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FERARBERQURARME

1 SEE

AIRHERLTE T 218 ke e B R AR s P SR E
AR EE T 9540 0P 48 1 40 M B B R RR IILAE  2F SRR A BB IR Z 0 R B T 52
fiE B PR XTBRZAE A FFBEAE | 4 8 DR 43 A 1 B PR Al

2 MIEES| A

NSRS T AR SO BRI R AR AR . FLEE B #9895 | S AN B 189 AR 4938 B 450
. LA BREI R, HEH A (IS BB 80 3E T4 0,

GB/T 25887 4 HHEmE LSRR PCR - RFLP &

GB/T 27642—2011 HAEREZEFLETHTE DNA &

GA/T 383 #EEERI% DNA LR ERRI

NY/T 1670—2008 FEMESERZAHENRIE B T 2 A% R RIS I+ R B

SN/T 1119 sE O ShRERER AL EH RN 7 E  PCR i

SN/T 2497.15 #H OfERALEFZLRBHE  F 15 4. PCR - SSCP L1k

3 RiEMEX

TRIARBRE GERTAIE.
3.1

BIEERBE  genetic defects

R MBS O rp A5 Y TR FE S M B Dh B b R A T 000 . T R B MR BB B
T BB MR A YEARIE .
3.2

BERFEEFEHLH  monogenic genetic defects

A AR RS R AR ARG , s 7 K& TR B i,
3.3

4 MR HIERPAE  bovine leukocyte adhesion deficiency, BLAD

P P YR R M R TR B 1 A O PR 4 T & R 00 82 W 28 CD18(B - 2 integrin subunit,
also called CD18)%% 2 4B 758 55 (UM & 4 (A—>G) RAF RN —Fh 4 B e BhiG . Eh s ig bR
HERVE R ARG, B0 AK A TR G5 bk, o 2 O T M B S L SRR It T,
3.4

JNEHME citrullinemia, CN

RO ERRIE IR A BER N ASS(argininosuccinate synthase) {948 5 4B T4 256 [t &4k (C—
D RAF RN —Fh 4 R s 0 . HBANGFRER R 1 d~56 2 d HBUS # AR . B S 2L
U SRR
3.5

HEMBTELESIE  complex vertebral malformation, CVM

H 4% UDP - N -Z, B A e A ) 3£ I SLC35A3 (solute carrier family 35 member A3) (9565 4 4}
1
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BFH 73 MRERE (G- 5N —f4 R, Hiumia ke REN MK T,
B A A S Y DB BE O BRI S0 R RR B R A
3.6

SREMEEMRZME deficiency of uridine monophophate synthase, DUMPS

IR E R A BEE A UMPS (uridine monophophate synthase) B C -7 405 &b BB FHEE—T A
RAFEFNT CGA A NKIEF TGA 51 —Fr ARtk st (FEeps . H LA PRAEIK b BB EG
JLEABETS  BET %5k 100%,
3.7

S BROEFXERZTRE factor X deficiency,F Y

mEEmAF XA F Xl Hactor XDAMEF 12 EIAT —1K/WHN 76bp B9 DNA R B 51—
AR A BhiG . HMAENE AR A F XI55 & — R RIVAEAR , 3043 57 B Mg & MR IR B i
FHL 8 A LTS SRR R R B R RE T R DL R S SRR
3.8

HHBEGE  syndactyly

H1@8=sE  mulefoot, MF

AL IS 92k 5E 32 H LPR4(low density lipoprotein receptor related protein 4)%f 33
A BT R AT B BREAYSRAE (C4863A, G4864D BIE—F4- B e Brpa . F MBI FRAEIR 9 7 4 1 ah
Fch e G AMARBUA R AN B8 G E— i — Rei 2 HBF P RIBE, 4 BEAE NMEFTER
L AP ERE T .
3.9

H$ BB S4E  spiderleg of arachnomelia and arthrogryposis, syndrome of arachnomelia and ar-
throgryposis, SAA; arachnomelia syndrome, AS

