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551 1p36 R 5k it 7= B ) L B9 12 1% 12 i K 3Tk [2] i

MR PRI E, 4K

M R ERICE R TR I e B T RIZE TR IR B8 214002

[ ZE] BW S HIRE R GBS TG 2 A, AR L DR & A LI , A SR A A s 52 R XU DPAG K™= winig
FEALRIE . F73% :  Affymetrix CytoScan 750K Y 4 (&34 4411585 i (chromosomal microarray analysis, CMA) X} 5 f51%& B4 i 7= 4%
EAT R $5 DLECAE 5 (copy number variation, CNV) 234, [RIBFAR$E A6t CNV A BEK/N K @ = % 5 %5 R i A
MR Z R 2, LI 1p36 s il i, 4558 : CMA RIS 3 /R B )L 178 1p36.32p36.31 774E 1.75 Mb {2k , B LA )
B RUAZ I 3BT R CMA G I 2834 WL S8, ARATE AN HE R A BE— D7 2 45 R iz v Beddi A 5 4854 5 i JL 2 R 3 1Y) CMA 25 5843
1p36.13p36.12 XA FFA7E 5.10 Mb i < Fl 1p36.33p36.22 XA AAAE 9.21 Mb J Bedit 2k , P A B 43 WAL T A3 AT Y A WL 6,
28 A A2 5E (fluorescence in situ hybridization , FISH) #REF Ko A 3% A7 55 B2k \HE 52 ol oy (o FEHESE S0, BB &
SR, CMA$RIR G L4 F15 3 BI7E 1p36.33p36.22 F1 1p36.33p36.23 IXHFFEAE 9.28 Mb F17.64 Mb Wil , i JL 4 42 B 5 43 Az 1l
IEH IGILS SCHRHEA i — AT R R IE . 8518 A SCHE R N AN IR HGE T 561 1p36 B AR Zi A IE 5 1R ) 2 15 K B A 2 ke
T AL 2 4 P AR RN 3 BB Al A R . CMA PR LI i LB b v e € A S Gl A A8 5 285 6 W v o A L 4
Bt FISH .CMA S5H AR Bl st il A BRI K R IUE T 28 A B T W U (A8 S R LR DL, %) I ZE P22 B 7 B2 I R

DR PG AT E A (L

[REIA] &R s Qe CURTIESE 5 75 DUBUE 5+ 5 1p36 AR ZR 3 1IE

[RESZES] R714.21
doi: 10.7655/NYDXBNS20190713

I IR 1 15%~25% B 4 Wk & A [ SR ™, Herp
80% M ZEWI = (2 6~12 7)) o Tir= IR IRARZS ,
WG B 5AE REE e NI R
JVR TG G o A S S LD UL 7 i UL A S AL o
50%~60% , H: 1 2 86% 1 YL AR EL H 75, 6% 45
TS | 8% Hritk G AR S HA S . A8
PRI B 3 b T L 2 B 77, HLACRE & 1L SO 25
FEIRFALR |, Y e ARG 431505 A (chromosomal microarray
analysis, CMA) VR —Fi 8 12 WrBoR , AT Al
et P P e G AT S T A 78 S, Sy I O R R
P28 S PP SR R AR 0

1p36 B ZEAAE (1p36 deletion syndrome ) J2
15 e o (AR R AR s A DX BB 2 5 | P S R M9
I3, A2 IR UL IR N e o R R i R R 2R B R 2 —
FEAE T 7 )L B9 & 9 3 4 1/10 000~1/5 000,
1p36 B B YRR 4 Rk B IR 28 B KT
I WAL NUTE T NN 27 b 7 YA NN DA 512N
ki % B S0 S R A O IR BE O UEE B Y g R
[(E£TH] L8 o4 E 2= 1w B (FXK2017)
{5 1E#H (Corresponding author) , E-mail : chen121506@163.com

