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nNaNeIN15A1U (Down syndrome) 1lulsan
Wugnssufiiinainauiiaunivessiuiy
Tastuloniinuldussiigalulan fUionguennis
anfidnuazoimsmenainuazeinisuansi
Tnne WU Tanwazlundinay Asweuuy
PLBeTu AU Ausindusenin nédudleseu
thnden Seduuaznin fduaeiionnns v
wifleuagiintvesiiushegrnatu Wusdu dnwas
wiufe Ssvsuaiiyaininiall wlafinisud
muta PufuauRaUn@luszuuaeg Tuseniey
i szuulaiin N1slagu N1sUoIl SEUUTNGLAY
9115 Avila ssuumaiiumela ssuusieulsvie
Dusu*? msnnauenisnmiidewestasunisaua
oehdlnddadauduanin fanssnymenuiane
ARaUndly waznisnszduiaunnig goAnisal
n1sanIsnngueIn1salnulaUsEan 1
Tu 800 819 1 Tu 1,000 ¥8INISALSNLAALTN
TuuszwelneiivininlriazUssana 800,000 A
wnlifinisauaukasdesiu Ussununisladn
gnumsnnguensatnslniiiudulas
Uszuay 800 - 1,000 Au®?

auUnffilastaleu 23 A vio 46 wvia (Al 1)
Turnigiinguoinsndiinananuiaunives
Taslulwugdl 21 usnvislaslulouniefioans
du awvmiinuosiigade nsillasluluugi 21
Auan 1 widunnivadvessanie duinainnis
wUsAIRAUNG (Nondisjunction) ANuRAUARLUU
300 Trisomy 21 wudewaz 95 veengueINs
ariianue (amil 2) anngsesasuFunin

Robertsonian translocation Aan1sildiuves
Taslulowil 21 AunInnsedeudneluidoudn
fulastalsamiindiu Acrocentric chromosome
Fasfudulaslulondl 14 wuld¥esay 4 vesngy
9ISV (ndt 3) duansinylites
fignfio NIy Mosaicism GeUneiilaslaley 2
wuu luauiieniu (2 Cell lines) urugadd
lastulauuni 46 wis wasurseaadlasiuleiie
Unf 47 us arwfinUnfazannudetentuiy
daduvesvaanilaslilusiinundlusisne wu
$oray 1 YoINgUaININIIVAVLA UBNIINEEN
Jawwnuu Partial trisomy 21 fAanisillastulay
Al 21 iuaissunsdnlilavisaslulon Tae
duredaslulanfiAuiniuituiifedestundu
9111597121 (Down Syndrome Critical Region or
DSCR) yawaging msfiaunduuuinuldliosnn
fadungueinisanidiinsalasluleulngds
1ATgIUREIHaUNR Fefudndnvaznneadiin
wilaunguain1snid wrdnuiulastuleuuni

v [

2/ A U aq
neensIdudulngisoniugenans (Molecular
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genetics)”

Cell

Nucleus

Mucleotide
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AW 1 wandlasluTauun® $1uau 46 uris lumeene (46, XY)
(ﬁm’] - http://easyheredity.blogspot.com/2015/02/chromosome-dna-dna-2-centromere.html)
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AWl 2 wansanuinunAvedlastulengd 21 wuu Trisomy 21
(fisn - https://www.sciencephoto.com/media/266718/view)

AR
Wofen oo
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AWl 3 uansanuiaunAvedlasiulengdl 21 WUy Robertsonian translocation
iz%’hﬂiﬂﬂﬂ‘nmﬁjﬁ 14 uaw 21 (i : http/neoreviews.aappublications.org/content/13/1/e30)*
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ag19lsfarunisnnqueinisaniddiulng
Uszanuiosay 75-80 WHANUYIAIATIATDNY

9
1

fount 35 T iomnmieiinssdsiunuaneg
lutnsengll dvflerdianudssioslunisiinian
TunssAlunguernisnnind uazunmdliliuuzid
Tindasanssfnguiidnfunisnsanitdadenou
paon (esnAnudsslunaiinnnzunsndeu
Mnmazeiisgadiefieutunnudee
nsfivieianssdazimanluassfidungueinis
ﬂ,nﬂ(aé)