5B 4 R SOUX (sulfite oxidase) B 4 4hEF5 363 Al A— M HEE (c. 363 - 364insG)
TiB R, 7276 1 1 4R 4 # 1 MOCS1 (molybdenum cofactor synthesis step 1) FH 7 T4 11 4b g F5
1224~1 225 fi CA WA Bk o DR —Fr b kst e g . SRR PRI e 5 48 4+
FOI B /R4 p B, AS MER UM e R B B BIE RS S iR st AR TR AR ASE T
3.10

#ig pedigree

TEEA MR E B &R RIS SRR MRS ks R B BUR BOZ B A S
AR B S 2 R0 R 1% 00 0 B A

4 R

4.1 SAREREHEREENEN

FIF CD18 BB DNA FHIsE 2514 . 371 CD18 &R K Bt . kA PCR - SSCP 8 PCR - RFLP
FiEHEARERER,
4.2 NEES I 5E AY A6

FIF ASS EH 1 DNA FIlE:R B9 . 4718 ASS B8 F B, %Al PCR - SSCP & PCR - RFLP J5
B EMNMARER A,
4.3 FHFEBEESENRD

FIF SLC35A3 [y DNA 754, ¥4 SLC35A3 #H i B, K PCR - SSCP 245 ¢
PCR 225y e MER R,

4.4 HFREMEERZENGT
2
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FIRRE RS REEF W DNA B2 M54, ¥ 18 IR IR A 3£ N 4 Bt . % Bl PCR - RFLP 82
AMERE R A,
4.5 £gMmEAF N HZ ELE T
FIREEMRF XIS Z A F XIEERRRHES Y1938, 5% PCR K E AR A,
4.6 3 BHAERGHE T
FIH LPR4 A DNA FHNZ 5190387918 , R P 5 i 8 MRS R AL,
4.7 HundkpELE SRR
FIR SOUX #R B MOCS1 #H DNA 755 Y3t 7418 SR AT 80 ki & MA R R A,
5 {UFEHFRIXA
5.1 fug’igsE
511 E.LHL. B 7 10 000 g,
5.1.2 &I AaetEE.
5.1.3 #E#H &8 0.1uL~1000pL,
5.1.4 PCRA{Y,96 FLIIEIR.
5. 1.5 K kAE, KE 31 cm,
5.1.6 BRERKBERL.
5.2 ##
5.2.1 Awa I BYIEE.
52.2 AvwllAYIEE.
5.2.3 Ecot7 1 RYIEE,
5.2.4 Taql NYIEE.
5.2.5 TaqDNA B4HE.
5.2.6 ZBE(ethanol) ,43¥74k.
5.2.7 RNE(isopropanol) ,43 4k,
5.2.8 ZTHeMZBR H(EDTA) 4374,
5.2.9 EbHI(NaCDh /3 #748.,
5.2.10 +heEBERI(SDS) . 4MHr 4,
5.2.11 28, i,
5.2.12 Bk ke, /rtrag.
5.2.13 =(BEFE)FEPEE(Tris Base) , 43474,
5.2.14  ZHUsHE (e .
5.2.15 Tris- HCI(pH 6. 8) :#f 12. 1 g Tris Base ¥ F 80 mL Zi&Ak o, Fik HCUE pH I E 6. 8, %
RFBURZE 100 mL, B ERRE , SRR
5.2.16 ZEmik.
a) DNA BHZ W (TE) : B 5 mL 1 mol/ L Tris - HCl Buffer(pH=8. 0) fl 0. 5 mol/ L EDTA
(pH=8. O) il A 400 mL Z&IE/K M LEAR o KT BE B 2 500 mL f5 . iR B IR KB BIBIRAE;
b)  EIKMEZE WK 50X TAE: #RER 242 g Tris Base,37. 2 g Na, EDTA #IA 1 L 564050, SR B A
800 mL EB T /K. MR, BN A 57. 1 mL BAEE , R AMBAIE AT 1 L, SIEARTE;

