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Yu KGN I BPRAR LR AR SN 37 5 7S ) 20 i i

AR A R R S BN BRI A A R A B R AR T
5o HATHA BA SNPHREF CMA V-5, 7 ek
DUMES e il A, AN RE ) 52 SNP R4 2 2 3 ]
FARET B R

3. BRSPS WY 91 L E KR 4H
AR BRETS Y T BE AR HEA T A RS 375 L I
AP BN EE Y R LA AL, W] T CMA SESR A
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( =) b5 #E #: /E 2 /¥ (standard operating
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TES B S B COAS 5 B R 51 2458 o 1F
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LB ACITAR 5256 - 21 1 JC S 56 2 ) be X i tJl
i, AT RLE 5 A S = (I E AR T S50 48
A AR [R) RS I 5 07 V6 1 S8 %) LA FEXS /9 07
2, PRI AL S8, LADTAS S50 2 A0 B, 4
TE R SR ) ] 2

2. BACIPAG S I - EA TR ARPPA 52, AR
FEVeE SRRV S 56 AL [F) 9 01| 58 5 = 9] )
Ui AT DURSPR 8 B9 B2 T A LR e PRASHIN 256 % 04T
WA EFEAR [F] ) CMA - 5 FIIL R385 R 43 BT A
) A BR AR EA T LS SEBG: 5 LU X | A 4F = /D il AT
LR, BIR 2 S AR (AR IER W RIARAS ),
FE BRIE AT >80% 45 AT G 2R

3. U SEBAE R T - 26 A 0 RIS X 5
BB R T o M HLEE, I X S R AT 5
LAY SRR A3 AT SR BROAH L ) 2 T K TRl i, DA
DRAE S 6 A 45 R g ot A AT 4

4. F 5 B 4 K BERT - 2 S R A Y
CMA V- 55 8 [R] S BUF- 65 5 4 BRI, 0 2
S AR AS 5 HA [R) - 15 00 92 50 % R AT HE X S e
S

() Bdfs o3

S A AR HT R bR A, RS 2R,
IRLAE ] —FhERE S A G ORISRt 73
BT Bt T A% N D37 A2 Ak BRSO O B30 Y
J AT T BB o AR SRR , AR AT
TR CNV  UPD/LOH i 13 M4 28 52 ) UL Al
FE | a0 A W) B A7 SCHR AR 4 Pubmed Chitps s //www.
ncbi.nlm.nih.gov/pubmed) N K27 3¢ 50 & 25 40 4%
(University of California-Santa Cruz, UCSC) %% #ii /2
(http://genome. ucsc. edu/) | F& [F 4 A% 53 K 45 P2
(Database of Genomic Variants, DGV) (http://dgv.
tcag.ca/dgv/app/home ) \ N\ FHOW 25 44 6 PR 20 A8 S
195 95 2% T KU P2 (Database of Genomic Variation
and Phenotype in Humans using Ensembl Resource,
DECIPHER) (https://decipher.sanger.ac.uk) \EZE A
2K 5 /R 15t A& (Online Mendelian Inheritance in
Man , OMIM) ¢4 % (https : //www.ncbi.nlm. nih. gov/
omim/) I RZE 5 ClinVar ﬁﬁﬂ?(https :/lwww.ncbi.
nlm. nih. gov/ clinvar/) . IIfi K 2 P 2H %% 5 (Clinical
Genome Resource, Clingen) B R (https : //www.
clinicalgenome.org/) . 21 i 35% {5 .65 A AL K B