M13199 1 ANLEBINTSIAAMIINNaLINIAIAzITuAUTUS U v M aanssA”

b2
Qo

1gnensAsin M)  anudssnisfianisn  ogndgnenssd @)  Anudsnisiiansn

NgNaIN1IANIY
20 1:1667
21 1:1667
22 1:1429
23 1:1429
24 1:2550
25 1:2550
26 1:1176
27 1:1111
28 1:1053
29 1:1000
30 1:952
31 1:909
32 1:769
33 1:602
34 1:485

NgNeIN13A1IY
35 1:378
36 1:289
37 1:224
38 1:173
39 1:136
40 1:106
41 1:82
ap 1:63
43 1:49
44 1:38
a5 1:30
a6 1:23
a7 1:18
48 1:14
49 1:11
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Jagduiiamnuinminveunaluladnisnsia
yraviosUfoRnis vildansodnnsemdaisngss
Tuynerginselaaziinuidssgasianisiinen
Tuassdidungueinisnin euugiiliidniy
nsnsIvitadunounaensaly

N13ATIINNBIUHUANT
MsaTIIMasUiRntg 3 2 sedu deil

1. N13M9219ARNNTDY (Screening test) i
faqusrasdndniienisdestuuazanlenia
N15AANITNNAUBINITANIUAIENITA UM

o
a v s

mgqmmammmqﬁﬁmmL?ﬁ'mgmammzﬁw
TSuns3dadunounann Midliieazanniie
WNSNFDUINNAITATIVINIRUN BUAADALU
wianenssAfamds i aruisavinle
wilulasunad 1 uaylnsunadl 2 vesnnsaensss

2. N13RTI9719dun auAaen (Prenatal
diagnosis : PND) tun1snsaiasizsilasiule

YBINISNIUATIANNANITHSIVAANTDINUIN

AFIVAANTDY

fianuidesgs (Mnil 4) Fesednmsiiusieds
yoamisnluassa o1 udieg1991nn1s
fndudosn fogmnmaasihed vieden
31NN ABaERaveInITnluATIa
mafiusheeheamsnluassivia 3 35 unndaseh
feausziaseda Ingldaduidssninuige
Tunstthiaude
WesUuanIsnianasuungdunuimdiAey
lun1satuauuazdesiungueinisniiy
nasdununesiosu foRnsmndunoudaud
AuddraAy yaansfiisadesd e o
wihfishennusysingss Tasangaumumdninms
LazaenAa I UT AT NUAR TUANAINANY
UINTFIUAINA 1SO 15189 WIM5FIUIUMNATIA
NSWNng neNnsgIUlag Y INeSeNeTUNNE
wiaUsznalne iielinan1snsaadases
fimanindetio amnsaaduayunsmunuLas
Jasiunguoinisanilaeg1aiussdnsam

Yo o o 4
(Screening test) ————* 1@15Uﬂﬂﬂ‘§ﬂwﬂwﬂawuﬁqmam

fauLdeen |

:

NInAsIANIUUNG

NG PRHIGENEN

IsuAUsnemsiugaans

:

UfLa5n13n 323 adenaunnen

:

gaNSUNITNTIININYNIUAADA

l

75297UAUNUAABA
(Prenatal diagnosis)

AT 4 LERIANULYENLEINITNTIVAANTBIANUELINITAANITNNGLDINIATI NG IRsATTA

gn1snNiladunaunaen
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. #3003 uasians, auwne uasians. MInseitadumaiesfiRnisileatuayunismunuiay
Josulsamaiugnssy “lsasdadillsvlinguwssiaznguoinisnni”. aa1duidedinermans
A5G NIUINGINANTNITUNNE; 2548,

. fiemssn TaeBens, venvtey Tosraumns, asadd wyde, anasssd iunagy, a5y dadndnady
glg8a1 wamey, ve Aszimuiuud, eSiiey dufvaa. stenuatuauysal n1suszdulasanis
ihsaansdaaiuuasauaungueInisnil. lasamsussiumealuladuasulouiemuaunin; 2559.
- undsTal AsRAnilY. aelaasew/nnsunnsemvaddyg. 115815519U0A 2552; 24(2):
31-56.

. Crotwell PL and Hoyme HE. Core Concepts: Chromosome Aneuploidies. NeoReviews
2012; 13(1): e30.