o) 10X FREG PR . R AR 2 mL EDTA (500 mmol/L, pH 8. 0) il A%y 40 mL &Mk .
3
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FIFREL 250 mg JREYIEE , BB 50 mL =, €& F 100 mL, 4 CHFF,
5.2.17 1% ~3%BiRatEseRs . FrEL 1 g~3 g TEAEHE. i1 100 mL TAE E ¥, %52 50°C ~60°C i, A
AL 2 s s AR
5.2.18 2% ~5 YT ASMHERIE : FREX 2 g~5 g BEAgHH . 1 100 mL TAE 2, S5 % 50°C ~60°CHf, fIA
BAL Z s AR

6 wUSE

6.1 HEsl&E

WEA MR A (A IR B AR RS P ERNE AT SR, Kb, Mg viE
R, I 4CEAE, —20C RUTRERFER A8 W EEBNERBA 57 R R,
—20°C XU T RS .
6.2 DNA #J3REL

# GB/T 27642—2011 i % B LER T EPUT. DNA BERREFEFTHE SN/ T 1119 H#E
R EPIT .
6.3 5liEH

S ECHITE NY/ T 1670—2008 Ht 6. 2. 1 L3I ERIT. SIWERS MR AP A1,
6.4 PCR ER
6.4 1 PCREMERMERF

R A AL 2 BUESRECH PCR IR R 04 AL 3 BT U TY . PCR BB ILI5 555
HEETL GA/T 383,
6.4.2 PCR P4y ik

B 5 pL~10 uL PCR =4y, EFETF 126 ~3 Y BRBE e A P AT FEL UK . 45 R SARHET (marker) FUXT
WEEE MY AR, WRARTUY B ER 6.3 M 6. 4 B8, HE & N U 3 BOY
Ik,
6.5 SHHE
6.5.1 $&f PCR TS

FIFH A LR A 004 BPES 14 1 - 3VE R INARBI Y 38 . B 6. 4 B PCR A=) ; I EUR
HEAESMY S 1 -4 HEBURRZ, BH 6. 4 SEATY =Y, EFERFH IR
A EUREN .
6.5.2 SSCP 43#f

¥ SN/ T 2497. 15 U HEPAT .
6.5.3 RFLP 4#RF

¥ B. 1 f B. 2 g9 KA RFLP SRR R FE 37°CKB IR 4 h, SRR BEE] =#H 2. 006~5. 0%
DR MR R B IR . R FNIC %, FF A AT MR RN L,
6.5.4 WEIM

FH PCR P=45 055 , 43 b7 I 3 e P LA e A B R B
6.5.5 HRiESH

TR RS K& B S R R S AT R4 A, B — E F R AES R R A5 R
F AR RN R PR TR N I SR AT 4007 38 o 2T BT LA e e f st B S R B R L B &
RS UL R o s B PR st iR T =
6.6 HRHE

4
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4 BHBELERI(CVM)

FJF PCR - SSCP.PCR - RFLP 54t PCR 484347 (PCR - MAMA) 3 7 & B0 .

a)

b)
c)

PCR - SSCP:

D 53 1- 1SR APRA DR PCRY YK EN 177 bp, HEL 2 &5 (AA) I #]
FERIE AR BB 3 KPR 4 454 (AB) B 2 S B vk e IR HE A i BE 2 467417 (BB)
HIFHE o B A

2) Bl 1-2(Z0MFE AR A DR PCRY =Y E K 249 bp, BB 2 &iir (AA YA
FERE R L 3 a4 40 (AB) BYH 8 A R b 2 R 7 AMA i B 2 4591 (BB
HIFE R B ME . I RAES LM CHhEC 1,

PCR - RFLP:# GB/ T 25887 f#l & H4T.

