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— OREEE - M EMHON . *X+2 : Morris § (2003), Hook § (1981)
* FH SMF 01 :

2y 2 - 0S9S - IES 552,

*.’_OIE 10 47 XXY, 47 XYY, 45 X2t
* CI2 44T 90IE RE SN 0148 B3t
s . (47 XXXE H2l)
° ;("l‘ 25 30 35 40 a5 49
QMR Lt0]
nl A
5. HZ& 02
LEE AE2 EHOF W X7|0fl EfOtS] =Lt HE THE= AIZE0| HGH
ESIX| LOtM M7|= Oles Lotm LA Hiz= 1/1,0000|H ‘='iI0h HE
0l2Z(spina bifida) S0| UZLICE 0L ALl T 37HRE UL 12F AT
9_| |-A17<]E )k|71_|_|- 7E4_$9_| HE= ELLEP0| 7?_).\_E|_||:_]- AMRIEE I:IH:H Ogl— QlA|

4
15-20F ALOJOi| 2R SHOfA MAL AE MHEAAZH Y LTEfOHH
AN EE P, M ZSMPAIZ ME ZES =RI5I0{0F UL m2tA
SEUSZUHO|LY E{OF DNA MEHAIS MW 2R00= F712 NE@ 22
MEHARZL HQEILC.
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IA115-22F): ﬂc’*kf(;‘%"’dkf) — 1, 2%t BAH A SEECR
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7. EHOF DNA MEAALZ?

NIPT(Non-Invasive Prenatal Testing, cf~-DNA screening)2t = SHH &
O HoMS R F[510, QLIS Sl LH2| AZO| EJOF DNAL| YA R10| EE=
RI0|E Mat #ut Hlw 2Mot0] CH2 - |EYE - TIEIR 32 st &
GAF|Q| =X 0|42 TS L0t = HA

ol

5 1042 AEHD IS} EfOF B0 O
10T Ak
H2IA B3 52 HEE (12 532 2582 99%)

o Znt: NolET, Melge, HEsviz 2

J

g
gt
03‘.'
l?.. II

= #ptLE s 40| Yooz

MIEA| HEia SRIS I8 AIAH RIT ZAHS 2SR, o4 HR2)]

- FQIBHT 27 01| SR 01} TH5AIS 2HTIG| HRIZ - 81
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Topic Review | AHola}

cf-DNA screening(NIPT)
Ejof HMx| AL A1t SLX| A| FHEEH

|stthstm SEApER Aoln | WA Z0jM

1. M2

Cell-free DNA screening(NIPT : Non Invasive Prenatal test)= A5 S48
0] EHU= --DNA(cell-free fetal DNA)E 0|50 common trisomy(21,18,
13), WM X 0| 40f Cist ATTE Et0I5H= EfOF S| MHAARULICE
UL =710 ZE ULEE= LIO[QF A0 ZHSY MEZARR NIPTO| CHSE
S HSE MEHSE > QISLICE

NIPTS| YM0IEZ(PPV : positive predictive value)= LIO|0f| [2t C=X|2t
Hr™o= AHEl common trisomy0i| LS PPV= of 46-84%RULICE & S
ZALA| Y11} 21SH0| ZRSHA FLICH NIPTRE A EEH FITH AL Ao
SUR| AZ0] QLS I 0|01 CHaH HHE -~ AO{OF FHLICE,

2. NIPT2t A ASH ZIT ZAF 2 S x| Al HY

1) Placental mosaicism (E{tt 2X}0|A|S)

S 1) 384, 24 155, NIPT A Trisomy 1301 TIHZ, Y4HKIE St
A ZTH 46, XX 212 . QN HMEI|A A23 DX SR ZTHE 46, XS,

[T 1] EX0JAIE SR TE

LA, 2124

0|25t 22 7Hh HX| MZI5H HOtof g 242!
SR Efjft ZXO|AFO0] FZELICE C
DNAE EA| YH0j =25t U= cytotro-
phoblastOflAd R2HE DNA XS &

Z B DNA 222 2445k= 201X
EjOre] 42 OFELIC LR RS EEX
QAEO| 1-2%= Bt EXOJAIES 7HX|LL

U7 W20 e 2Pt LhE 2= UF UL

!