[XEkARER] A

[XEHS] 1007-4368(2019)07-1006-06

R BB Rl (/N Sk RRTIX T B 1)
WP HTARSE B B MR A ARG LG 2L 58 )/
o VB S A TR L E AR RT B H AR
SE)O S HETRT 1p36 AR S 2R ™ AR GE R A
UL FATTI PR _ LB R T 5 017 A B 2 CMA Rl
4120 1p36 i Ik , 1 1 5¢ 2 B ik W HOR I
FRFAEA DGR WTTEAGE HEA T [P BE 2

1 XN&MFAE

1.1 %

ZEA 1223770, BEATAE BRI 2 K, IR AT B
70 d BHEERER R, 2R T RA TR 2R
TTHE B R E ARG R E )G W= a8
EHITCMA KA, 220 2. 22277 1, R IEZ8 15 ]
(LEfR 13 J8) B B SR IR LAE IR s AN, UL
MaLH 2 AN . BRIBRILSE R & B 5o R ™,
AR B R RIE R B G LGB A Sk fT
CMAKGI . 243 3: 22 172 0, ARUKER 1 IRIENR , 2270 d,
T O a2 ETRBEATIE R AR B K S [F]
BG5BT CMAK A . 204221770, 4K
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UCHEYR , Fr A UL 2 O AL 4R /R T18 AU, 77 247
SRR B 7R =M S, AR 25 1 98 (12 mm) |, k4%
INBE, 2 Jo) Je M B T, RRge Ak, 517, 2210
S AMBERAZ IR ), A 2 7 1, A2 237 8 iR LG
KA BB /)N Sk W T R SAAR 6T/ INGE 22 D S i Uk
7o SR IATE A I B R B T A T o, A
VLRSS, TC e R L
1.2 Fik
12.1 ARA4ZE

HETFARPRBAEHN K EHLE T
TCTA 1Y A= BRER K rh 22 YR DT 25 53k 5 el 248 D
RE R G IV 53
122 2ARAGEERS R BN

K FHTETE QIAGEN 728 w) A= 7 i A 24 HGatn) &
FEUR A G B AL 240 DNA L R 55 [ Affymetrix 23
Al A 2 ) B I 2H CytoScan 750K 58 A, it A RS
HEg# N Er S (copy number variation, CNV ) 84t
1 EARZ F iR 22 4 (single nucleotide polymorphism ,
SNP)HREF, Firf CNV R EFP- 28 a2, X
S DR 25 M A S O RG HH 3R 1K 99% 5 SNP #REHAVE
REA DN JEE PR 20 e 2k L EE A2, IR R A 22 A8 (poly-
ploid) X & & (mosaic) \ 24 & B (loss of hetero-
zygosity, LOH) | B R T E R (uniparental disomy,
UPD) o ™A% iz IR 2% w42 I (0 A v R AR I R AT
CMA 25 - FEARSE R 44 DNA B934 1E 38 alifh
Bl BRIC OB 258 BRI ChAS Bt
FARKA MR BTk AT BUIE o3 B R 5236 1) 4
T B{EA 200 kb PA_ERERI A1 500 kb RL_EHH A
123 FHE GG IR ERZE ST

BB S R A5 ShEUIR L 1.2, 3 F1 4 50
SR M4 5 mL SEAT IR A0S 5%, 16 L 1 ACRHA T
AL (400~450 25787 ), )L 23 Fl 4 A REA T e
II PRI T (550~650 2577 ) , 28 I A Ak BEAN ]
J& L R HI3ER GSL-120 /&y i 4 H s e A R 17
B0 B BEAT A, JF PR e (R AL B AT O
BT, B A% 22013 NS0 35 4% 27 [ P i 44 14
i (ISCN) Mg .
1.2.4 3k 4% 4 & (fluorescence in situ hybridiza-
tion, FISH)

WG L2 F01 3 ARSI ] it 15 57 [ 2 i i) 40 e
W 0.5 mL,Ji% F % Fr s 78 PE BROK, 3R 1S
e AR 1p36.13 DXl 7 il 4% 5 M FISH 441 (RP11-
145C4, = [H Vysis 23 7)) Al 1p36 & HIZH A 4% (1pter,
1p58 Fll 1925, K [F Vysis 24 0] ) A T2458, Uk S e

