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A2 T %K (uniparental disomy, UPD ) J& 4§ 7£ 4%
GRS = B/ CR R N R R 7 N o0 1%
BRI T BRI — 7, RAGIN 2 ) — 2R AR Y
Qe kel e @A R o> i B BRORAORIRAE L BE 7
K % vha] DL B0 5 BB BE B2 &2 (short tandem repeat,
STR) , A3 i /R A e o Al 2 K &
AT e A PR R Y BT AR AR R X — IR I B2
DNA I 7 A2 B R, A AR TA R TARH 2%
1 MRSk
NGNS OE

fLEIZ N UPD 2 DR R (KR AMKRB) .
AR FR SR AR S R ## DKL 10 mL, SR & =
Ji U . 1% (ethylene diamine tetraacetic acid, EDTA)$i
BE,4 CHRAT . Z2102E7K 10 mL, 3 044X g B 0> 15 min,
FrE BG4 CRAF .
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CytoScan 750K array ;s i . Chromosome Analy-
sis Suite 3.1(ChAS 3.1) %A} (3£ [H Affymetrix A #] ),
Microreader™ 21 ID System. Microreader™ 23sp ID
System ( 5 Be] Gl 5 LB AR A FR 24 7)) , QTAamp DNA
Investigator i 7| & . QTAamp DNA Blood Mini & 5
& ({8 [F QIAGEN A #] ) , 3130xl 3 [H 43 #71X . Gene-
Mapper 3.2 # {4 ( 3¢ [# Applied Biosystems 2% &) ) ,
NanoDrop 2000c 435 J: & 31 ( 36 |5 Thermo Scientific
NI
1.3 7%

1.3.1 F &R S S 7 Aam]

i FH QIAamp DNA Blood Mini iR 57 & 6 iE L 2R
TR A M HET T R 20 DNA 1942 8L, NanoDrop 2000c 53
G AR DNA B ¥ 2 5 4%, 5 ) DNA i AE &

H% 0 BB A (1.8<Dso/ D2so<2.0 , 1.9<D1se/ Do0<2.5) , SR I #4
DNA F B 2 30~60 ng/pL FH T3t A 52 5% .

X & DNA R 4 FE B 4 CytoScan 750K array
O HZ A 1Y A5 45 U B2 P 2E 4T SNP-array 51,
FEERAEL TRy L 4 DNA T A 32 13
aifl | Bedb bRl IREF AR s R R A S L 48
FIBCESAY ChAS 3.1 A AT BE 70A o 7€ SCDNA %5
D1 %5 2% 5 (copy number variation, CNV) =200 kb,
74 At Z K (loss of heterozygosity , LOH) X 38§ J Bt
KT 10 Mb, H 7 {5 i =90 % i 47 45 H H55% | [7] i) 2
7% 3% [ P 2 15 1% 2% 25 (American College of Medical
Genetics, ACMG )™ v [5] B2 ifi 2 2% B= 2% 35t 4% % 01 4%
Sl o 2 il E B e (R RE T AL 7R JLRL I 1%
P o T A i R AR IR R 2 25 Bl DG VM,
ClinGen™ . Clinvar® . DECIPHER" , OMIM"™, 4t & 7k 52
628 PN SRR LA K PubMed 3 R 84 45— 45 5¢
RS 3T
1.3.2 STR A& A & 4 i)

K H QIAamp DNA Investigator i 57| £ ¥4 16 b v
A HRAE R 52 A BE A i) 1 A1 22 43 3 7K 9 DNA L fiff
HI Microreader™ 21 ID System DA & Microreader™ 23sp
ID System £ Il {1 & Amelogenin F& H 7€ N 1Y D19S433
S 39 /N IR A, il 3130a 5 R 43 B AR A7 26 A
I, i GeneMapper 3.2 {4117 STR 4371
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KU 0 DG E s 5 ChAS 3.1 kAT
SyHT, BEECLOH” $E 391, 3% 5 5 BB 10 MR R F
10 M () LOH FH 55 bR i3 45 W om ), 5 B AR L (B R0 AT
AR, W R % Rl UPD,
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2R F AL BE AN i B 2 1E 3 7K SR FH Micro-
reader™ 21 ID System Fll Microreader™ 23sp 1D System
K6 I 39 A~ STR PR , #4986 W 21N 45 & o 18R 1t 1%
JEFERY STR LA (B 1), o , KRR AWML T 75 %
R, JE K 3 Sk D7S820 F1 D7S3048 , i # K 1Y g £F
(9,10) . 7 (12,12) A2 (12,13), J5 # FEH AN £E (18,
21).F7(22,22) . 42(20,22) ., RAEBIWALFFYfm
1A, R 38 Jg D8S1179 F1 D8S1132, ij 3 it [H 14 g £
(15,15) . F(15,15) . A2 (14,16) , 5 & F& K 1 £F
(20,23) .7(20,20) .42 (21,23),
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Fig. 1 Genotyping results of two families not consistent