%
]
=
o

=

2) Vanishing Twin

Vanishing twinO| QUCHH T2 Q15 2Fe0] A 4= QUELICH Z=7|0f| R4kl EfO
OlA] LtR= f-DNAZt AH0FQU= EHOFR| NIPT Z1t0| F2 & 4= USLICH o
TR E El4 23 2= 8F T G2 01 4 AUCH BHLICH M2k van
ishing twin 22| Y4 /2154 Z1tol| CHaH AHEI T HARE KILSHOFISLICE

3) Maternal copy number variation (CNV)
CHEE2| f-DNAZ EAOIA St M2t 500kb OF&2| ZX|S] CNV7ZE
AS Al ALY, ASH Zat L2

& AsHCHL 28 20iM E= At

[38 2] ZHQ| CNVO| M2 UY, 218d
(NEJM, 2015)

2O TH CNVZH QI QNROINE |, o e
. . No CNV/
diploidy EHO= 4 Zup7t LR S
a ; OIO 7:‘0 . . No CNV ! rue Positive
X|2HER CNVZL U B2 dlplOIdy oy S i, Il ot posiive
laternal Duplication
EHOI2HE /240 trisomy EHORZLE e T — J—

YOI L= 5= ABLIL

No. of Reads Contributed

4) Maternal chromosome abnormality

-

S 1) 38M), 241 125, NIPT ZARY Triplet X0l 1 9I3l=, Q==FA}
246, XX = E. ZH FAR| Zih= 47, XXX,

i

E3
S

=

SR

o

XS 220 X 2R L BI-LXO! 0] SfshMe kol LU &
QUBLICH E5] EMH 5 0|AOZ LIR2 AL 8.56%0M ZH|Q| FAX|
0[J0] U= A2 LPAM USLICE [M2A NIPTOIA SFAH| 5 0]0] Li2
B ZH| FAF AME Lol =+ ASHCL

5) Maternal medical condition

QULEOfA AT 20| QY= R0 SYX| 27} LEZ 2= USLICE NIPTOIA
multiple aneuploidyZt LE2 22 19%0IM &74M Q= 20| YAHEAOH £0|
TH0|2F 80%, AL 50% EHAO|A] NIPT ZAIS SIS [ 04 Zut7t &olg|
ASLICE Ol= LMIZOIN R2E f~DNAZ Qlst At Z{oZ MZIEL|CH
I2EA NIPT & multiple aneuploidyZt L2 B2 F71X21 AAE 2foH fHEH
0| 7ksSt Atk HZ2|0|M referS SEAOF BILICE,

3. 28

NIPTOIIM Of&} A74g HO|HLE S| Azig HY mf ZAL| Cist performance
£ SIXI0j|A| CHA| M5, co-twin demise?] T47{2, 429 medical condition
S review SHOF SFH RS A TITH ZALLE 2X| SMA HAE D26 = 5
USLICE 0] 2= HAA 4 A740] HO|H == EHOI7t Hab HES Sh=X
ZSOIE 21010] HGHH, A F0i| SMA| ZAIE 7S 2 4t 5 FAA|

NEEC R P

[3Z 3] NIPT Z2tof 2 clinical workflow (Clinical Genetics 2016)
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Case Hz ot HE=
Genome-wide Cell-free DNA screening

