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mann % HRIE T 10 4] 3 5 G R = AR BR NG B
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YA =R I HL P EAERKZRRIL CVS 72
K HRdRh ek T —ADHOMEA 3 S A
TR sSSMC, |y T3 XF XU R #BAE 25 Jal i 38 T
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5 22% 1) 3 Sy AR =R iR LI B T B2 Y
BN A K % R (fetalgrowth restriction, FGR) , £z 2%
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Crkvenac-Gornik J - N 100 1 - - S B P B e 2, B () B B, i =
/2005 JE ] ke B P M 1 O AR
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Sheath/2010 N4 < 15.6 93.5 0 2 16,XY[16] B FGR, B 6%/, 16 4~ 7 FHoAth 77 17 1F 3
T A PR R FOR LR 17
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A~ 1 DR i P Al 4 R i 2 ik v BB T
: - A B PHE5 B LR R I 4 A IR
Yang/2015 v 9.5 153 F SV J2 2 75 S BL 7 T8 6275 1 B PR JE
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Al XRG4 2 1k 25 e ME T AT RGN SE
1.4 35 REERFMIRELEEEREKE HIl
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sSMC 1 9 il A K I PR R AL, F 2R R RK T
RE GMENZREERLESH . B sSMC FiH
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ek =AX IR LR & 2 BOEER ik a8 3 5 g
AR =R Z Jp k578 R R AR, X T = AT g
Wi R B 3 5 e o ki A L IS A 2O IR Ak
3¢ (fluorescent in situ hybridization, FISH) | 4% & {&
i & %) 43 M (chromosomal microarray analysis,
CMAD %5 20 Jfd 35t 2 27 K6 0 205 5% L 78 45 R DA I 25
LA B . 255 PRAL IR LB AR L S5 5 .
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2.1 3 &% & KR JE [ paternal uniparental dis-
omy, UPD(3) pat | #1 & J& |4 [ maternal uniparental
disomy., UPD(3)mat | ¥ % — (K %X H Bt & & & i
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3SR R T ABLA B . HHET Geneim-
print 24 )% (http: / geneimprint. com) Fid# T 3
SR EAEAE 3 A AEWAE B A 0 Y B e R
(Predicted) :2 A3 (ALDHI1L , Z1C1) g 1 5 44
Fak, 1A FEE (HESD) A JRE K, K W Ih g W
T A B 0 DXl R R TR B

H i UPD(3) mat A ¢ B i i £ i UPD 46
A DX gt A% BE PR 98 48 S BB . Fassihi, Hon
SELIIRIE Y e R 2 )R R M 3 B P A GE (epidermol-
ysis bullosa) 8 & f£7F UPD(3) mat, ¥ & 3p21. 31 X
B a1 3os ik VI Y e i L PR CCOLTAD) By 5872
Hoffman 209 B 5% % 30 1 5] Fanconi-Bickel £ 4
fiF f % 772 7E UPD(3) mat, ABCCS J& [H 4l & 58 78
BRI R B R A WA AL AR AR R A L %
Fe 7 T YL a4 3q26. 2, Schollen Z I HF5E & BHL 1
181) 516 IR P W Ak OB PR S8 D UPD(3) mat, & [A]
3q27. 1 JEH ALG3 i 25 5]# ,

Liehr £ RIE T 1 BIRUR G IR AN 58 4 =K A
¥ UPD(3) mat FI#Z A 47, XX, min(3) (:pl2.
2->>q10:>[100 %6 1, 3% Fft Yo 0 (4 A - 5 538 A — 2
SRBIGEIRIG R, 540, Betz R I1 BIA B R
iy UPD (3) mat /& &, & 8 46, XX, inv (3)
(p12q24) . B ) A% 2 B, Bruno S5 kil T
14 17 Mb 1% 35 B 1k (segmental uniparental disomy,
sUPD)UPD(3) mat 8 # fF7E 8 K FL L% . W] B
W T R ALE