JEAED WAL (Olympus A ), HAS) FWEL, IFF)
FH CytoVision Version7.3.1 B4 TR 437 -

2 &% B

2.1 BEILEAFF CMA #em 25 5%

5L 1 28 CMA Kl & B 1p36.32p36.31 [X 4F
FE7E 1.75 Mb f e 2, BV arr [ hg19 ] 1p36.32p36.31
(4 466 726~6 223 962)x1 (K 1A) . JiEJL 2 #Y CMA
Ko i 45 58 7R 1p36.13p36.12 X F£ 46 5.10 Mb J
Btk 2, Bl arr [hgl19] 1p36.13p36.12 (17 780 133~
22 887 434)x1 (& 1B) . fii )L 3 ) CMA &5 R 7R
1p36.33p36.22 X HF 77 7E 9.21 Mb 2k , Bl arr[ hg19 ]
1p36.33p36.22 (849 466~10 061 193) x1 ( & 1C)
CMA 45 5 W%, 6 L 4 15 43 BI7E 1p36.33p36.22
1 1p36.33p36.23 X A7 £7-7E 9.28 Mb (chr 1:849 466~
10 134 535) (& 1D) #1 7.64 Mb (chr 1: 849 466~
849 707) ik K MG )L 1 BYACHEEFRA T CMA Bk, 227K
DL o
22 IR FFEERBR SR

L 1 ACREAT B LG (0 AR 22 A B 3 AT R, 43
SR 46, XY F146, XX, ¥R WL 545, G L2 .3 144
BT R o PR R A% B AT, 45 2R 348 46, XY F1I
46, XX, ¥R L IR Brik (EE A T T HE R
A5 (K 2A~F)
2.3 AL FISH A 45 %

)L 2 SCREFAT FISH#R 4T (RP11-145C4) Bk,
S5 IR R IR ZE T AT AR o5 R BE Rk |
EE NS ESH (KI3A B) . [RIEF 2 i FISH
TREF2H (1pter. 1p58 F1 1q25) X JIfi L 3 A £ k4756
E, YR e BB A LA 3R ET7  p Bk | AT ol
Syt EHEAE R (B13C.D),

3 3t i

H A, I R 3 = s AL 2= kil vk e 5 1L 42
1) G- AZ AL AT LA SO LAY FISH SR 98 e
PCR(QF-PCR) . Z 5 fZ KR AT 97 14 (MLPA ) %
PRI LA o AT 5 BT A7 2 7 15 240 Jfd 35k A% 2412
Wi S bRl AHIZ 7 AN RE & B 10 Mb DK
Fr BESE Y, JOTR 0 S B B0 1 14 Y (o (AT e 5 4
(AR SEIEA TR . BEAR , PR A 40 M A 4 e
1%, B R0 M o X WA P L R R A T A M 8 5% | RE R
WK HAES GG W5 3 8000k BRI 4
FISH ., QF-PCR . MLPA 45 HR A I £ AR Jo i 240 M 3%
F%, B PHHAS HH 13.16,18.21.22 X\ Y 45 /04K
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AL LI CMA KI5 S 7R 1p36.32p36.31 XA AFELE 1.75 Mb 2K s B it JL 2 1Y) CMA Z5 4875 1p36.13p36.12 XA A7 7E 5.10 Mb - Bt
Je5C.D: R IL 3 T4 A INZS AR 1p36.33p36.22 XA 4N IAF7E 9.21 Mb 2 (C)F19.28 Mb &4 (D) .
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RP11-145C4(ved) RP11-145C4(red) Ipter(green)/p58(red)/q25(aqua)  Ipter(green)/p58(red)/q25(aqua)