(International Standards for Cytogenomic Arrays,

ISCA) %0 #i& J# (http://dbsearch. clinicalgenome. org /
search/) . & UL %% Unique %0 & & (https: //www.
rarechromo. org / disorder-guides) | J& Epoid
Genelmprint 2 3% J% (http : //www. geneimprint. com) .
PR AR K UPD BUHE 2 (hitp 2 //upd-tl. com / upd.
himl) | JE PR 20 SEAZ T BRI 51 AT SNP A B4 51 DAl
T. H Genomic Oligoarray and SNP array evaluation
tool (http://firefly. ccs. miami. edu / cgi-bin / ROH /
ROH_analysis_tool. cgi) . 3£ A P & GeneReviews
(https : //www.ncbi.nlm.nih.gov/books/NBK1116/) .
N 2R A AR i i B 2 (Chinese Human
Phenotype Ontology Consortium, CHPO) (http : //www.
chinahpo.org/index.html ) %265 £ 18 A9 A A2 57
ey i e EN IS D R NE =L GhE o)
PEHNBIESE | JE47 82 G (0 A8 S o P 0 732
e R SO L B J8 OB SR e . S s I
SEASSER A AN B PN R AR 2, LA E SR RS
AR HE UL CNV H R A 23802 5, M TR R,
[l R AR A S R e (e IR MK R B ARF)
AORLEE o S 0 A I 25 2R 5 e A H B
TR R M A 27 A I, iy B ik 5 H 3 B U A
HEE Z AT IS
)bl s
L AR N - CMA A I 4 5 P9 228 I A0 65 S8
(ESXQRE SN EYSON ()7 SEFSIe 711 Ra i N
AAF B PRAME—PERR I B AR AL SRAE I ] 4%
WA 1] A5 I T) 25 ) | B2 RN 52 560 28 A B (T IR
UiiE A4 | SEBG A Mk ) | DAY CMA P 5 28 20 K fill
MES R EREFE L o3 Hr Bedi sty I (8 i 3 Bk
1 B3R AR 5 e (AR S B R/ (G (A Dy
LR AR A8 (FEI S B AL R ) )
TRV B S DI T, YRR A B S A
i B A, O B B 1 S A I R S s B0
(pathogenic, P) | 7] f& Z% P (likely pathogenic,
LP) . i IR & X A B (variant of undetermined
significance, VOUS) A fig KL 1 (likely benign, LB) I
K (benign, B) o X T LA ZM B R HGE ) CNV 7]
F TE AN AR (BRI SO IR , X T A6 R A 2 043
BAEEEER AR AL , ] AR AP BB AH I Y 2
TRHIL S AFAERY IR PR LA B, Bl RIS A= R
HTRFIEST o el B RIE WA I Y R BRYE,
BRSPS T 27 [ S0 G o (A 51l PR B
& P AT N TR 7 HIT 2 W8 S LRt 1 95 12 W8 o FH )
e RG22 CMA K 2 5 7 A5 BT Y
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N A TR K i1 A4

2. RS AR B L s CMA RS 13 , AR 8 A%
AT 8GR B A 112 s 1 iR 1S AR 4
CMA 5 NS, 458 B H RE RN ETIEIREE
ZoUF T AN A A B I 4 A 1
B VA TS B AR o AR T B, I e R IE
HIE AT G Cange A% R AT SR A43E
PG i PCR ., 2 i AR E 1S L CMA 45) i AT
SERIUF SR R, P — 2 5 AR SR IR G &
SGRAE ) RIS K P B R AL, X
CMA 245 BIE P A UL S 04 B P ARG 0 &5 2, A )i
FE 53235 SR i B R A AR — 20 R g O Ak
GFBT TAR o 6T AEAE ) SR AN — B 25
R NERE T TEHORT 5 22 RS AR R ATy
S R 2R AT 40T, a0 EROR AR | A S M
ARSI F AR T B it — 2 B0IE , A0 e A SRR

3. 45 R S )R S = AR AR S 15
TAEH N, 90% IARAS I AR 15 K 28 593 (1) CMA
(R A5 A DA A, AN e ) s DB AR 04 T 5 R B iE
SHA 5 VR BrIE , S 2Rt TR UL AR 175 O 3. >
HEJ5 o SICH6 28 IO S S 24 G N A5 B o 17 5L 1
[l T4 43T, a4 A ok ) 2, 8 el i A T
SRR [ RIFRAT o XPAGE I 2 T AR | 7 224 2 TG
2 A A - BH D P 2 0k A R ) B VR 20 A 35t
BRSNS R A AT T St
WRAEZS S I IREEIE K R IGO0, M5 % C kbR
AEAE AT DR GETT2E 0T, T8 AR b
A5, A A5 It PR FE AIF BHPEAG H 53, o0 J5 221 PR g
P AR 22 Kol

()R JE A A B B s A S e 4

S5 N0 S I RAE G T AR A 1 10
M FE R B o TR B AR AR gDNA , 7] #E-70 °C
PRAF  ARAFI RIS T S 4 o 6 B AR S 56030 R4S
(R B v 8 U ST BB MG AT R 8 SR S L 2
TRRICSRAF ) S dne I I 25 B8 1 A ThR AL AE A
I WAHEAT 2 80y BB ORAE A DT 548, LU
A NSRRI s S R R A5 2L
I8t 2224 PR B AT VIR [ o 2 4 A P 6 1y 4 R Ol PR 52
o2 R AL BRI U Y5 AH DA Tl SR AT

-+ ARG E) S AR I B

X E R L™ Ja B A Lt %9 CMA A
SIATRET RV RE T IR Lk B S A IE AT IR
g5 )R Ko LA K R B A SCIRIR R RE R . &
SR B B 15 R >90% , it BH P A 45 SR A lfe PR 2

SCASHH [ BE V5 %035 100% , 3145 BE V5 25 b1 18
Cig e AREGH™ A SRR B 5 i RIS 3
WA LA A AT A A, A — 2 I e
PAAE SR R TN Z A9 SC A