FaBc PCR 29317 (PCR - MAMA) : 5147 1 - 3(ZILH s A h& A DIEAARS Y, K=

KEHR 216 bp, 514 1 -4(S K A PR A DY EBURRE, KWK E R 105 bp, ¥ ip=

Yy B 216 bp 1 &7, AIE HIEF ME; ¥ =4 b Riad B 216 bp 1 105 bp 2 &4, HIE R

Bt B PR A 44 = B 31 105 bp 1 49, HIE M EBRME . MM RHES W C

HhEC. 2,

6.6.2 4B\ 4MaRFHERBAYE (BLAD)
FIF PCR - SSCP B¢ PCR - RFLP 2 #5101 F -

a)

b)

PCR-SSCP 519 2- 1(B WM A & A. DY PCR ¥ 88 =4K 4 187 bp. thIW 2 &7
(AABIFIRE R IEFE A B 3 403 (AB) S R B MR R AHF M B 2 4% (BB Y
TERBIAE. MM RFES MR CHEC. 3,

PCR - RFLP:

D 519 2- 2B RH5% AR A DY Y 136 bp 445, th 3 108 bp 1 28 bp 2 £ H# i
K AA BERELFITE N IEH A BB 136 bp. 108 bp 1 28 bp 3 4&HF )k AB R £,
EREHE R BRI I 136 bp 1 2345A0 4 BB &, K58k Sk, 4 g
HEZILM R CHEC. 4,

2) 519 2-3(BRMFE A TR A DY YR 324 bp &4, BT 193 bp F1 131 bp 2 &
B AA ZEREL, A E R IEH A, HBL 324 bp.193 bp #1131 bp 3 &4 AN AB HFE R,
FIRE AR R & s REYIE tH L 324 bp 1 43519k BB £, 358 K Bk M, Kmigs
RAESWHF CHEC. 5,

6.6.3 JR& BN %EE(CN)
FIF PCR - SSCP & PCR - RFLP 2 #2101 F .

a)

b)

PCR-SSCP: 5|4 3- 1(ZILHF AHE A DB PCR ¥ =YK BE X 177 bp. BT 2 &4y
(AA)BFIRE R IEE M B 3 & (AB) B3 E N Bk B B4 1M U BH 2 4545 (BB) g4
TERN BRI, RIS RAES MR CHEC. 6.

PCR- RFLP .

D 514 3-2(Z0HMF AR A DY =1 199 bp 54, 13 103 bp #1 82 bp 2 K41
A AA FEFAY, HE R IEF - I 185 bp. 103 bp 1 82 bp 3 &4 H% AB e[ A, ¥
REN BRI 199 bp 1 4700 BB 2R A, 2 IRk, Kilgs e
SR CHFEC 7,

2 514 3-3(BIMFE AR A DY #=Hh 282 bp £&45, 1IN 194 bp 188 bp 2 44y
N AA ZNELARE N IE R MK 13 282 bp, 194 bp H1 88 bp 3 Z4## AB A, ¥
FE R BEAEEMA B 282 bp 1 475090 BB B, Hruli4h S 2 KR C FIE C. 8,

6.6.4 4$REFMESHWRIE (DUMPS)
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FIF PCR - RELP JriE 45 R 0T . 51 4 (S MR A R A DY 38 =4)k 108 bp &7, HBL 53
bp.36 bp 1 19 bp 3 S EY R AA BRI RY, H 5 A IEH A ; Hi 3 89 bp.53 bp,36 bp #1 19 bp 4 & A
AB ER AL, A @ N e BEY1)E B 89 bp A1 19 bp 2 457 AR BB AU, H 5 Fy B AMA . A
HFHRAES M F CHE C. 9,

6.6.5 FEEmEFXEHRZAE(F X)

M PCR FEMERNT 519 5B AR A DY =W B I 244 bp £ HE R EH
A IE =Y B 244 bp F1 320 bp 8, FIRE RS AEG PP B 320 bp KA B MA .
KM 25 R A 2 LM sk C i C. 10,

