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(Chorionic villus sampling: CVS)

0| Af0| XY Of ot B gL, SAISHH FHE 4 YrLiCh
Al ZE7FE{QI NS EAES MAIE 3 YL
St

2
At 20| KF et M Z2| H

° EH ﬁE% EI:I_él;II-L‘lEl-
o YEtM O = UM 11Xt 14Xt AFO|Of A AL CL,
o FAZ H|ETHSHHSFO| fe = SHtetL| Y,

Zx3 cvs

ACOG Practice Bulletins—Prenatal Diagnostic Testing for Genetic Disorders. Obstet Gynecol. 2016;127:e108-e122.

L Q4% 0|4 A 238y




A O] &




o FMA OfFo| =X o Fef 2A BlO|, Z[Liete| a2 de = F£FO

JbsELCh
o TR Al FIHHOI RS HAES MAIS £ AULTH
o EfOLZ SEMD QUi AR (REA)0) A K 2{SH EOF MZO| T3t HlAES
TS|t
o YHIHO 2 QA 155 X12t 207K} AFO|Of AA|EHL| C}
o TR Al YA 205K 0|S0 & MAIE 2 A& LT}
YL T U QM2 HIRS BHEY
SEEEE

ACOG Practice Bulletins—Prenatal Diagnostic Testing for Genetic Disorders. Obstet Gynecol. 2016;127:e108-e122.

L Q4% 0|4 A 238y




M| Of &

e

s

P
FHE

=P



M| Of &

e

s

P
FHE

=P



13

90 00

M| Of &

> ¢

D o0

O Z2A|(HXE
EA (EA)

95 00

i
rr




e 21,18,13, X EE= Y 0| 2|o| HAX|t A= &
HI"OIEhTaLIEr
A AH

Ry |

AL O] AH

R |

e NIPTOA 27 & EAHK|

e AL TE2 Ef%ﬂﬂl '—f FLAD 2

oi7]0=

O

O

O

Jones KL, Jone
Philadelphia: Elsev

Ef
Ef
Ef

CCf

0]
A

i

Mr
_I:

OF A Al

or merure <

s MC, del Campo M. Smith’s Recognizable Patterns
ier Saunders; 2013.

A o]

of Human Malformation. 7th ed.

HE 2

E

HE2 028 ~0.78% L
OIX|Of T2t Eap&i Lt

o
TT
AH
~

M7t = A

05 07

LI CF.

B = X )

O =725 H |:| I:I |:|
4 5

00 00 40 oo
000 80 g

I




HuiH| ol o=
o[oiH

or
o
= —
[TT]
Ji
IF
ol

7
<Ko, ™
B0 Rl
Aow_.MMo
Hmm 00
jor <o

58

20
)
3
=T
B0




=
o 5 MK O|d2 Eliof A4S el = JAS UL
o EF GAMK 0|42 R0|= A==l MK Ot At s 2odS 7t
OFZ|7t B O & = RUE LICY.
o £ GMXK| O] &2 Efft oHE - ZXH0|3 o & (confined placental mosaicism:
CPM)= OF7|e 4= USLICE

. CPM KH2LY A% R[SH EfOF AFRS OF7|3te EfEt 7|5 Histel 98
H} St

50| 814 o] MKl S Sery 4 Ut
o DIj2 F313t Q4T 20| g HRE
)

mOI-
4>

o SIYH AT} M S & LT,

e NIPTE A3g|U HAEQIL|CH St &l

23t o] B3 ojtet ZHOIE Lj2l )

Ao ZIE E|AE(0]: OVS E= YHHIHES
o 2136 BOOF BHL|Ct

Mardy A, Wapner RJ. T+ &l Ef8F 2 XHO[F 0t 1 Z40] NIPT Z1te| 2+210f OjX|= E&. Am J Med Genet C Semin
Med Genet. 2016;172(2):118-22.