- FuNu Wandy, guan Fuyvena, oA AseTauuus. AuNURalareINIINTIINTIMALITY
founaRAUeINgLaINIIANLluUsEIAlNg. 1158153¥1NTANEITEY 2555; 21(8): 667-684.

_ o¥adaed $euds. meitedunazinvimsnluassdludagmvnsgimaniinuyee. fuiadadt 1.

YDULNU L SINUNL N INGF VUL 2561: 113-134.

Normal Nondisjunction Nondisjunction
Meiotic Division in Meiosis | in Meiosis Il

g o o e

3 XX XX XN

; ¥ ¥ ¥

0 K% % K%

: K & ()

- = — / \

% {1 ¢ (i {' ¢ () {0
| N N\ () i ()
- VAN Y\ VA VAV VA v\
S Mol o |
i1 n n n n n+1 N+l n=1  n=1 1 n=1 n n
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NI1SOSHINONSOJ

UNUI
U = d' o U %

nsnTRansesiiidmnenaRe lun1sALm
M@qé’qmiﬁﬁﬁmwmﬁmqammié]’qmiﬁmiﬂ
NRUBINITATIY NANITAITIVAANTDIFA
Anudraglunisiiaiuuziinnisnsiaidads
~ A W & ] Y
Wisnstuduludusaly N1snsI9ARNTBI39989

d‘d d' U gj

Wunirsneasuifutnsgrud uieeusunis
AL U AuLeanse Aul Tanals)
Ald91glage waslinauinaienn N384
NANISASIVAANTDI 3 2 aNWalY Fail

1. ANULEENEN (High risk) waneinilleniaga
~ ¢ &, | ¢ a o &
imsnluassdasdungueinisnni ngennsss
A5 UABULENLTNTIE UTURBA8N1SININY
PND)
wisneluaualufinisnluassdazdlastulay

n1snltuassan (Prenatal diagnosis :

KaUnAvNIE

2. AMULEEIAN (Low risk) wangIndllanduey
~ & ] | & o &
mmsntuassiaslungueinisniu danudnly
YRYUNNTNIVLABINTIVYUTUADAIYNITIRIRNYNITA
Tuassa walilamuneanuimmisnluassfasuni
YI9NLA

lgasun1snsiadansasinluieninudes
TUNIZVOINYIAIATIAUARZT® (Individual risk)
q' | 4 da 1 & I -
NarvendiAnudsanilog ugedunne iz
wugiliiangdiasivsell nsiznisiatzdias
fianudesionsgaydemsnlauiu dalunae
d‘ v v & | [ oA = I
neausuiuludnlnglunisuenindesgwiol
Jeldandaian 1: 250 Wugadn Fadudaily
WigufiudnsmMsgadeunsanmaanztns1tises

N13M3IIAANTBINGUDIN1IANIULNA18TT
LANFelUnINe18ATIAVETUNIINTIV Uaiagds
IS a a Y A Y =) ! (% a a
NUILEANDNINLAZVDAVDLAURINAU UIZENSAN
YBIN13ATIVANNTOIUNITIMUNNITARAUNG
manamazAmwaludninisnsianu (Detection
rate) WAYONIIWAUINGIN (False-positive rate)
Jagdunwimenisnsifansesnilasuniseeusu
lusgdvainadelinulininninsesas 75
wazlauInNIzUINNITosay 957 delans
Tupns199 1

A15197 1 LansUszansnineaisnisnsasansesnidungeusu®?

Test

Combined first trimester screening:
MA+NT+[-hCG+PAPP-A

Quadruple test: Second trimester screening
MA+AFP+3-hCG+uE3+ Inhibin A

Cell-free fetal DNA in maternal plasma

Detection rate (%)

False-positive rate (%)

82-87 5
81 5
98 <0.5

FjDomsmsmnmﬁwdgu‘ﬁmsma:ummsmﬁumgﬁmssﬁ e
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A19799 2 LARIUTEAVBANURNIBNITNTINAANTBIMEIoRAN9Y Nilaulitpeniniseay 752

Test
MA

Triple test:
MA+AFP+3-hCG+uE3

MA+NT

MA= Maternal age ~ NT= Nuchal translucency
PAPP-A= Pregnancy associated plasma protein-A