Xiao M | Z B T A2 UPD(3) pat, %
TEWI g R A, XML AR 3 5t fk FIRA
SEOCEHIRMEENEICEN . Matejas 7 &
I 1 ] UPD(3) pat 4 3 Pierson Zi 4 1E 8 %, ¥ &
3p21.31 W) LAMB2 LR 4l & 52748 , HAL 3% Ry 4%
G E R B, SEUEEAE 17 AN A RIEF
Wi 5

F A B XA B R IE R 3 5 4 4 fk UPD,
Rodriguez-Santiago Z&" WF 5% & B 1 1] 1F & 5 4F A
3 F YL (K 3pter-p21. 33 X I AF1E ik & & sUPD,
A Bl 29 1800, B K & BA J1UE 4 3 HF A
UPD/ & UPD ] S8 MK S R A0, H 3 S QL
T b JC WA BRI DX, 27 5 /B 3 5 YL B I AE TR Bk
15015 55 S50 3 X S48 , 1T g - SO I 1 B & 2
2.2 UPD3 B & &M lE KHFALE 355 EMAIF
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AU 52 31 6T

Fassihi 2" 3 38 d UPD (3) mat 5 51 v
BN B K I 3R BN fi9E (dystrophic epidermol-
ysis bullosa, DEB) , Jo7K 6 4 Bz Bk K 8 . &
H A I R AR 0 R P A A S T B o At s R 3R
BUIEH 20 0 352 4% 2% 43 A7 7R R IE A% R 46, XY,
B A AF I 49 4, B Bk 7K o A BE 2 TG AR W O TR
SR IC R 7 R 2R B M iR S (epidermolysis
bullosa, EB) [ 532 B8 7 A KA KSR 1 2 B2 #d
fi# iE (recessive dystrophic epidermolysis bullosa,
RDEB) 1 5 A R B 1 2 B2 AL A i (dom-
inant dystrophic epidermolysis bullosa, DDEB) #j K
K. P2 N 2 IRIR A A
E R DEB Z % s 3F A HEBR ARG A T B8 DEB 1)
S A I PRAFAE < D AR T 6 A7 A, M 8 95 M e
FIERE B BLKAK . DEB A9 55 R AR AR 78 A [H]
HHARKZE S JKIE T BB IR T A R 5 AR
LAl REW e B, S BUR AUk BN R
L A ™ B ) R, R AR 2 1) g5 A R R R
WIS N G0 DEB 23 S 24N R AL, AR X Se 2 Y
e EARE A AR EENTRSE 2 TS, B
] — SR R 28 5 1 . Btk E IR A R B K1k
S FAFAE (RDEB-sev gen) J& MV 1% i 1) 4L B R 3,
2 Je ™ H 1 —FUY RS B SE L EB R R
S5 %R A 100 J7E 2 11,07 417, DDEB 1 RDEB
1 (B 2643 31 Ry B8 100 5 = 1,49 1L 35 4,

Hoffman 25U 4756 UPD(3) mat S84 1% 1 f4i /™ &
Fanconi-Bickel £ 4 1 (Fanconi-Bickel sydrome, FBS),
TX g — T 2 L A o 2 B s L R R B
RARGIE . DU BB LA 2R LA v N T RE RS
T e A R 2 UM A B R O AR AE . SRR — A
23 A RI LB A FBS, HFER M AL FBS £
B E AR M . i R FBS BE RS R
O3S /0 AEIZ A 2 B R RS R I AE Chyperin-
sulinism, HD . £ 19 /4> F i i F )l # B 7 04 1%
W2 12 WA R R R 3R LA A AURE £ S AR .
PRSI 25 R 3278 GLUD JEPR R . 2 2 I U
TARMARE L2 o B A R 22 LK I 98B AT D) Ak
EARREAT A PR TR F D0 RB IR W LTSI AR ) .
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Schollen %7 {738 UPD(3) mat 5 £ 5 KM 4
FEACHIBEDRAG o RISk T, IR G 228 B 1)
BEOR=MMIE 48 K T8 M5 =45, TR0
s WU WIE . 4 % F K Bk Bl /D R . K F
RGE R K R AR S5 S R 22 46 T
SeBH . SR PR M AL [ 5 (congenital glycosylation
disorder,CDGs) j& — 28 RUBE 2 1 b K A% Bk i 5 SR
BT SR 4 5 B 2L 5 e e v i sk T | R )
Qe (R PE B B . 1E4 R 1k CARIE 60 ZFPA
[ 2% % 1) CDG. ALG3-CDG B 4 JL 5 0L, 1 %
CDG J& i RHRAR R BE 65 1 21 3% L Hom 9l 2B B E
R BRAT TGRS . A 2015 4 e T 11 B
BH R H A M & RGN N R BE
iR T S W R AR AL B S O 2R R VB K
BAE GRRE LREAL) MRS 5 (N A
FREYR o AT R SRAD