Kalousek DK, Barrett I. Confined placental mosacsma nd stillbirth. Pediatr Pathol 1994 Jan-Feb;14(1):151-9.
Kalousek DK. & &l Effdt @ X0|F 3t Xt L LS. Pediatr Pathol. 1990;10(1-2):69-77.

M| Of &




60

E{jot 2
xto
o 12

@
(@]
3
=r
B0

g*ﬂ
@iz

HA 2
x}o
s =




o HN 2XI0|2 2 E Ht.'_fl'f EjOF 20| A FAA| 7t EFE =

MZZ7t EXot= 8

oISMMWﬁW%WMQ

o Efut B4 2XO|T HAL
got Futo) Exjsts 29

. EHOiEIfOIﬂ é.%ﬂ'wﬂ FC
EfOFO|| EXYot= B2
o ¥4 NPT Z1E NAIZ
Ol L|C},

A H

Grati FR. J Clin Med. 2014;3(3):809-837.
Van Opstal D, et al. PLoS One. 2016;11(1):e0146794.
Kalousek DK. Pediatr Pathol. 1990;10(1-2):69-77.

4

O| Ao




MM FHO| THE THEY 0| P MK

(Uniparental disomy: UPD)

X AF
oo
Yy
| |
| |
| | 4l
| |
| b2 |
| CFX| M
—L—O
| R
|
|
|
[ | | |
€+ 28 T3 1= 21}

62

|ok
0x
1}®]
o>
1}%]

=
ol
>

=

L Q4% 0|4 M AZ2|Y U HIE g




HEMAE =0 ME THES O|EAMH|

(Uniparental disomy: UPD)

o UPDE S FAN7} 22 £ o 5 2} 3
Ho|H A F 47t BH 5 2
S|

— =
o Efttobd-d ZA0|3 vl 20| =

ek LT,
o ACMGE= Ztol=l HMX|(6,7,11,14,15,20)0f Ci{st UPD HAE S HA L Lt
A4 = CHE =2 JASLICE
o UPDE ZTICHSte{™ 7180l M E
o Yot S22 CHYELICH E7F Z ol E
U 0|2 Of7|& &= /&S LIC
o E7H MR £ &

ciDNA 23 2|d A7 L=
ohdd 20|13 sl RI”0| S7t
Ofofl 2t uPDL| &l = = OF& LTt

1. Kotzot D, Utermann G. Uniparental disomy (UPD) other than 15: phenotypes and bibliography updated.
Am J Med Genet A 2005: 136: 287 — 305.

2. Shaffer LG, Agan N, Goldberg JD et al. £21%d O| G A& of 2tot 0= o|3t M St LS} H| Q|1f RIEHHAE
4. Genet Med 2001: 3: 206 - 211.

w7

A o]



w
(@]
&
=r
B0




w
(@]
&
=r
B0




66

4

C pa DI
~ of
B g
H_._ o
——
[1T]
20 —
- <0
C b D =
C )G B

U
.

)

(50%

0
o
Y
=r
80

o0

.
>4 5
— 00
Hol
|
(M M) . M
' g%
wle
L ot — | L oA AMEH O]

L)
INIE|




o
i O .
= N T - |
H_._ﬁ _Ih_ “_ w me
o7 A ol o=
M g 8 S
K = poon
= W
5o oo o=
LH © S Ml
RO < = &

= = O
WQ O_”_ - L
Ol o/ N = U
o 4o N~ 0
—1 e (@) O__”_ |rH_
10 1ol < © 3
< o/ o ._._.H ol m
S g M 80
U ) N/ NEeY =
O_II_I__I Mu_.__u_HLI ol m @ m B0
T 20T &N
R T
B1E T ot X0 0O
VB T X0 %00
ol K o0 o o & 29
TR BOoE oo
08 g T W
0N M3 © o 1o
o P! IFI0 o o o g



https://ghr.nlm.nih.gov/primer/inheritance.pdf
https://ghr.nlm.nih.gov/primer/inheritance.pdf

68

)

Xt (25%

H &

o0

0| & HEH HO|X| 43,

Hext
|

0|4 ME| HO|X] 23,

o0

.
>3 <
Bandele

7%t (50%)

e o
Sz}

o0

\
L ol MEj HO|X| 2,
L]

Hext
l

0
o
Y
=r
80

0] & el Ho|x] 853,

.

