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5 47, XX, iy ¥k — Pl MRS REM RN EY AMA, oK 38 AR AR R s kY [11]
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1 837 T P T ARIRE FKAEM.46,XY FK CMA R WK CNV; [19]
iUPD(4) , B 2 7K WES: & L B 5 B0 48 &
2 5371 JoFm lE RNt 2 BT 46,XX,1(4) (p10),i(4) (q10) [20]
Wi
3 Y5 Te A TR AR TR A YE 47, XY, +4 kA 46, XY [21]
4 R WEME . XRZFHE M RFELE.CE  CMA. iUPDM) B [21]
W 44 50 o 18 R B 4 BN
5 BEVR BRERNMETAES ~F 102%H#% CMA; iUPD(4), B 5 fsk T2 45 A7« 5 UE £ U5 [22]
TSR UPD
6 BEVR ERMFRE AR UE >1 8ot Sanger Ml J7 + K F Bt PCR:FGA #£H 15kb 4i &5 [23]
Z. AR. N % R ARG 5 SANE T R R ik A BEE . AL
FGA i F 4q31. 3 FWHEME ., MOEEFEE:2, 3, 4, 8,
11. 12, 16, 18, 19, 21 SR b .55k 4 5
Yoo (R fik DA STR 43 #71:iUPD(4) , £ (23 4~
A7 5D
7 IRy MRS RAR 2E 7K 22 % B4 Sanger M ¥ : SGCB £ c. 452C>G (p. T151R) [24]
% (LGMDs), AR, 5 A A gRAE Al E R SE L SUSE AR R T B 9% 28 A8
W 3B SGCB i F TR Gy Br: B8 UPD(4), 4p13 {i i 2 iUPD,
1q12 4q32. 1 F1 4435. 2 v 5 5 hUPDCMA ; 4pl5. 2-
ql2 X382 30. 6Mb LOH. 434 SGCB 3 H
8 BE5 WGk EBREL PE B4 JLZHEYE,. PKHDIL X F (ARPKD) )3 . £ W 8% % 45 [25]
# ' (ADPKD) , 3 % KERZE, £ IE PKDI1 # PKD2 $:FH MY . PKD2 $:H . 1967T
¥ B PKD1 fi F W >G (p. Leub56Trp) 4l & 2878 £ & STR JEE Ky
16p13. 3, PKD2 fii F FAEH 4 B Y R S AL T AN TR S
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9 W EXRMRKAREAEME, ME 0 11PHEME Sanger Il ¥ : FGB 3£ c. 6977G>A 4li & 3845,  [26]
AR, Uk FGB i F 4q31. WAl AR oE SCSE AR B K A, . 46,
3 XY 8 B R4 :iUPD(4) +hUPD(4) , £ SNP
array :iUPD(D) 47 B 4~ X 38, 43 5l 4 4pter-pl5.
33 fl 4q31.21-q32. 3
10 B EBREAIMAE. AR, ZwE  F 2 A H WK E A Sanger /P MTTP B c. 2342+ 2dupT 4y [27]
B MTTP {ii F 4q24 R, R a5, K A8 BRER 17 B4R F. e BEE OERK
kLTS MR WENREAE . T A S iUPD) (4q12-26) Fll
k. hUPD(4) , £} J
11-12 BR e KAk 0 R+ 2 81 7 WES #3087 - Jo K PO e JL 3 WES s [28]
T R E A 2 BlfE7E hUPD(4) , B3
13 B} T PSS 4% 8 A&t i, 46, XX, inv (4) (pl5. 2q12) mat. inv(4)
JETIRGR I (p15. 2q12)mat, 46 5 B [ 6 0 062 R 0 g 00
WE
14 BV 17 Al BBIER .29 B4R = 5™ B B .47, XX, +4(15/15) 346, XX(5/5, 5 [29]
ZRREKE D30 FAIKREE FeH) K 46, XX (30/30) FISH: 37 % JIA #% # 5%
M 2 A0 = AR A B TR AT« chrd 37 85 16 JL4E
LU AL RS 5 o I A8 0 57 2 AN M R 48 B I 1) 5
M AFTE AL VAT 5 - HEBR AR S A o AR A I By
A, G JLAEEE UPD(4)
15 BEJE Wolfram £ & fE, B X H  7F 1054 W WEST 3 P f# 76 c. 1348 _1350delinsTAG  [30]
WES1 fiF 4pl6.1, HIL6 % (p. Hisd50 = ) ali 5748, #ife B35, LERRK
VARG PRI2 Wt A JL 38 45 DR A M F)3% %€ 25, SNP array Fl % 10 &2 4> #7: iUPD
4y, BRR
16 AL VR FRHT: K 2 ERE R R TR & A, 46, XYCMA: 46, XY. UPD (4) pat. arr  [31]
J5 BRSO E AUk DR SNP 4p16. 2q35. 2(19099-191167888) hmz
24T R RE L 3 0 Bk B R
GV e R =
17 AU BB R (MSUD) , #8542, 725 21 % &tk B4 )L SNP array. 3 %% 4 5 44 (4 /& LOHSanger Il 7. [32]
fiz 3k &% % 3 W PPM1K fii T Gt & M54 BCKDHA.BCKDHB,DBT #l DLD #: F ¥ %
1q22. 1 MR R B W % 4, PPMIK 3% R fF £ c 417 _
2 418del TA 4lif 28745 it i F AL 5%, BE S oK WL Ar
AR
18 AW [ A  chiari WK (1 %) a4 2tk K .46, XXUPD(4) A2 ¥ o I B d [21]
19 SRR HERMEMABAG, & EFF®,  E RA SR ARSI LR CNV 4047 - 2 B A7 76 iU- [33]
T AT REAG P2 4 L TG PD(4) , fe I H