UE3= Unconjugated estriol

asdUsznaUNsUsHiuAMaLEeq
1. ogudenansas (Maternal age: MA)®

niadsnssddensuinnda 35 3 dletfuis
Fufrvunaaen finnadssgedenistiynsidu
nguensa ndldunmdazuuzlisunis
a5 ladenounaeniieninuRnUnfves
Tnsluloy widmdsdenssdufiasnisnsiaided
feupaenmTEndIs U TeTiavinamsunsndon
MMz fannsadeniinensiafnnses
Fae388un Ao lelilddayaidesfuuszney
nsanaula
2. n’rm's'mﬂﬁlul,ﬁmﬂfmuﬁauq (Ultrasonography)
Wioda NT Tulasunausn®

fens¥n Nuchal translucency (NT) @89t
fazauusnasudduaevemsniuassdliugi
91y 11-13 dUavi Useuaa 1 1w 3 van1sn
TuAssAfd NT wuRnunfezdlasluleuiinund
wazaiemisvosnsnnguiiilaslulsufinunad
szidumisnngueinisaiy Wadl NT fAnun
Aaundtlddednduanufinsvemisnluasss

a FjOomsmsmmﬁwdgdﬁmsma“ummsm@dum@&ﬁmssﬁ

Detection rate (%)

False-positive rate (%)

a4 16
69 5
64-70 5

[3-hCG= free [3-human chorionic gonadotropin

AFP= Alpha-fetoprotein

uduinTeaneuansisanudeafifistu NT
wfanunuaniulumaniiongassduintu
Fetuengasasiiiaanumunves NT fAdwwaste
UsgAnBnmves NT lunisusnnisianssinin
Ngu81IN15ANIUBNAINNITNUNG Taenudn
UszdnSnmazanaminasiadanseslueignssa
Fanntiu fedumsTanamumes NT fissetadien
Fegnuuzdlildianign1snsiafnnsomsn
nauensamlunsdinnasanssduda
3. n1sasaarsiuadluideandencnsss
(Biochemical makers)®”

astuaiiildnmadansoaiifai

3.1 Serum pregnancy associated plasma
protein-A (PAPP-A) 1Julnalalusfiuiasiaain
Trophoblast annsonsranuludenunsnifaus
918A534 28 Ju Mé’ﬂmiﬂﬁauﬁuamzLﬁm%umaaﬂ
nsseasss Tnednsfisduaeaiinn 4-5 u
lulasunausn 99nn15ANYINUIT A1 PAPP-A
wzanaslundedensssinisnluassdidunga
91N13AIU



Abnormal

3.2 Serum alpha-fetoprotein (AFP)
Dulnalalusiufiadrasnn Yolk sac Tussasusn
YBINIIATIANAE N TEUUTNARUE S LAST
¥0aMm5nlusrerndveInsaenssd A1 AFP
wgatuienq Tuaunasanisneasss 91013
Anwanuin A1 AFP anadlundjedensssinisn
TuassAidunquennisanidifeisuiunds
fanssdimsnUnduazavanategsinaulusses
Tnsanadiaes

3.3 Serum free B-human chorionic
gonadotropin (B-hCG) tHulnalalusiufiashs
270 Syncytiotrophoblast Usgnausie o uwag
Subunit &9 R Subunit AANUTUNIZEINTU
hCG 3nnin Gaxdley 2 JULUURAD Free form
wag Intact form s¥AU B-hCG ﬁgqaaqgmwu
wflandfintudony NaINNSHeMUaL g
129019A595 10-12 #Ua9i wdrntuazanag
JUNTEHINGS 20-22 §Un 9 Aazaeiiluau
ATUAINUAAADA 91NNITANBINUI A1 free
R-hCG indulundafenssdaimsnluassidu
NaueINIIANIY