(i sk HE)
FHRERAME ARG FEEEEE L MR IE
PR I AR B0 0 (36 B AL 47 ) 5 FRAE A 1AL 1 4
B AR AL = RS WbL (R 7 36 ) s NS5 FARIX
AL A BE A P B (E B4 ) s W RE T AR R B i
Wi CEAT) 5 WL IS AR e DA (2 2ems ) s VTR
A e W LB D A LB I A o ( — B ) 5 7
5y KA B B B = T2 WO (xl 1 ) 5 b 4 P T 4
DPEBER RN ) s WA T e LR (R 3R ) 5
JE T T A4l PR BE ™ B2 Wb O OR s Ak ) 5 3 MOR 5 —
BRIt HE RS IE 0 (325 ) 5 0 4 B 4l e i s 2 i
BECE ) 5 RS0l R 74— N R EEBE ™ A2 W 0 (19
38 3 YT TR T B S AR BE P i S W0 OB SRR ) 5 K
HE NSO B RS WO OF A4 5 T ARE N TTA
DRI B IR S5 rh o0 (SR ) 5 BEPE AT 10 R Bt B
PHA RIS TG (32 5%)
REMRZE A4 47 TR A7 1R o e

2 % x W

(1] A CRIEFIE TARS. e A RIRE T A 344 33
5 RS AR EIINELS]. LT, 2003,

2] PAERRAT . BINEBUR2010]194 5 BT AU R AL
R R0 S0 S 45 BRI S]. b 5T, 2010.

(3] TEEINAIT . B 2 W EoRE BRG] T
24555, 2010,(12):1143-1143.

(4] PE SR E ZOA AT B 2 . GB 19489-2008 SE4 % A1)
A FHEER(S). AL, 2008.

(5] TAERBOREHA . WS 233-2002 SUE I RIAE B9
AW A FTENS). b, 2002.

[6]  Miller DT, Adam MP, Aradhya S, et al. Consensus statement:
Chromosomal microarray is a first-tier clinical diagnostic test
for individuals with developmental disabilities or congenital
anomalies[]]. Am ] Hum Genet, 2010, 86(5): 749-764. DOLI:
https://doi.org/10.1016/j.ajhg.2010.04.006.

[7]  Hillman SC, McMallan D], Hall G, et al. Use of prenatal
chromosomal microarray: prospective cohort study and
systematic review and meta -+ analysis[J]. Ultrasound Obstet
Gynecol, 2013, 41(6): 610-620. DOI: 10.1002/uog.12464.

[8]  Wapner RJ, Marthin CL, Lery B, et al. Chromosomal
microarray versus karyotyping for prental diagnosis[J].N Engl
J  Med, 2012, 367: 2175-2184. DOL 10.1056 /
NEJMoal203382.

9] U CURBIPES ST AL BT R I PMELL . e
PRI SN T ARTE ™ B2 Wb 1 BT 3R], e
1072 B 2= &, 2014, 49(8): 570-572. DOI: 10.3760 / cma. j.
issn.0529-567x.2014.08.002.

[10]  Duncan AM, Chodirker B. Use of array genomic hybridization

ERGE 15

guide.medlive.cn


http://guide.medlive.cn/

ARG I R 2 2R 2019 4F 9 HAS 42 459 Chin J Lab Med, September 2019, Vol. 42, No. 9 <751+

technology in constitutional genetic diagnosis in Canada [J].
Paediatr Child Health, 2011, 16(4): 211-212. DOI: 10.1093/
pch/16.4.211.

[11]  Webb BD, Scharf RJ, Spear EA, et al. Evaluation of the
Affymetrix CytoScan(®) Dx Assay for developmental delay[J].
Expert Rev Mol Diagn, 2015, 15 (2) : 185-192. DOI: 10.1586/
14737159.2015.975213.

[12]  Shaffer LG, Dabell MP, Fisher AJ, et al. Experience with
microarray-based comparative genomic hybridization for
prental diagnosis in over 5000 pregnancies[J]. Prenat Diagn,
2012, 32(10): 976-985. DOI: 10.1002/pd.3945.

[13]  Baldwin El, Lee JY, Blake DM, et al. Enhanced detection of
clinically relevant genomic imbalances using a targeted plus
whole genome oligonucleotide microarray[J]. Genet Med,
2008, 10(6): 415-429. DOI: 10.1097/GIM.0b013e318177015¢.

[14]  Shaffer LG, Dosenfeld JA, Dabell MP, et al. Detection rates of
clinically significant genomic alterations by microarray
analysis for specific anomalies detected by ultrasound[]].
Prenat Diagn, 2012, 32(10): 986-995. DOI: 10.1002/pd.3943.

[15]  American College of Obstetrics and Gynecology. ACOG
Committee Opinion No. 446: Array comparative genomic
hybridization in prenatal diagnosis[J]. Obstet Gynecol, 2009,
114(5): 1161-1163. DOI: 10.1097/A0G.0b013e3181¢33cad.