g, 261
AR BFA G A P A e
JEAE AR IR R L TE IR

20 SREAA

13 % 2otk

A .46,X,der(X) t(X;54) (p22. 33;q24)iUPD  [34]
C4) o SR 5 A AT S R 9 A

7 : UPD: uniparental disomy, 3 —{&; CMA: chromosomal microarray analysis, % {4 {& {# [4 %] 43 #7 ; iUPD: uniparental isodisomy, 24 3£
[i] =& ; hUPD: uniparental heterodisom, P 3% 5% —{& ; SNP array: single nucleotide polymorphism array. Ji4%# #R £2 &M F S AR auto-
somal recessive, e 01K Gk 5t {4 ; AD: autosomal dominant, ¥ Y4 @ {4 Pk 18 1% s pat: & RimfL

108 1 S T AR R A o R AT HE— 2B 1 4 ARG
WOEE E UPDMWD) 2 G2 SEULRAMER, ©
B 15 FEE I E UPD) .3 i) S 7= Aig s 451 - H:
oL IE G SEE 51 HA 2 F0UR) A B 2R
ik AMULTE S 5 12 61 Sk L 3 sl s A 1, A 1 6 6
I S 28 B, JHL A 14 2% B0 1S I AR i bR EL 48 st 22 [ SR bR
HAES., 3 HIRIEE UPD) W, 1 1] 77 Ay %
PR K G 2 RV IE SR LAy 2 )k LI IR 2 Y
MYBAE AT . Ah I A 2 ) UPD(4) B3 R W i
UPD FRIE . CHGER 4 417 1 UPD4) f5 i o
A2 f12 B MR IR LA SR Hodh 1 B L

17 J&) B A I oK & B0 5 L (HAE 29 R B T
BN K ZRFE K D, B S TE 30 J4 R A E
W B A AR R A 4 S Y R =
PR B IR 400 - %A EE O 3706 iR LA A B TR
UPD(4) H R BEAT 42 41 i 30 77 A6 o AT 3k TE v B
B2 A5 2 T % UPD X8k 14 bk 3 R 4 5 - 78
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