with Mendel’s laws of inheritance
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R 4l o 2 R gt A% A, TE R S A Y 23 X [m] R e
A g3 Bk B AR, T UPD A 14 [a] 95 4 € {4
SURIRF— 64, 1988 4, SPENCE 45" 15 ¥k it
T 1B PR 2T AR ARG 28 O HL B AR /N R A G I 3
PENE 2 AL 2 B AL 58 15 I (ceystic fibrosis trans-
membrane conductance regulator, CFTR) 3 [A 4li & 5
A5 UPD BN . o TR ARSI, £ % UPD Y 5 £ JF
RN RS Wi H B 7 5528 7 55 i IR 16 2E
K& B S BRI UPD A5 2 JCAT ] 5 4 11fi R
FAU UPD F 4 I UPD 4k S B RE R 41 4 58 78 3 3K
) Bt 5t A o BB B R T LIE # AR i R, ARk
P 2 i 58 45U, Hh T UPD A FRSE AR IR, 7T 8 5 340%
F R AR MEHERR . BEIN &8 T 1 41 51 HE Bk
ACALI 2% M8 R ), % F 5 AORTE 16 4 Ak |
ML T 2 A6 FE R s AL 2 AR R bRl , 4%
PRGN T 16 5 Y AR R I N B E UPD., A
TP 2R AR AR H W R ERRE T, k%
PRt IR, BOR M E T BEAL 5% T i G & TE ]
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Microreader™ 21 ID System i} , X & A 5K R Bk
I BT o PR A% 2 A STR HE LA A2, FAl Tl 41
HRAE RKFARAERIET R, KR BRERI T
F NI SRAR NS WA AR, BEACAE
# (combined paternity index, CPT)3J G815 2| “ 3 7 9%
KA 5 421 Z AT R R M 6 2R 7 AR e . H 2,
IR IR LA A ORI 22 1 ZE B R Sy M Ak
(BB 5T Z KR M, KR ALEDI9S433
45 20 > 5[5 8 (¥ £ F CPL R 5 346.247 9, K & B 1k
D195433 %5 20 1 FEN AT CPT N 1613.506 9, 44 i
RS 5 AR BAE) (GB/T 37223—2018) , LIk AT
FRBOC R HINE BHERR . 2K RAEA KD ST A6 I Micro-
reader™ 23sp ID System J&5, K & A7E D19S433 %394~
e[ B B F CPI1 N 528 184.995 8, K & B #£ D19S433
45 39 AN FE K JAE 19 5 F CPL 2l 479 930 196.329 7, ki,
PIR Z bk A1 6 & 1 CPHE Y K 10 000, 7]
REAE RBOCR bR . 5 IR, A% B %K
R YJAFAEPIA STR HE DN AT it A 2 A, LA T[]
— R YLK B B AW S AR IE M K R G L
¥ UPD 3 .

UPD 1 JE WML i 42 46 e 5 EL AR L =44 3 R R
S AT 220y B A R AR B B SRR R L
27 LA S 2 AR A R A

WA ARG I 45 51, 4 RS S e (AR B B LA KOS
UPD W 2550 AT 2k Fr Be Ak UPD (JEHE S e A {4 ) (38 SR Gy
AR UPD 52 24 51 UPD (FEA7 S5 e (o fA  5) (i Gt (iR
4F) AJEH 4L UPD. UPD B BUm L 32 24L& ik &
RECR & e AN Al 5 2 (KR e st 2 ) (L
EIV3e i 545, 17 HL3X 28 PR R AR A & B — 772, AT
Fft 8 H A I PR AL FEvE B~ 40U, 72 STR
SrATINE, AR UPD #5 R 8 A% e A ME T 25 5 i
J Bk s 2 4% B UPD i DL st 2 52 20 45 2, 45 B i L
it A

XF T UPD WYi2 Wi, H i B2 Wi oR A
B FRIC (PR STR) 43 A1 V5 S HY AR AG 0 | 2 €2 4
1 F% %1 43 M1 (chromosomal microarray analysis, CMA) |
A A0 I D R4 5 PR e A R R A
G 5L E A UPD e RIS R B, m ffi ] STR 8 # 4 5+
PR ARG I R A X PRSI 5 I B8 CMA, 32
JH T XE LA 1) UPD B A 2 B 1 5 A Y B 58 78
BEDR R o 5 G 7 S G A, T R LG LG5 A S
H, CMA W2 B Al A Ry st i =2 oy 77,
ik [ 7 7E B 5T 1 Y %% BE DNA 54 5 29O thR i iy
FEA DNA R 5 1 24 52, B Jm AR AR 5 G 0 B8, ) o e A
DNA f 85 28 5] , & BLGs AR AL S o AT BT 4l 11
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1Y Affymetrix CytoScan® 750K array .t i, 1 &% 20 J7
A FZ AT IR 2 5 PE (single nucleotide polymorphism,
SNP) R & b i (4 T->400 kb 1945 D8 Ak, R 4052
FIRE SR 5 T 99% ) F1 55 74~ CNV SE4% 1 BR PR 5 b
I B X 35 4 5 A DX 35 DR] AR o A DG ik PR I PR AT
55, AT LURE B 4 0 UPD . LOH . CNV Al 1fil 2% — S 1k
(identity by descent,IBD), ¥t 2 AR A % 54 DL K
R S BPE AR BEAT SR o 75 BT AR, TR R I
IR o Az 00 7 2, A0S I [ 20 A6 I A BE XU, H Y 2 A% 0
WUELL NS S E F RS

PRI B 2750 7 S op ML T B9 5 SIS I 35
& L ABOHE DL & 3 UPD , Y BB 5848 K A, 76 SR AUHE 5K
AN 2 10 000 37 1717 1 fin b 7 J PR JAE I, B PR e 3
FFA o F 7R 35 AL 52 FE 1Y STR SE 1A A8 , FLA & 7 5 B b
G 718 H R JAe AR [ 1) G (544 |, B8 {8155 o7 3 X LOH Y
GEAR | MR, 7 B VR BE UPD 1 & A, % ik hy 44
ARG 5 P e A 5 2 e 5 A STR G I 379 8 i
HE RS R A BOR BEAT HE— 2B A
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