Cell free DNA test= E{OFQ| GAR| 0|2 ME(screening) Sh= A= A0}
o &0 QU= EfBIOZEE 7(QISt DNA ZZts SEA|7 HAlols Wo=
UM 10FEH 7HsEILCH NGSS| U2 iE HE ME 24 (massively
parallel sequencing)0| 7tSaHX|HA IO} o S5t GMF| 0]
(common aneuploidy) & OfL|2} D|M[ZA! O|M| S, T QTR O AE FITHs
2 QA E|USLICE 7|20 EEQ! AARl 829t 2=ZAHamnio-
centesis)E SHATH LS 2~ UAH EHOFS] DNA HHE HIEESE HAHnonin-
vasive test) 2 7ts6iE ALICH 2L AHEO 2 confined placental
mosaicismdt Z2 LN, F2 Efor EE(lower fetal fraction)HMt 22
S, AA Ali(no cal)7t 47| THE0i| Latof & ME5HOF FILICE h2tA
pretest counseling 2 posttest counseling0| ZLELICH,

o

g
=3
=
=

Cell free DNA test= diagnostic test?} OfL|1L screening test@ILIC}. M2kA
Cell free DNA test7t 7HXl= SHAIS 211 QUO{0F BHLICH 2 HSPHE A OIS,
=4 HSEE YT A0{0F SHH LA AZ40| LIRS [ T ZAKSZD ZAL
QU= ZADE ABYSHOF SHLICE At o LI0|7} TOFEF A EMA| M AMA|(@u-
tosomal trisomy)7t S7FSHCH SHHEHE AT} 7HK = YIRELE LIOI2E 2EA|2H0]
= AZOA A ZALOl| CHSHLIEO| KIS =|0{0F otH, 4| 22 AHintegrat-
ed test)2} cell free DNA screeningg SAI0| A|&iok= 22 HEEX| AELIC

Case 1) 38M| = At 3T AIEE AE2 A, M 12F 4200 AR5t cell free
DNA(NIPT) ZAOIA trisomy 21014 ST Lo Qb= ZAL A3, A= Z4AL A1t
trisomy 21 Lt=.

Trisomy 21(CHe B35 71 S5t AHMA| trisomy 2 A2 LI0|7H S71Eto)| mat
BIIUCL FY IS, & AARES [ F0] L2 AR S0i| AH|Z trisomy 21¢!
A= MBI 20M L T 38~80%, 40A| Y e 91~99%RILICE, LIO|7F40M(Q!
A2 7} cell free DNAOIA 240 LIITHH, IF 0| 91~99%+= trisomy 21 LT

Case 2) 41M| = MZ, Al AESE LA, A2 12F 4200 A5t cell free DNA
test ZAIA trisomy 1804 TRIEE LI Qb4 ZAL A3, Q4= ZAL Z1 trisomy
18 LI3.

Case 3) 38M| = At Xt QA QA A&t cell free DNA test
ZAOIIA trisomy 1301 M BT LIQ 4> ZAF AR, L= ZAL Zup Ha Ls,

Trisomy 18(Edward Z&3), Trisomy 13(Patau S&7)2 S5t A SMF|2} 5
2te O2 33 TEDE SYE0| IS YY tSks SYE A7 Q7|
ME0| RHE0| X2 A= L HSEE HOTLICE cell free DNA test ZANIM
AM0| LIS M true fetal aneuploidy®= XIT confined placental mosaicism
7FsM0] UELICE E3] trisomy 132 trisomy 21, 18& Lt confined placentalmos
aicismO| 27| HZ0i| 822 ZALECH= U4 ZAEEH & &ILICH ESttrisomy 18,
132 major structural anomalies& &ftot= 227t HELICH ZSOHYOA
enlarged NTLt anomaly”} 74 H 2l ZAKdiagnostic test)E Al2sHOF SfLICH

Trisomy 21 Trisomy 18 Trisomy 13

10 weeks PPV 2“trimester 10weeks PPV  2™trimester 10weeks PPV 2 trimester
Age 20  1:804 38~80% 1:1250 1:1993  11~41% 1:5000 1:6347 5~13% 1:10000
Age35 1:187 73~95% 1:294 1:465 34~75% 11111 1:1481  17~40% 1:2500
Age40 1:51 91~99% 1:86 1:126 66~92% 1:333 1:401 43~71% 1:714

