRANFHANMBEFREFZHRE, =@ LW 650118

KB M EIE;  FEAREE SN
DOI:10. 3969/j. issn. 1673-4130. 2021. 06. 029
NEYHS:1673-4130(2021)06-0759-04

T ZR S AE PR Sp BRARLEAAE, = T 5 54
PR R 8 73 B 58 42 B R I 5 BORY e (0 1A B 2k 25
fit . FAE 1963 4 AT WEFE & X 3 Bl TR 4 R R I
T 25 A AR LBEAT T 40 L LS T A A e B
1 2 O I R A A 4 LD LA R
SR R B T A R LR ) R R AR K R IR 42
AR SR A A TE U I I 38 S R R R 3R
BZES, BHE M T 2R G Sp sk BERALE LR
/NS S IR R A TG P B At e R S A I
RS NG IR F A b R R 22

FEl A A1 5 T8 M 255 i B 4 3E 22 O BICA 0 B B
TE B BIT T 22 4 v T I PR 5 A0 240 M 338 1 = 70 A L 400
AR TR e g R R B Z R HAR R
A AR 0/ e B i) otk 2 el B o &2 (<5 MIb) kAT
SE AL, 9 JE AL A4 A2 (FISH) A RS | 45 £ R M 43
TR LB T SIS A0 A G A S BEE 1 43
B T7 05 ABATS SR A7 A A6 T Tl 303 A 00 A5k 3 A1 A 2%
1 24 5 TT ) Jay BRI PR A2 W L A7) SR 5 2 %) e iR
B S R AT S0 v o L SEONORS 40 A4 52 L, DA T 4 7R
SEPN R 5 R BVRRAE A9 OCIeE . H AT, Bl v T A
PR K o0 1 40 P BOR DL B 5 AR A
A AR | i DX R o TR R A L TR R
2R B AL g Loy 2 W i A% LA ML . b i
TN R B AR AE G A 19 20 M b, JE Rl i D
RO 5 (CNVs) 73 M 8L 75 T B A7 R4, I AR R
P AR BB W E — 28 ] b A5 L A B 2 T
Z B PEAN A AIE . AR SOR 3 R % 8 o B 55 42 4k
BT I ARZE 5 1 5 3k - 2545 I PR R X 7 o) A
WY £3 5 ik 10 32 A5 2555 20 B » SR B 42 A0 S8 1
PRI CNV's R i e @ 7R i 2k 7 BEAE 48 Y 25
Tk PRA2 W B (L 5 D TR T T 4 2% 5 i 2
DAL R R SRR BRI 22 B 2 RGBT

A4 R T B
FEZESES:R596.3
XHAERERS:C

1 &R57HE
L1 — sk Il 1.%c.6 Al UK. 25 2 i
952 77.36 JER T AR BT R 1 850 g, TG
R BAEBE . B 22 SR /N U Y, /0 Sk B, G
tPLSs s I 1 P T N S 7 N = I G [ R Y=
A R L M R SR RAE S . O IE R R B
BFL A P =52 IR . 3k 5l MRT 7 B JIE 14 B
W £ 20, SUAM A i = (A S [ B3 L XU g = K
A R T B BE . B U R
W RS, JURREERIT R E %G .

BIL2. B, 1 AR WUE. ZE 2 K% 27, 2N
= AR AR R 2 440 g, DLBTAE LI R BUAEBE . 2
N2 DL A 55, R Y . B R A L W2 g 1K OP
Bk AR . Wb = AR BA A CER B L U AT T
FENS s PIR I fE  AT IE IERE N v B AT
LTINS NS TP = DI B U SN (< 1 = S
SH

2 B OL AR 3 A0 L ¥ o 2 B 18 2 b X I
W RV D) R UL H AR O R AT A R S
Bie, 75 DA 2 30 A8 s s R S A SO RN A T IO ik
s A NG 5 1% 0 S A% e L AR AR LI AR %
e 35 S T, BIL 1A —HAl, #RE HIEF.
fREREARGL R 47, BIL 2 A — A aF, £ER H IR EH

AR 00 B
1.2 i
1.2.1 AME MY OB R &8 E R MR

BOMEGE G B R EJE, R L &AL
B 5 S IR A1 R #R BRI 2 mL, SR AN R I bk B 4
JRL B 35 5 3k RIS A A R o £ e AR R E AT G
WAPHT . B N IFE 20 A 4 24M L A BT 5 SRR,
2 BN 2R I a8t 1% 7 [ B A 44 A il (TISCND 2013 ) 1
B O HLE W Y R A R

x EETB.EFEAHETRI (2016 YFC1201704) s 5 B 44 1 )2 I T AR FE AR A A 15 97 4 91 (1.-2018003) .