6.6.6 BNERARLESTE(AS)
FIFI 7 i g R F .
a) BlY6-1(BIMFE A BE A DY SOUX EFEFY) N 446 bp 44, 17242 DNA Il
J¥,AS363 (B T (F 4 SNEF LD #EHA C, HE RIEEME; DNA B 7 363 & FiFER
G/C,HE NI A FME: 363 B AWFERA G HE B, KDL R E 2 IR 7%
CHEC 11,
b) B4 6-2 B |M6-3(BILMR A dE A DER—ERRY 1 MOSCL ERH7F=# % 208 bp 4
W (B AERD M 142 bp(RABRD &KW . #8744 DNA ¥, AS1224~1225 i & L 5 11 4
BT POREN CAWAE A EAE: T894 DNA W7, AS1224~1225 i E b (36 11
SRBETF BB S H C 8 A, WA E MR EERER NE ™= 4 DNA 37,
AS1224~1225 (i B ECGE 114 BF B BEELIA CA, M E A BRI, g RHAE
S LR C I C. 12,
6.6.7 4IFRELAE (MF)

FERF TS RNT 318 7(S M A PR A DY B0 580 bp &, VIE=P&
DNA M, LRP4 #:H% 33 4 B F LPR44863 ~ 4864 {i & 4 CG, H & R EH M Y =Y H
580 bp&kits, P =4 DNA P, LRP4 LM% 33 4B F LPR44863~4864 [y & b CEAM G
B T, P S Bt 5 R s A B B =42 DNA ), LRP4 RS 33 4 B F LPR44863~4864 {if
B R AT, HE R ERRAR, BRI R ES MR CHhE C. 13, A4 & RIEH T BIEN PR
S CHhE C 14,
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A 2 PCR REfkRFR R

A 21 PCRENEZR
PCR MK R L% A. 2,

F A2 PCREMEKZR

@/  H BAERNAER  uL
PCR Buffer(10X) 2.0
dNTPs 2.0
Taq B U/ pl) 0.5
Primer - F(10 pmol/ pL) 1.0
Primer - R(10 pmol/ pL) 1.0
itk DNA(50 ng/ pL~100 ng / L 1.0
ddH, O 12.5
BARR 20. 0
: PCR [ 2% 1 DA B8 SC i L T %
A 2.2 PCREREBEFE
PCR R EFI#E A. 3.
# A3 PCREREFR
35 PMEH
A BE M e
Gl 3 B X 5E fi
95°C 94°C 51°C~66°C 72°C 72°C .
5 min 45 s 45 s 60 s 10 min 10°¢
E BB ARESEE AL
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Mt & B
(FIETEBR)
R Bk R RN TIERER

B.1 EBUIRRE&KZR

IR MR R L B 1.,
#B 1 BUYIRNEKER

H 5 B BAR, L

PCR 7=y

10X ZZ bl

PR g o D1 B

mp(ﬂpo
[SI I N el e

ddH, O

0o
I
o

i B RORLPR R T LURSE SEBR I U

B.2 AUIESwER

S|4 xt N A YIEE L% B. 2,
#B.2 S|HEAVIEER

5% R
5142-2 Taq 1 B
5145 2-3 Taq | B§
5i43-2 Ava |l B
54 3-3 Eco47 1 &

514 4 Ava ] B8

10
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M ® C
(FRHERIR)
EkERRRIESTRXE

C1 CVME&RERXE

C.1.1 CVMPCR-SSCP&RGEIW1-EMEC.1,

1 2 3 4 5
VLA
14—AAR,; S——FAtEXT R,
2,3—AB ﬁ 3

B C.1 SLC35A3 EHE#) PCR-SSCP & R#EXE
C. 1.2 CVMPCR-MAMA Z5HEXE G| 1-3)SLEC. 2,

1 2 3 4 5
B .
1,3 —#iHr 4Rt IR
2 —IEEME; 5——DL 2 000 marker .