Rose, NC et al, ACOG, 2020

Case 4) 32| = A7} 1A 135 220]| A2t cell free DNA test ZALIA mono
somy XOIA SSE 0| LIt Al U4 ZHAIM mos 45, X[11]/46, XX[9]
LI, 25t counseling £ 41 383 5201 Mg H7H=Z 3200g, 0{0F 2E,

HEMF 0]rde Yil B RX|== BR7H HO L0t Soil= HEMA| 0=t
QHEE0| =/ 1 =1 AUSH, 5t confined placental mosaicismO| A
O] HC BHOMM IUH0] 1, 2 IZE0| FELICE Cell free DNA testOilA]
monosomy X& ¥4 015E0] 29.5% HE 2 2 HO0|Z2 &7 ZAPL Eesty,
SEA AAMECH= L AAZE MBEILICH 29| caseXE Mosaic monosomy X&
3,300E 18 M LIEHIH ZXI0|AIE Heof [ HA4 UES H0l= 42 A
e F2Z0| LI &= JUFLICH

Case 5) 31M = 27} genome wide cell free DNA test A|3l5t0{ 15q11~g13
duplication®] Znt HQ!l. 4= ZHALZ karyotypet CMA Al3l, 4= AAIHIA karyo
type 46 FAF LIIT, CMAOIAE 15013 £2I0I1A 446 kilobase2| duplication
ZHEZ|RAOLY likely benign CNVE A RX|5H0] 141 393 5210] Xjel 2ato=
O}F, 2915g &4t

Kohknun o
KManmnus Iﬂ:

68 ok 4 4 15w
5OME as s .

karytype2 5MB 0[3}2] O|A| ZAO0[L} DM =2 E5H|7t 0{E 7| TZ0| 5MB
0[5t2] OJM| Z&0[Lt O|M| 50| QU= BR0l= 22| caseXH karyotypeOilM Fe
AAE HY 2 QUSLILCH 713 S5t 0M| ZHEE 22g11.2 microdeletion2 2
FEE2 10008 18 H=LICH HH0i| w2t 2 X017t GoIM F2 0142 2=
MR OlrgEL REEO| =2 = ASUCHL SMIX| OM ZHES ZESH cell
free DNA screening2 21|11 UX| ¢X|2t cell Free DNA screeningS S3af| O|A|
ZAHO0| YA UCHH karyotypeBt 71X| 11 014 A74E W74 4~ Q17| 20 00|22
0f2{|0]Z 0|85t0d &Tl HAE Sh= 20| HRELICH

0|ACZ casel 2 cell free DNA counseling0 2t ATHEUSLICE. cell
free DNA test= screening test2 44 2740 LISHS [ EHEI HARF HQok,
OJM| ZAS 35 genome wide cell free DNAE EIIE|TT UX| 2X|2FH A
2A740] LIRS [ OIO|Z20{2(|0] 8 ZLEtsH 271 A HQBILICL @A

=
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XIZo|2|3x} XIS B

o TZ2Z|MLt AZM XIF Al =TI ofjof

S X
=5

M 2R FUE(SY (D, 2B XIF Al &

IS §E 012 : 031-780-5168, 5164
= 22 2|SMIE : 031-780-5840(A121), 3939(A 0}

X Z2R|MLE AAMTL GlE B2

SXIAR / 2MSY

X2 Y i 2T e S

Ol=' 21 20 2|7510f Q|2|2A ] T=
BHIX} 8 Mol

o|2|atxte| Tz HHMS S2A LY

23S oo} X3 X Al
S BEREE) S| MBS B 2208 Tts
502 427} 20| HREENE SO/ 8 WolFA | HIELICY,

S10| 2 MIE] 01 (1577-4488)
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2' EHHE Elg [202144 38 124 &ixi] Ro|TSiTEkE HORI 14