TOHRRE—EE,

2 BIE1E#H .F-mail: zyang@imbcams. com. cn.

ARSI AR 5 KRS AG A S A A R A Y 25 AT 2 BT ], PR A I BE 2 2 A, 2021,42(6) 1 759-762.



. 760 E Rtk ES

2% 2021 £ 3 A% 42 %% 6 3 Int ] Lab Med,March 2021, Vol. 42,No. 6

1.2.2 24bE-F4y  $RE 2 f & LR
DNA, F| ] iGeneTech A &4 F4H AlExomeV1 K5
I35 B (bt 305 28 AR W R A | F SO fifi
F NovaSeq6000 ¥ & #E4T 150 bp & i 2t B Wl 7
(PE150) 3l 3 JE 5 S 100 X, il T 15 58 4 %k
Wz R il it 0 LB E R P8 Bk P AL T
UCSC 192 % # M4 (hgl9,2009), % ] BWA . Cnv-
kit ,ANNOVAR,SIFT. Polyphen % & {4 % I 75 %k 4f
ik ﬁ%ﬁ%@&?z*ﬁ(swsﬁnd i A B2 (InDels)

AR AT L X BALBR A 42 A1 S TR AT A ) B R
YENIEH S BiEfT CNVs 4k IR 456 LI 5L W
HIRIRAE 5T (GWAS) B dli A1 CNVD 48 e i 17 45 21
TERE.

,é" .

K H

l

I-,‘
Y g 8 %

i

f )

63 é& ]

BN

SRR ’i

19

2 & 3

2.1 PeERAZBI AR mGE LR RN G B
WA IE 1, BIL1 B H 46, XX, del(5)
(p13); L 2 MR EL K 46, XY, del(5) (pld). Wi
BILWACEAZ RIS Ny 46, XY s BRI R 46, XX
BIL 1 I IHAZ Ry 46, XX L 2 B EFEF R B N
46, XY, A% 4 By Al PR 2% B, 7 461 SR L2 ok
ZBEIHL‘«/T:I

2.2 éﬁbﬁ%éﬁ%iﬁiiﬁu% B @SN E T AT
CNVs 7rHr 4 3 Wos , W ) | LTE 5p b ¥ AF7E A TR
TR G A4 Bk 2%, B 2R 7 B4 il 34. 68 Mb
Fi1 22,01 Mb., AR A9 R 2 X 38 | 70 B & e 2k T 95 I 19
i TS

Mok
W08 NN

Wil o

w i

L

188 e 8%
19 20 21

2
b

Hia NHBIL 1A Spl3—>pter FEEHRES ;b L 2 A Spld—pter F BEBLS ; K &7k BT s N 5p BRI 5,
1 WABILW GCGEFLEBEZEE

1 FHIEIL CNVs i &R

ey POSERYN [X. 7] X ] K #2001 CNV B 35 3 £H
T e E=w® %k (bp)  HH Yook B4 B
TERT.SEMA5A., CTNND2, SLC6A3. CDH18, CDH12, MARCHS .
BIL1 5 10500 34686487 34 675987 1  5pl5.33-pl3.2  CDHI10,CDH9,CDH6,PRDMY, DROSHA, PDZD2, GOLPH3, MT-
MRI12.ZFR.SUBI,NPR3,RXFP3.SLC45A2, LINC % 161 4~
TERT.SEMAS5A, CTNND2, SLC6A3, CDH18, CDH12, MARCHS .
BIL 2 5 10500 22025370 22 014 870 1  5pl5.33-pld. 3
LINC % 127 4~
3 #® B AQ<C20) ", LM b, 77. 50 % B 4 5p
ZEHH%AﬂE(CDCS OMIM 123450) MM By Y RImBhae,8. 75% A b Al Bk 2k, 5. 00 % S # & 19 e (4,
R E R G A R, HAEWE = BILh W AW RA N KRG AL, 3. 750 M & KA, 5p &k 28 i W R R,

