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1 SeE

ARSI E Tt H i B L 5t DAL AGIN Kae ) Rl A 5t T R R A 5 S, K B A 45 o i 24 1 2
PRSI AR 5% B dfa Te A 35
RSO IE T o B I PRI B 5 AR IR B, S 5k,

2 MetsImAxH

TNBSCAE R P 2 I SO R 5] A AR ST A A AN T D R AR e v I 51 R SO,
3% H 1% S R AR IE F T A SO AN H AR 51 e, HBCHAS CEEFTA s &/l T4
A

GB/T 2261.1 MNAREA(EESREGMRIE  F1ES: ANIPERMY

GB/T 2261.2 MNAREA(EESREGMAI 285 SR

GB/T 3304 i E%RIEAHIE L 7R 51

GB/T 34265—2017 SangeryhillF+i R$5 R

GB/T 35890—2018 &y il & 544 /7 #1 s 20ve

3 RNIBFENX

FANARERE SGERH T A
3.1

SIEEMF  high—throughput sequencing

PL— R FATXT U+ 73 2 U 3 25DNAGS T35 4T P 00 e A — s K e ke 25 b &, 38 T DNA RS
B,

[SR¥E: GB/T 35890—2018, 3.1]
3.2

FASTQ #&=, FASTQ format

T A, RAEEYTEY) GRYE BB M TR EE B, FIUATR R — 55 s
.

[SkJE: GB/T 35890—2018, 3.9]
3.3

Sanger JIIJF method of Sanger sequencing

FH T FE DR 0 1 00 40 e R it £ b9, 0 e SR e R R 5 S A 10 XU o SR Bt B L REL BT, 77 48 DA
Ay Ty Cv GEEIRIIVUHAR K B FIRZE IR BE, B e B Y65 5 S A% BRI 3 7 145 I8 F e H

[SK¥E: GB/T 34265—2017, 3.2]
3.4

AB1 #&3\ AB1 format

DNA HEL K B SO 20, HL ik P A HL ik E 3 A A 1 45 SR 1
3.5

B &%\ N N polymerase chain reaction, PCR

PR ANERAE B RS FEDNA A B — P77, f i As i RIRIR K (B @i s e J L0 e M 2L,
—/NEH, AT, 48 B DNATS DURGE DY 18
3.6

SCATREES PCR  quantitative real—time PCR

—FPFEDNAY B8 e S, A e S 5 AR RPCRIE I 5 F= ) e 1 7 ik
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3.7

ERETZL 5 PCR  gap—PCR

PAPCREZANEEA, it th S8R5 N3 7 5 EAMY 5P, BTk Wi, AR E
T DNAJE A1 HORH BEAR I8 (R3X — X 51 M IRl R RS, DRI e e S, DA T RS 4 3G iR KA
B
3.8

%EPCR multiplex PCR

6 FI—PCRIZ 4 2 L1 E AT BL 13190, FIRH-H A BB B MOPCRI, SR T8 31 49PCR
B EPCR.
3.9

ZEFEIEIREI AR multiplex ligation—dependent probe amplification, MLPA

DLREF 9 SO — Pl BRI A R B 3 51 34T o A M AR
3.10

a - HE a-thalassemia

M Fa —BRER A5 R SRR BRI REBR I (R 848D T 3a R A EE & B ts i 51 1 — 2 i 1k

il
3. 11

B-HhhiEHR MM B -thalassemia

BB ¥k AZR R A E LB DI EB G SRR 1M SEB —BRE A A E S A 5| 2 ) — 3 ik
.

4 YEBgiE

I i e N

D: HIHM (date)

DNA: Pt AZEZER (deoxyribonucleic acid)
HbA: RRAIMZIEE (adult hemoglobin)
HbA2: ML HA2 Chemoglobin A2)

HbF: fRJLIMZIEEH (fetal hemoglobin)

HGB: IM4#&H (hemoglobin)

L: 4i/k%EY (boolean)

MCV: PO 40MEF (mean cell volume)
MCH: ~“FIJA il FHE (mean cell hemoglobin)
N: #fEA (number)

S: FHA (string)

T: BFEZA (time)

5 BETEHZR

51 HFETERLAARBEM
i oo H AR B nR IR
*1 BIETEHRLHEM

J& T R Hiik

WA V1.0
ML VEMLIG B R
EESID EWER. AR
SRR 432Ky
FEM FEN AR
PR FRERAS
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FRUE B EEE H 3% S B o EdE B B Ess BS B ool B 104y . BAREEANEE o bRl
FFy SRR, S BREMAY . B4, BRI LS A. BdE o R VA WL 3% B.

5.2.2 MNNEEJUEHE H SR K A 1,

5.2.3 Kol AR5 B EdE H SR WAk A. 2,

5.2.4 RAEMEEoHdE H b &R A. 3.

5.2.5 JERE B IuEdlE H AR WK A 4,

5.2.6 g RAs B oEdE B 448 WK A. 5.

6 HEtEI AR

6.1 RIAEIEER

Jir 4 B+ AR 2R
2 [RIRHEEE S A

HAERARRRSE | B 3 ¥ s R AVFE

DFO1. 01. 001 FASTQ b et B I e AT B R AR AR A SFO1.01.001 FASTQ
DFO1. 01. 002 AB1 i A B L A RS I B E 1 SR AR B A SF01.01. 002 ABI

DFO1. 01. 003 SRR M r AL I RIS Y 5 SR SFO1. 01. 003 &5 &
DFO1. 01. 004 THUELE ST | Bk UL B 3 AL FALSCA it . —

6.2 RIGEIEERANDR
JR G HeE A% A IR 3 Fs

#*3 [RIGHIERA AL

s UL BHARIRST | Bk &R Fk Ut B
SF01.01. 001 FASTQ GB/T 35890—2018 7=yl =l - 43 7 51 A% R
SFO01. 01. 002 AB1 AB1 T —™ DNA H ik ST, F ik B FE K E B 20 BT 1 465 SR 1
SFO01.01. 003 R E A o S R A B e AR DR AR 45 SRS
SFO01. 01. 004 THURLESCEE | TR SO, DAXER B sh A i T HLSCPRR O HE
7 HEPAEBER
7.1 BURAEHE RS

K R H R IR AR o

F=4 BIRAEBREN
Ea B =
Item id Raw data Rawdata id
Item id Result data
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7.2.1 #hA

7. 25EXFT. VARY H R g5/ B B RSO . B3 H 3%, 88— HZHEE H ZARIRT.
HxZH. Hxe XA H .
7.2.2 BIRFAEE—REFE

HFrRFF: DIOL. 01. 01

H34#K: Item id

SE s 1% H o AR b b 7 A DR RS DN A S 8

7.2.3 BIRFAEE_REFRE
HEFRiRS: DIOL. 02. 01
H%4%R: Raw data

TE X2 1% H 35 A Hb A B 1 7 PRSI Gt R ok I A 2 2B il 1 R 4B # 4
A2 H3%: DIOL.01.01

HsFRIRFF: DIOL. 02. 02

HXZFR: Result data

TE s 1% H 3 T AR b A 3 2 DRI 1 45 R
A2 H3: DIOL. 01.01

7.2.4 FIRBRFAHEE=ZHKBEF
H & riR4F: DIOL. 03. 01
Hx#FK: Rawdata id
SE M AP R UG EE 45 S
2 H3: DIOL.02.01. DIOL. 02.02
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