Pierson Z54 fiE & — R i e £ 14 Ba bk 38t 15 5 0
B, 35 R T8 AR R T 1Y 5T TR o 4 T RTIR TT
L BEAR LA FL LAY /N A AN B A 4 DA S H Al
S, WEZRERERI . M ERA LML K
HIRGEMM %k, LAMB2 5 %482 S 50F
JRERAAE 5 R, T RE AR A B IR ST . Mate-
jas ZE4RE H 1 1) UPD(3) pat & F 1 Pierson 4 &
fiE S i R AE IR 5 © 2 4 3B 1Y Pierson Z5 & i A1 1.
AR AAHIRE B K AE 3 JHN . & AR
B L8 520 I T Ik I JE 25 A s 0L UL P 25 46 9 12
Wik Pierson ZE-G A s A7 HR/INIR K A A7 10 199 JBE 50 5
FHRER =R B0 s WL5K iR 2 sh A F R %16 1 H i
B R 17 A B8 T IUIALAE
2.3 B HWE Mt 2 E AR RDEB #4F
Rl 1/370, COLTAL [ U 748 5 4h B %R 2
10026 . RDEB {7477 43 A 05 AE 1 Kk R 7 -
I PR b= 7 32 U0 FHE 7K 98 AR 1k e 0 4 B
WA ERGY . AT Rl P AE R . ANREE G 10
A JH A= 0 B R A S I 1 8 BN T R B Bk B A
kA . HATETE b AR5 0697 07 ik 46 AL A
ANEM ARER LR A . T A0 G T AL A RE RS A
[F) 78 51 40 A TPS 240 fi 1 E PR 18 1 9 B 2T 4 40
Fte o gl ) — T RG2S A TR
TE FSUAN 1 15 5% o8 B A )™ B 5 S R0 1 o B A fik
(junctional epidermolysis bullosa,JEB)# 7 % JL &
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HAF A DIRE R M, — BAE
32 BERE R A & B COLTAT U A8 5 16 4 IR
W HEA T P AR I BN DEB #HATA A RIS Z 12 W
R G FBS 1y B3R Y7 5 ik, FBS IR T 6
55 /NS MR H B (renal tubular acidosis, RTA) f)
IBYT YRR KRN HL AR B . AbFE4EAE R DA L B
Mk, RELCEZE. ZHERERS . MTF
B UPD3 3 i Ba Pk 38t 1% 9, #c A DL 28 9 X 9E IR
ST TS 5 PR 28 A OC L A R s T A —
2.4 BHRABIFEEZHLEEHEL UPD3 KZ
P sy 06| 0 BN SRR SRR N7 N R o N N ]
MR A = AR B R BEAL A R KU AR A 3
NFEE R AL, BF 95 & B UPD 76 A BE Y & 4 R R
295 1/200050 . 3 5 e (A A PR Sy 3 A W4 B0 1Y
EpC AL Rk UPD3 BU R 8 2 1 2 2% 18
AT BB I G 0 4 B 35T A 2 1 s AU . 7 HITIZ
W e SRR B e 3 5 Je AR 1Y sSMC I B ] =
ik A I 1T R B B & J¥ 51 (short tandem
repeat, STR) B3 T B H R £ A M (single nucle-
otide polymorphism,SNP)#£4F ) CMA ¥ , L) B
e BAEAE UPD Jo oK i Brali & X 38, an G LA
TE W B 1 Bk 38t 1% 2 3R 180, AT 4 A0 2
7 UL W 2 A AEAE B st R S R i 2 58 5
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