AJ BJ CJ DA
A B:JRIL2 SCEEESNE LS R FISH(RP11-145C4) R ZE 5, R R Bz S B (TR 57 (7 S5 HE; C D2 i L3 ACHE RN L ik

FISH R4 (1pter . 1p58 Fl 125 ) Kl 28 5%, A WYL (o 4 g HE
B3 Ba)LEFESMNE M A FISH &4 R

e RBCH SR, ORI A Y (o AR5 H S 254
AR, AP T FEAR A I e R S 25
Y O RIS F S IRIZ , CMA BB T AR 1%
FAR VAT LR A0, AU AT R G (o AL A%
& AREEARIR K B 2 i B IR SE 2R e o i
SEH IR TT ARSI R H A3 M TC B A s g/
& DL 2 A R B (LOH) L #3565 (UPD)
%o CMA R AL GE R 0 Fr i i T3 1 000
%, TAG H 50~100 kb (48 DR S, BAAREA OB
b TCTE AR SR AR R R R SR

Y (o (A v r X 35 b 52 4% 278 1) DNA 73 4
B, TS OCHE F AL [FE A X TR R AL AR
JE PR 0 R AT Y S PE A B . DNA K
A5 14 S A 0 P L 5 A A o S S R 8
YRR S AL Y AR AN A% NGB S RTE L I
b7 v SR L g i E i SN UE R N R N A YA R
R AR T HE, DT T BO B SR A
K, M R 2B ok imE T G Barikny , o &4
WAV TMELL R BB T HE . 1 S iR
AN R gk, A B JLF e NSt/ N (a4
(21 2280 Y)KEER 645, 4175 3 141 55K 1991 MR
FEPR DA B 22 Gty 90 o 8 X, 24 T A28 8% e
() DNA {5 B, 5350 ZFP N ZEBPRAHIC  1p36 fkt
REFAESR B UL PR 2 (o (A S i IV i o/ A g 2R 5 |
EIZEAE, B BT 1p36.13~1p36.33, Hok A=
A 1/5 000~1/10 000, M2 B E — B HAT LA gl
(R RAFAE , AL AN R RE B A48 I AIC T Bt 3 5
(EHEE A TUIRE I R 9 ) DL A I &
it (LSRR R T 458 (2R O B L0
LS IR S AT R AR 7,

AW GE S G 7R RE A 28 CMA K 35 %
1p36 K Bfllih sk, Horp R A 1, 22 3 72 0, REAEFE BE ik

FE2 U ARWAE R 70 d B BEESTE B W™, Wim o E
2 CMA K4 7878 15 G A 4K 1p36.32p36.31 IX Bt
FETE 175 Mb Jr Br ikt 2% , 9 &% NPHP4 (607215) |
KCNAB2(601142) ,CHD5(610771) 4§ 4 1~ OMIM %
, NPHP4 JE K] 58745 55 1 G R Fabiast % 1 T FE
J#% (nephronophthisis 4) #H ¢ , Ifi IR 38 B A0 45 2 KGR
o B MRA Y 2 IRE A, HETHEE
RAEW ™, R HAE S R BERIR , 2R i —
AT FIAZ T A L CMA A, 41K WL S, DR
S I Tl o S (A iR R L | =
1p36.32p36.31 X 47 1.75 Mb V. &k 33 7K ~F B 2% | 1
CMA BIHA AR R BR M, A REAS I =P #57: CNV, TG
AR P A A RS R ZEXUT A1 & 1A% 24 3 A
1 CMA AN A DL S (AT ek HR R R 2 — 7 i
1p36.32p36.31 X4 i A Jy (i B9 470 3, 7 Z 54T
FISH B EH N, 2% )5 , A TR dait— Pk,
TGN e FE PRI P XU 61 T A ROTEA
K222 1, KRR YRIT 2815 JH i) B 2
AL YCI R AN, WK 2L SR 5
FEHEAT CMA R, 455 5 7R iR ) LTE 1p36.13p36.12
X BAFTE 5.10 Mb 2R, N ECE1(600423) \HSPG2
(142461) .CDC42(116952) \WNT4(603490) 45 36 />
OMIM [, 3% H Befvi T 1p36 itk 25 45 R [X
PR, I R R ARG8T 25 S 8 I (X1 P45 2R A
22 NP K JRARAERIERR I 2 R RIRREE Y
REIRG B RE", FHER)L1p36.13p36.12
TR R R IR B AL AR 2, IR ZE XUy #E— AT
AT EAZ I AT RN FISH RGN, JHe b i 2 B A 43 My
25 LR DL SR H B0 ) P FISH #R%F (RP11-145C4) K
WS 7R, R 32T B AR AR 7 o5 DX I A7 A B
K EE WG RE . R A, W iR L
1p36.13p36.12 {2 1 Ry Ak S8, RZEWUT F —