1/50 ooo~1/15 000, /ML AR H 1. 3% . 5 &
RIRHEM R 5 7,249 1% I B LIEE A

85 % ~90 % 19 B U5 A Hr & AT, B & XU AR X8
8310 % ~15 % B9 9% 41 5 A S i 5 07 485 17 /4 W%, B



E A I EF 2% 2021 4 3 A% 42 %% 6 1 Int ] Lab Med,March 2021, Vol. 42,No. 6 ¢ 761 -

LR - 5 7 A 0% T R KU M R L AR
WEFE R LRSS RE R L T R AHAH R B 2 1
TFAF A0 JE I e R A% AL A3 B 25 SR R R R
W, T FR LY 8 T A i e R 5 HL O 5p oK
Ui B R

2R AR B A W G 00 35t 1% S R I R 2R R
Z5 BB EARE R KR R F IR LT
JERR S 5p B H R BN AL E A G, S &5
A AF 2 8 25 D) AH 56 11 56 B DX d8 32 2 v T 5pl5. 2 Al
5pl5.3. 5pl5. 2 HJe5 B IL/Nk (B v HR BE K B
A7 /N 6005 BB TR RR AR SR AR A R 2 A
X, 5pl5. 3 Htk 5B ILMENLAR B A R R 58 7 il
BEETRGSIERA L, Ash BIL T
¥R K 46, XX, del (5) (pl3), £ 5p 15.33-pl3. 2
(10500-34686487) X Il £ 7£ 34. 68 Mb [ 5 ¥ Il fikt
oL 2 MR B K 46, XY, del (5) (pl4), 78
5pl5. 33-pl4. 3(10500-22025370) KK AEAE 22. 01 Mb
(R EAPE DLk, PRI AR LB T 5p15. 2 Fl 5pl5. 3
OB DX, FEAT 5 U Z5 5 E 09 1 DR AR 8

G3 a2 WE ST AR A ] 25 G AR R A DG B IX el
— R IIFE AL T 5 PRI R AR % DI AH G Y —
FRS L. 7E 5pl5. 33-pll X B{AY 314 4~ 5 A,
TERT.SEMA5A, CTNND2, MARCHS6, NPR3 4 3} #1
£ 7] AN JE Y B L L, SLC6AS . CDH18, CDHI12,
CDHI10,CDH9,CDH6 45 75 H Ath 35t 1% P &R 503 52 &R
FEH A 55 s R R 40% . RICTOR . DAB2 % A
A BAEFR R SRR . TERT S Iz 5% 55 Bl 5 A
3 T 2 T i A G A I L R 2 R v R O 2 1 0
BLAT X AR TE B 40 ) AR A R B B O R Y I 4 A
. TERT B 6 AT b it L& & B 7 B2
BB Ai M 45 A5 AE HRL R R AR R Y B AL IR,
SEMAS5A, CTNND2 K CDHI8, CDH12, CDHI10,
CDHY9.CDH6 555 PH 5 K & & % Y1 AR ¢, HR & oA
A BT BN AR # & F S BUZ B I AE R RIE 5 i 5L
TR B 2 F B RS B3 12 R B Y
MARCHS6 H:H 25 8 11 5T 09 B i i 45, H B2k v] fe
St miRE B A 5 AR g b B R LY R B
RN AE SRS ILsK AR AR K R B IR 2 A S RURE AR, 2B
HINXE T HE BB T 5pl5. 33-pla. 3 F B, Bk
Ti%n TERT,.SEMASA . CTNND2 % | iR £/~ Bfs
F A 2 B % 8 R A ) AN R A BRI R A OG
BEAh . 5L 2 A L 1 A I R 32 B Ry ™ L iR
FEI O E S B SR B A A A AE AR
EEHEN X AT e S AL 1 fE S5p BB T H ORI A
BrCHD 5pl4. 3-pl13. 2 B, A 2 MM N (4%
CDH10,CDH9,CDH6,PRDMY9 4 %A )6 f 3t K %&
TR NESR A K, CHIHPING %M"Y 4258 th &