>3 P

Bandele
|

liii'

vl

)

0|4 HEf =Y
(25%

e oy
S}

2
K




m i
W uu|_ ”Dn ﬂ of
B M__ = =4
o o  ak
ok = ol N |4 T
m b ok M -
o Ol RO u i
% om0 O S o
= > < <0
w O L aneo
3 H K- 353 gp I
T od — 10 &3 0 = :
ol o - . T olp — 5
o N = ~o 80 w m.A A m
- o U = ol T 100 ) :
2 =} i n @) L_L £
T 2R D 80 100 i
O_H - -A —_— ~—r L_L _I_I_ um
ol .. K O Tl B0 5 = K :
0 .AO O O._oLl _.AO : =
X nE L5 RS T S - E
- Mo S ) K T B lH T ol : =

I s 5 = = o o E
= O I Olop =~ =% PRt N
= J = 3% nU UlqunW7+o%o_.

J e Vg T T8 ToFQ
08 Okz W2 20 %0 e o
RN i O U 20 WU Z0 f
o= - O o owd & —7 2
T T N s 20 4y Zp
=0 KlI — 2= ol 1N B <03 Py e ee
U WK UF&r T WS mx EE L
ST B m X035 Xool if
20 ROOF Hol © o oo & -

o U Bl 1T i
O (@) O @) mww



https://ghr.nlm.nih.gov/primer/inheritance.pdf
https://ghr.nlm.nih.gov/primer/inheritance.pdf

P IE|

M ‘ M M
> 5 53

M o
U UU‘— QMR
XY X X

O] &+ MEf HO|X| £, O] & AE{f HO|X] 242,
H 2 X} HQXt
| |
| \ |
>< @ >< >< @ >< >< <
X Y X X X Y X X
Ab AEl H Q) O AF AtEH HO|X| 942, O] & MEH HO|X| 242, O] &+ AtEl| HO|X] 2t2,
(25%) HYXl (25%) H| 2] X} (25%) H|H X} (25%)

70

MK 0|4




XaH 88 w2 X GHHN O Edots BEE HE R 2E0| AS L
X GAHNOf HEE E FTEAZE A= S92 0] 0| SEf7F EXL LICHSE
=)
FHel X BMH F o JHoll 7T #0017 /= 82 0] Ol SEf S| EmAtetd
SELc
o 9 Erites ES 0| JH 2l Bf= EX| BA|T 7= R /M| S8 22
_Jlk_ OIAL_||:-
PON=] .
HaAt 082 2dol = ot thsit €2
o O|2fgh Ol SEf7F U= FA Of7|(B R
o Ol2{et O] LEN7F Ble KA+ 27 A} OF7

(B @la)7t B0 E =&0] 25% & LI Ct.

= SHE0| 25% L Ch .
0|2/3t 0|4 MEH7} S (HB 81 Ol B
A

— ‘ : .‘
SEIE ERSIX|IZ Y= KX} OH7| 7} H@' H% H@‘ HB*
Ejo] e =& 0| 25% <l L|LC},

US National Library of Medicine. Your guide to understanding genetic conditions: What are the different ways in which a genetic
condition can be inherited? https://ghr.nlm.nih.gov/primer/inheritance/inheritancepatterns. 2016 52 312 =&t 2016 62 32 AUA A

oHs e oA 04t AH AZald 9 FE 2N



https://ghr.nlm.nih.gov/primer/inheritance/inheritancepatterns

L7 OFHLCf

st

R

Hox BErg of

H

|I5& O

|

i
hil

T

A

14

C} cC
==

b

SHe 4

0| 7}0|E& 9|2 210 9

© 2018 lllumina, Inc. All rights reserved. PUB 1576-2016-031-B KOR QB 6258