-1010- [ S N

39555 7
20194F7 A

UL YRAST , P2 AU ARAIG

RER3, 1770, RRUEYR, 470 d, TTHR OB
ZE W 9B CMA K I 25 R B OR L R L
1p36.33p36.22 X HF FE1E 9.21 Mb k% , N7 GABRD
(137163) .PRDM16(605557) . SKI (164780) %% 95 />
OMIM [, 3% A B B 1p36 B4 2545 iR X

5L 3 ARy P T i o BT e AT A5 R I S8

2252 1 FISH 354 (1pter, 1p58 T 1q25) K oK,
KR ILEFA VAL BREH A e T s
S . LRI UL, FRFERT #9E 1p36.33p36.22
Bom A Gy s RS G L 3 5 192 Bk
IR A S FRZEFRAE B R AR A o

KARA,L 1770, IR L 22 00 1l 2 i A 3 s
18 = ARy JRUSS: , 22 24 Jel i 75 4 /s — SRR T , ul fi
FIGVE (12 mm) , Jk4s AFEIM, 2 Ji I P Bt 7 , e 75
FER A DA , 517 AR T CMA R, 45 SR 52 m i
JLTE 1p36.33p36.22 X 47 f£ 7F 9.28 Mb it 2% , N &
GABRD (137163) ,PRDM16(605557) .SKI(164780)
SE96 1> OMIM SE[H iz b BEb I 1p36 il e 25 G 1k g
g DX 38, iR LA BEAT i 41 PRAZ AL 43 B B ik, oK D S+
W GG, IR — 4T FISH KAIE

KER S HIMEFAS RN E], 42277 1,74 237 4,
T MR LAEAT e KA O WESR G /N Sk BRI A
INGEZ R E , CMA A & B JG JLAE 1p36.33p36.23
Xl 77 7 7.64 Mb | Br il 2k | 5 J SKI1(164780) .
CAMTAT1(611501) % 73 4~ OMIM A | iz k- B ol &
H1p36 R LEAAE, BE P RIK FB% WK
KT e KRR S s S 55 . SRR AT
T AT HER R AT | AR ARG I 25 R P e S 1 i Bk
— 25 AT FISH A, {0 5% 22 X007 #4148 4 itk — 20 4
2, JoTEA RO TR AU

1p36 BAR LA R VS S 4 Fh A 1y Y (o A
HE : BAZi P AR A (67.2% ) ASSEATIE S S AT AR e
A (16.4% ) Boali rf (Al 2k (9.7 % ) Fi 52 4 55 HE
(6.7%)" . W TREEK R BRI EAR, A
AL Er 1 JE R A RS AN T] AN ] B 35 R
FERAT R 237 AR R A ast AR 000 , BRR AR AN [ ) 2
PSREIRTRYS IVANGIE - S R R R T 2 e VS N
T foff 6 I PR 3 70 S AR 22 et F AR
1p36 XA A 5142 5 1p36 B e L35 A 3 M RLE
RABC EZEIL N, HRTAFFR I, 7T 1p36.3 X
7 B9 KCNAB2 F1 GABRD 2[R 2 450 i 18 L [A] , 3
WA R 9 Bl 2 2 T SO PR 3R () BRI N
T 51 A £ B R . PRKCZ JE R 4% 1)

e L0 B (1 I C (PKCO) , Xl i Wt /5 54 51
TS A A R AL IS PR N A
AR S MR AL K R B RO LTI RRSE . MMP23 3
PR 23R 7K -5 X T TP A A DG 12 5 PR 338 LA ) o
A2 T BT X1 OCHT TR | i B 3RIA I 2 3 3L
i gE LA . HRTIE 9 S 2 A T 1p36.33 X 1Y
SKIFEH , 1% HE PR — P i 11 200 B A B s S 1A
AR N T RE S S EOK R KT 2
SR EIRGE DN JEAEEE A ARmIEE