B C 2 SLC35A3 EEE PCR - MAMA 4 B850 E
C.2 BLAD &RHTEHE

C.2.1 BLAD PCR-SSCP 45 &=E @& % 2- DEAEC. 3,

1 2 3 4 5
LR .
1,2 ——AA &, 4+——BB#I;
3 —AB#,; S——PBAtER R,

B C.3 CD18 EE# SSCP i#&zXE
11
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C.2.2 BLAD Taq | Y5 RFLP BB G 2-2)SLE C. 4,

1 2 3 4 5 6 7
BiRA .
1,2,3 ——AA B, 6——FHHEXTER 5
4,5 ——AB#H, 7——DL 2 000 marker,

C.4 CD18 EFE# RFLP &R &K HE
C.2.3 BLAD Taq I ®¥)/5 RFLP 82X E G4 2- S WE C. 5.

1 2 3 4 5 6 7
- e 0 ——— — — —
v
1,2,3,4 —AA R, 6——B kXS 5
5 ——AB#Y; 7———DL 2 000 marker,

C.5 CD18 HFER RFLP &5 £#XE
C.3 CNgZRHEE

C.3.1 CNPCR-SSCP£RGBI#3-DL&IKC. 6,

1 2 3 4 5

91
- 5——BItERt R,
2,3, 4——AA R

C.6 ASS EEW PCR-SSCP &R 4 H

C.3.2 CNAw[ BYEREXEGIY3I-DSREC.7,

12



WA

1,2,3.4——AARY;
—ABEH;

o

AR

1,2,3,4 —AAH;
—ABEI;

5

7

6——BAEXT I

7——DL 2 000 marker,

B C7 ASSEHREH RFLP & R2#EXE
C.3.3 CNEcod7 ] BUIZRERE G 3-DEREC. 8,

—

2 3 4 5 6 7
6B X 5

7——DL 2 000 marker,

C.8 ASSERE® RFLP £ £#&XF

C.4 DUMPS Ava ] BB BR-RE

DUMPS Ava | B§YIERERXES A C. 9,

LR

1,2,4 —IEHME;

3

—#AHE,

1

2 3 4 5

EC3

S——BIHEXT R ;

6——DL 2 000 marker,

REBRABEARMYMHERERE

NY/T 2695—2015

13
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C5 FX PCREMNZERERE
F Y] PCR &g R ECE 5 LA C. 10,

1 2 3 4 5 6
B .
1 — BRI 5—— Btk xT IR
2 —WE 6——DL 2 000 marker,

3, 4—IEH M

EC 10 FXEHEPCREREEXE
C.6 ASPCRAIFESGEEANE
C.6.1 ASPCRWFLRERE G LESPSIEC. 11,

A EpERAAT
2iPrg 2Gly BGly 247l Gy

AAAAUAAA VAT

CCAGGGGG GGCATCA

B RETHWE

MWVWANN L aan

C AT C A
CCAGGGGGGGGCATC
4

C o RERMNT
lZlPrO IZZGly 17_3(‘,1), 1IAGL lEIle

NV AN

CCAGGGGGGGGCATOC

)
5.2 Pro FeEE 121 [ NBERE . FRIAHR 3 M HRSS 1 HEEMK; Gly REHER; Ala RFRFNEBE; Ser LRLETR: e
RERZEM.
B C 11 HdgdkpRi SOUX EET RN FE

C.6.2 AS PCR T4 RME=E T 8RS WA C 12,

14
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B A R (BT wt/wt) :

A& (FEEAH wi/del )

YL E (FEF AR del/del )

R T 3 A F R R (R
C. 12 H#ikfiEfm SOUX EETENEE

C.7 ASPCRNIFZREERXE

AS PCR M F &5 RS 0WAE C. 13,

G VNNG GC T
GGCGTGAACAA CAGC GGATGCACTC

IEH M
G V NNKGICG C T
GGCGTGAACAAAGGCGGATGCACTC

WA TFME
GV NK CGC T
GGCGTGAACAAATGCGGATGCACT

6 B
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