-'E-'g fg'?:-l(._‘_nl_l') A ZSTYESZ2|URZ | e QMENIE | @ olNERZIE | b HRME/SSME/|GEzZ |l 3
oiE 2 A 2 3 HEEo I oA e o 2 3
AEE |22 2 BINSOHEISH A nsi0r ANY |2 YA e RS
R TEV PSS PINSORRISH A /AR SRS DSt d a NS SHA/2/E1F) It T P L 2
Zolxy &4 &= BSOS AR AIREE S TSt ol 4 st Y= =L T e
NHEE|=/FEE | BSOS O O\ TS AT T 2o | SR a2 A A RN MEFTR)
S| 2/FE1T) 2 BSOS R SIS T Ol A — HERIETS ES AT TSI K8 AR AANTION S )
LAY | 2/AVECN | Yt wpspensmorsenuzmezdn) RN 2B | ) 2 SO a AR S A SRS R (e =l
ANE | 2/E(R) a2/2 RSTAISHEAS OIS T30t UES Yb)=(s) ECYECY HEAIBH S HEME/SSME)
LN YaELS) =/ S OIS M T 03 A st | 24 PR A AT
ZHE | 2/E6%) sk BSOS AR SIS ATt siof stas w22 & 2=0[l/AT|olnhnlM4S
MUE|  BHQ2131~201531) | ARH/DEyARESTY RTINS} Y 42 =128 THQ T )
Z8S | gsy2/a/E13) 5t L2/ AN - A olag ~my2 AOES/EHEY Mo Zal)
US| Y/FECT) HA)a/= U/t o B (Aol M) BESEER B M 2 | sy= 2/2 Ik Ve aee N
2ES H=E15T) Y= S2H |/ /L AR OB 2 | A(4)/BHIEUTNS) | SH)H4) HE(SREME/SSNE)
&8 M|4/EGST) 2 LS /2AR Bt/ st [t 2o 3 | 2A/EET) s/ EL
ad a2 L2/t /L ZhAL IS e | E0%) = Zp/EE
USS YaLEE |+ TR AR/ A0 |AAE! 2e 5 | E01%) % sy
LEE 2/2/E13%) | gh K AR/ A0 |AAE! ol | sa/e/3/E(R) B/ala H3io[n} 23 2l oAt
PSS Y= TP ARIGYAILE FBHE MO X /2 QY PRIt
oo & | 0% TP ARICY/AIS EIshE A0 AN HEEAETES S SO LR
Hellg 242 = TP ARI/AILEE FIshE M0 AN ZEZ | 2r2/E0) g ERI
0|25 | Hd)4(4)/2(s) & T8 R LER O | 35 27 0MAE 1) Y- 3PS % SN LB et
18 = oty Azl TsyeEaolag SR 2 8 | /3505 =128 OIS/ EY/ES
a2 TR AE/AIS T EA 0N AME | s/2/E6T) a3 QLA TR A
*E 8 K AVEH/AILEE RSHEM/O|AAE! BHOIE | A(&)/BHVERT) () ATIAT/RAONER/E R IR( A R S5
SN AEERT) Y 2o mIsl S0 or bl | 3t a2z HECIAS/HAIE 9 RO/ AEZOL

Erzlna 21 = & s=/3 U LR/ EHY L 812194 (2020,11.6 ~ 2022.5,6)

WEEIEE Loz mney FREAEPN T OO AT/t [
4= |42 % B0jE|ARSH AHH |sy42 g DISABY/aHANEY D et ADIg S|

371 H | Q/al2/E1347) &Y= B0jEjARE Asiol  EEYAETEVE(ES) 23t 0|84/ Qua/E AR 2(ADISSE])
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e x| Y/eny) aH= IO/ () utol | B/2/F/E(1234%) BakA/2E | Aol Ts Y oy
2o B SHA)/2/EET) 4 IR /eE5/MASS(ATR IR 32|H) CEEIERS = ANIRIOIAQRASE ZA MOPRIEHIE A faipi L
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