B 5pld. 3-pld. 1 BRI A R L 7= B8 75 4G 4 42 /R AT 56
RAE R . A A58 4 50 BT 24000 45 R 42 R
PN AL 1A I PR AE IR TT B EE T AROL 2, HLIG R &
A 7 3 FLAt 38 A% AN ERBE 1 A R e, [ B DR A
AN AE R /N, Bl 2 AR 1A H %1
JEE AR TART 5 T B A O JF R A S o 4 3
PRI 700 - 32 TR G I M 1) 17 A 38 AT 1 J 1 % L 0 A7 Bl 5 A
A, Hok 75 R85 220 191 Rk, AR X6 A IO 1) G g
Yo o 1A DX HE AT B INIR A B 43 T AL 25 A3 B AT B
TR HiL 48 7 23 DY 25 A 0F B 2 35k PR AR 5 3 R 4 4 S

e (0, (R A% 43 BT 2 F TS 0T 2 00 1 0 00 B0 4 A
e TR B e R H TR R R BE(>5 Mb
PLED 2y S % 0% FISH Ml £ 1 i 32 4 i 20 1 4
P38 AR BE A B/ IN B Y £ R B 2k B TR A (ARG T S
B BRI R B, s T I R R A
A FEPRI ALK A DU 2 A 5 DX 4 R A3 6 s 1) AH
AR S B T R R R R A LS. B
E 15 S 356 R ARG Y0 40 366 181 32 W o 3% 9 g 4 ) g Y 3
T a8 747 5 AR K CNV's Sk 7 B 4 6 1k 5
FRRIFSE AR 2 WL, BE & R AT AR R AE 15 B
B Ak B R WA AL, — 6 T 5% MR I 440 BT
RIS 2B N el 2N 0 S ey QI < R
CNVs (% Bhig Wy ik

AHIF T SR 4 A1 S 2 D0 5 B R K 1) I S 2%
SRR ZE S F LAY 5 5 o K B X B AT T
K402 7 & BT AR K /N R BB e £ (A 8 D1 5l 2k
DX 3 e B e BEFI U B i S i S IR o — A 4R T A
MU 25 A5 fiF 38 £ S5 0 M A0 S 560 UE 4% JHL 4% SR 5 0 80 4 #r
REMH L ENIE , 38— 25 32 W R 42 40 2 7 2100 7 45 4% R
BT ARES A BERE BT 7 s A R T TR AR R A i st
B2 43 BT VR BN 2, AT 7 42 356 DR 43 el PN 0 e e {4
S H A SR B R TORS W 67, W] 6 G e AR B Bk
25 Y 0 ORI R AT B2 IR, Sk Y 6 AR B4 Ife PR 2 Y 7
S A T A DR T T e A S R 2 5 T
18 % 2 2 R Rl B2 W it o EC I A 107 P A0 8 0 o s
[ERESGBUNIEANE P ST E van 1Ky R

S % ik

[1] ESPIRITO SANTO L D,MOREIRA L M,RIEGEL M.
Cri-Du-Chat Syndrome: clinical profile and chromosomal
microarray analysis in six patients[]]. BioMed Res In-
tern,2016,2016:5467083.

[2] BIN Z,MARCIA W,DOROTHY K G,et al. Multigenera-
tional autosomal dominant inheritance of 5p chromosomal
deletions[J ]. Am ] Med Genet A,2016,170(3) :583-593.

[3] JOANNE M N,QUALMANN K J,OKASHAH R,et al.
5p deletions: current knowledge and future directions[J].

Am ] Med Genet C Semin Med Genet,2015,169(3) :224-



. 762 EfrhES4F52021 43 A% 42%% 6 Int ] Lab Med,March 2021, Vol. 42,No. 6

238.

[4] MAK A S,MA T W,CHAN K Y,et al. Prenatal diagno-
sis of 5p deletion syndrome:report of five cases[J].]J Ob-
stet Gynaecol Res,2019,45(4):923-926.

(5] TRE , PMEA, F 208, 55, BE24 40 B 4 000 5 A6 0 33k 1% s
PERAE i R0 2 R R LT ). il R 4R (2 R
F2),2019,40(1) :144-149.

[6] SIGAFOOS J,O'REILLY M F,LANCIONI G E. Cri-du-
chat[J]. Dev Neurorehabil,2009,12(3):119-121.

[7] CERRUTI M P,SPUNTON M, ARCURI V,et al. The
Cri du chat syndrome:a study on the quality of care[]].
Minerva Pediatr,2012,64(4) :395-400.

[8] TYAGI S, KUMAR S, KUMAR A, et al. Cri du Chat
syndrome-a rare genetic disorder:an overview[]J]. ] Chem
Pharmac Res,2010,2(4) :604-609.