[16] Manning M, Hudgins L. Array-based technology and
recommendations for utilization in medical genetics practice
for detection of chromosomal abnormalities[J]. Genet Med,
2010, 12(12): 742-745. DOLI: 10.1097 /
GIM.0b013e3181{8baad.

[17]  Dawson AJ, Chernos J, McGowan J, et al. CCMG guidelines:
prenatal and postnatal diagnostic testing for uniparental

disomy[J]. Clin Genet, 2011, 79(2): 118-124. DOI: 10.1111/

j-1399-0004.2010.01547 x.

[18]  Palmer EE, Peters GB, Mowat D. Chromosome microarray in
Australia: a guide for paediatricians[J]. J paediatr Child
Health, 2012, 48(2): E59-67. DOL: 10.1111 /). 1440-1754.
2011.02081.x.

[19]  Cooley LD, Lebo M, Li MM, et al. American College of
Medical Genetics and Genomics technical standards and
guidelines: microarray analysis for chromosome abnormalities
in neoplastic disorders[J]. Genet Med, 2013, 15(6): 484-494.
DOI: 10.1038/gim.2013.49.

[20]  American College of Obstetricians and Gynecologists
Committee on Genetics. Committee Opinion No. 581: the use
of chromosomal microarray analysis in prenatal diagnosis|J].
Obstet Gynecol, 2013, 122(126): 1374-1377. DOI: 10.1097/01.
A0G.0000438962.16108.d1.

[21]  EEPp BRIy, i B b A By
R GRS A2, B oy LR 0 2 4
A=A Y AL PR 20 R e URRE 0 (5 R L
FHE 2 23] F e LR R ,2016, 54(6): 410-413. DOL:
10.3760/cma.j.issn.0578-1310.2016.06.004.

[22]  Armour CM, Dougan SD, Brock JA, et al. Practice guideline:
joint CCMG-SOGC  recommendations for the use of
chromosomal microarray analysis for prenatal diagnosis and
assessment of fetal loss in Canada. [J]. ] Med Genet, 2018, 55
(4): 215-221. DOI: 10.1136/jmedgenet-2017-105013.

(23] TEBEMBAIR RN 20 TI2W e KR 52 IR
PRG35 12 Wi 5 AT R[], AR BE 222438, 2016, 96
(14): 1087-1090. DOI: 10.3760/cma.j.issn.0376-2491. 2016.
14.005.

(Wi F1391:2019-04-01)

(A3 - 0B

N Al et

WY FHBEEFSRBEWERSFRESEZERFTHEF

20194F-8 H 8 £ 10 H , Jris (5 = SR Lk T A &%
AR A £ B G 36397 B AR 7 i B I BEAE 126 K ST ) 2%
o AWV BIEES HEESKRR TN 2
FIn, B R R HIA KR E BRI, Hrm s 2 2 K56
Bl ZE e R TS A A2 A G A% W T 2 PR T AL
200 A5 4

BN T BN A o AT B B 2 R e R 2
R EATZ R T BHER 2RI # i A\ R =Rt 2%
FILFEZF AR RFE BRI IR 2
Oy SAGAT AT T B AR B B vhoo B R BT OB
SRS 2R 2 55 Bl S AR AR ety , Hh R T 3 20T 3R

LW E—A T2, Kl KRN Z = A5 4
i, ok A4S R R B A R R, L AR K25 R e 1%
SHBE WV R 2 B~ g B S i % B e it 2 A il e £ )

ZF DA IR O B3R R A, DL B B IR
FrEBEBE TR N ERBE DU A48 P BR B | 1P 22 583m
KWt AR h R B A 4 [ 20 2448 T B9 R4 K B
L N EST L R S R E AN €A RS L TAVSE S TR N
SNy TSI 55 IR S ASHIN F) i PR IO L S 6 2
RGN 8 45 30 A AL MUHEAT RS oA i o 25 BUMIIR] 2019
CR SN O v AN SAR LS SAES N N
TS S JHEF BB A AT

TE LB AR AU, B B w K i 2k 2= B
A RZE GRS L 25 R FNZAT A IR B B SR AG B [ A7
MR T — SRR ) S B 1 [ IRty i o DX 1] 9 5237
SEAE, PR TR D I2 YT RN AR K 4 s B gk
NG S G

MREFLLEELER S

ERGE 15

guide.medlive.cn


http://guide.medlive.cn/

	目录（医脉通临床指南整理）
	一、CMA医疗机构要求
	二、染色体微阵列分析人员资质要求
	三、染色体微阵列分析实验室要求
	四、染色体微阵列分析伦理与知情同意
	五、染色体微阵列分析标本要求
	六、染色体微阵列分析实验质量控制