H A 25 v 1p36 Bhak L A1 (i E AT
TIRAMEFE , Battaglia 55 ) FH Y% £ R 42 78 4347 A
FISH X} 60 f4i] 1p36 i 2k £5 G Ak £ 5 I B IE s, X
SR B LT IRS OB F IR —FE JRIR
fE T A B S JE R KA PRI T 6
g/ e, AR R A 4G e R MO RS G (71%) |
/NS B TE (65% )« NI 25 B2 (50% ) . X1 17] I 4]
(77%) HFRIIE (40% ) | HR B /A5 5% (52% )
Z MR (28%) HBEETIE (41% ) | A1 FE 745 W
(25% ) . ' W W5 2 (229% ) . v HX i 22 &R 40 S 0
(88% ) I (44% ) WL5K F198R (95% ) A7 0 5%
(47% ) . Shimada 25 | F§ CMA #1 FISH % 50 1]
1p36 FRZEGAR B E 5T KB , Jas Z Ak i B
HIFNR N E IR REE - 38 101 (76% ) Ay B4l A i ke
KA 3Bl G ) , ANk 2 6 74 (14%) (]
B 5 61(109%) o PR B FERICI AT 2 B, B
S VR T BRI PR A3 B e T 1p36 XA 1Y
1.8~2.1 f11.8~2.2 Mb X3k, #2K 7 BeR T 6.2 Mb Y
BEEE iz dhRe )], R E ML R B G
A O T IE K 6.2 Mb AL i KCNAB2 Al CHDS &
PN R | B O AT oY PR = 95 o NI 17
FFa e 1 5 L PR R G 3R AN BH A, {H PRDM 16 . PRKCZ
I RERE 3 K ] BB & IS ARE A e 3 P

HEIOCT 1p36 R L G IE M P AT IZ T A
17 4212 o = 12 m PRER A R EEAR TP FE i & &
S sl R R B, G P O A & 1 e AT 8 B i FRUK
415 IDFRIRAAR K S 48 /N R R 2 481 L /DN G
FY K 1], LA 8 1 LA [B) Bt | Dr [ B sl oA
FROIEE T T . WS F BERADRE , 561
Ry BLAE R S it R Y, 12 (9437 A Y A 1p36 SR AL
ARSCHE IR T 5 0185 2 1p36 ik 2 i)« i =i~
FRIEREAS b 2 46 1p36 HhrlalB sk i L 1
2 L AR DL SR SR IR 2 B R
TR AL R SN, 5 1p36 R 27 A 1E
IR AR A B 5 A5 5 3018 1p36 R Ik K : ik
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JL324270 d, TGO IR, T RES 1p36 Tk 5.0 Mk
REM, SECLRAIRE, i) L4 P ik 2 3
P ORI K NEE N, 5 1p36 TRt X iz 1)
O E R PR 4 R G R E S A, BRILS R B
ODE B AR 1) 2 & 25 Y, 5 2081 1p36
R ZEAAERERA AT o F LRI, 15 Y i s i
RSt/ dir X3 e A G e R HE, HL R AR R4
2 RWFFE S BIREAS Tl B2 T 1p36 Hr ] ke gk Fok
Uiy R PR AR AR 2

ZE LA ARSCH URARGE T 561 1p36 S5 i
™, A4 2 48] v [ ke 2 A 3 48] B R g i 2
1p36 B2 25 A AiF (14 78 T MR K, o] BB 4 DL A A
A AE AR AT S 308 R s R R . CMA
BT R G N s o R e e 4, vl &
PR FEAS v B B M e (8 1A R TS M A L 25
B ST G- A B 53 (FISH . CMA S5 R 1Y
Pt P A B R R UE T 58, A B T I
et AR TR IR B AL X RFE IR AE BT
P& RS PG A= B2 Wi T 2l e A AN
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