[9] BASCR, BRAE, A2 a0, 55, 1 9 S L R0 A6 LA Y 252 5 1
3B AL 2 A3 AT [T ). i e B2 24 a8t 45 2 24 7K, 2018, 35 (1)
104-106.

(100 B4 P, JEEF&F. 2 =M M 25 B AR 1012 Wi 4] 1 451 4
BIFSCHR S S [J/CDY. o [ ™ 12 W 2% i ClL 7 RO
2018,10(2) :51-52.

[11] YUNTAO D,SHIH-HSIU W,JUAN S,et al. Semaphor-
in 5A inhibits synaptogenesis in early postnatal-and adult-
born hippocampal dentate granule cells[J]. Elife, 2014,3
(7):e04390.

[12] HOFMEISTER W, NILSSON D, TOPA A, et al. CT-

cANESH -

NND2-a candidate gene for reading problems and mild
intellectual disability[J]. ] Med Genet,2015,52(2):111-
122.

[13] ELMAKKY A,CARLID,LUGLI L,et al. A three-gener-
ation family with terminal microdeletion involving 5pl5.
33-32 due to a whole-arm 5; 15 chromosomal transloca-
tion with a steady phenotype of atypical cri du chat syn-
drome[ ] ]. Eur ] Med Genet,2014,57(4) :145-150.

[14] CHIHPING C,SHUYUAN C,CHENJU L,et al. Prena-
tal diagnosis of a familial 5p14. 3-p14. 1 deletion encom-
passingCDH18, CDH12, PMCHL1, PRDM9 and CDHI10
in a fetus with congenitalheart disease on prenatal ultra-
sound[ J]. Taiwanese J Obstetr Gynecol,2018,57 (11);
734-738.

[157] S WAL, e/, A2, 56 1 6 9p W40 SR G JF 11q &8
Gy AR AT LT . v A BE AR AT A Ak AL 2015, 32 (1)
69-72.

[16] T, UL, JET, 2. MLPA AR %k FREME
Dy LI g e A RUNE HER R M E L) . h AR B
F4ik,2014,94(32) :2514-2518.

L17] BRSCAS A7 U6, 3% & fh » 55 28 00 5 4 U 10p15. 3 1
BRRLEGAE 1AL, hAR B 2 g AL 27 2R 35, 2019, 36 (4)
331-335.

e Fs B 3#1:2020-06-26 &[] H ] :2020-10-21)

FBLAZRMiaT mEZ XA LBTRRIERK 16

A L EIkt, e Ao
LLERERAXFWEXFREREREESFA, TR 401331;2. TATELARERF P44 EFA, F K 400014

XBRE .5 H; MOLERM; 2 L45;
DOI:10. 3969/j. issn. 1673-4130. 2021. 06. 030
NEHS:1673-4130(2021)06-0762-03

FE L 22 S R BV RE S R 0 B 52950 U 8T
TREAE K E I RE R A R HUL T fEBCA HAK
JVF JIEL 453 05 B L T AR BEL F) 195 000 o 7 o 5 S T D fE Y
S 22 LARE g T v Dy B 2 O B RE Y T AR
MPE RO T R 5 R g R L AR
Ab B RS AR ST 5 B AT 1R T A 9% Y
T BURR S A UL 8 25 W0 T RCR AN TR AN R
ARSCAHRE 1) 15 P M 3K 50 1 R 21 3R 0 B A i T

R 7 s AR BT R
FEZEDES:RI73.6
XEktRAERD . C

22 & 05 P TR VR IR R 99 14 5 491 5 45 A SCHR T8 i
Wy B N LT 2 W B AE ™ 2 R M B SRR R
1 IERER

L1 eBlgehkl B, TRE, 4,48 2, H i ib By
HEH G251 d+ 7 F 2019 4F 7 H 14 H ABE.
2019 4F 7 F 13 H &M 4 BEm AL B V% L 25 B Bk £
A TS Bl . 2 A 2 M R e B S A 405 4K o
PEIR 38 AT R 252 T4 R, I R A LR S B R i

x  HEWHE.JRH TAEMTRAT RS 2015 45 E 2R 5 4350 B (2015ZDXM036) .

S B{51E% .E-mail:1uli80@163. com,

ARSI AR EAIT, WYL, & ). B WM a 7 ™ & 2 k05 00 R MR IR FR M e 1 BT 0. B PRk 56 5 2 4% K, 2021,42(5) 1 762-