3.4 Serum unconjugated estriol (uUE3)
Huealasauiiadaninsn 91nn1sane wudnem
uE3 anadlundadansasinsnluassfidunga
9IN1IANY

3.5 Serum dimeric inhibin-A (Julusfu

Aas1991n5NwaLsIly 31nn1sANYINUIAN

NSUINGIANANSNSINNE NS:NSIJIANSISCUTY

Inhibin A getulundeisasssiiimanluasafidu
NaueINIIANIY

nsnTIEeavdaiansss (Maternal serum
screening) @111507533LA LUADIY 2 Av Tu
Insanawsn (First trimester) 921573 Beta-human
chorionic gonadotrophin (3-hCG) LagPregnancy
associated plasma protein-A (PAPP-A) 3101800
niamanssisuiumsia NT wazlulnsunadt 2
(Second trimester) %mmﬁaw@qg@miﬂ“ﬂma
75 Quadruple (Quad) test Inan1sngIaMIUINIU
a153uail 4 wile Ln Alpha-fetoprotein (AFP),
Unconjugated estriol (UE3), Beta-human
chorionic gonadotropin (3-hCG) tag Dimeric
inhibin-A Tneliidesin NT dddundedtenssaiil
nsntuassailungueinisnniiazasianuen
Usiaanstaadiofin AFP wag UuE3 @ vauedl
B-hCG wa Dimeric inhibin-A g4 9ntuthdoya
NANTILATIERUIUMEN ST AT LAy U T2 TR
FapssAuiwaainudsdagldiusunsy
dusaguiunInAge UANYNA BIALTEUY
Al duiisensuluseduana Sz
AFP, UE3, 3-hCG Wwag Dimeric inhibin-A 88031
\Jur MoM (Multiples of the Median) ¥30d1uau
wiesaniisegnilunguuszvnsuniiengassd
WL A1 MoM st 4 dnitle lenunduaa
ﬁ'mﬁ‘ummLﬁaqﬁmmﬂmqw@a&%mﬁﬁ Usg i
ARBAMINALDINIANIY Usz iRnsguyyi madu
WU LagUsiRdug muiissyluluuiings
fregnefagldrnnudssiinisnluasssilena
Hungueinisani Ingvialunnsnsaa Quadruple
test 19MIIN1991593NU (Detection rate) 1130
luassnngueInIsnulssanusosay 817
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wUAUHURAEIMTUNITATIAANTBINI
Mo uRng
1. nsnsavarsduaiiludeanderenssdis
Quadruple test

vauziansss niedenssd manluasss wazsn
aradeansiaaituninaneviaiidifey vy
Alpha fetoprotein (AFP), Unconjugated estriol
(UE3), Beta-human chorionic gonadotropin
(R-hCG) wag Dimeric inhibin-A 2MNASANINUT
ﬂ’]iﬂ%’]ﬂﬂﬁi%’;Lﬂﬁﬁﬂﬂdﬂiz%’iﬂﬁ@ﬂ&gﬂﬂiiﬁ
fimsnlunssaundtundesansssiimsnluasss
Hunguernsanatl axdiuunaiuansaiu Sudu
fiunveanisnsideniiotnsiziusunmans
Fuadinguil thanilldunussidiuanudemossn
Tupssanensilunguenisnni

nMsiNuLazn1sUdeRa8ns

1. 11zidenanidutdenaiUszunad 3-5
fiaddns ldvaeniudoniliflansiudonudas
?Jm{haazq%a-wuaqaw@a@%ﬂiiﬁ fuilanzidon
Tidalau

2. Manaeaiudonlifiguvniivies seidon
wdeshiunendSulidu 2 Hlus funamdain
wzden Tnedufinnnudiseu 3,000 rpm 15
a1 10-15 unil 1Aufeg1983uliigunnd
ITWIN 2-8 DIFLTALG

- nsdildanunsodunendSuniglu 2 Halus 9z
Foufudonli7 2.8 ssmwadoa

“mndndudonfudsulidunanund 6 Tu
Foafudsil gumad -20 ssmiwaiBua videyn
Lufiduaudvaamad -20 esrwala a1unsainu
Wluvosududs vieflgamgl 0 ssmiwaidea (ne
oylaw) Lles91n uE3 TuTSiliasia uay B-hCG

£
=

lugsuasiiszAuiinulogumiiged

0 FjOomsmsmnwﬁwngﬁmsma“ummSmﬁuTungﬁJﬂssﬁ

wungwie ¢ agalsinuiesufuRnisnnuis
msdnszuvauliaenndeuazansatuuen
F5uldpnunaniidivun mzannweeduad
waseransATIziAdss Fee1atilugnis
Hosinisidadereunaonvdagnan (nvasive
prenatal diagnosis) lddnu

3. nsdeslUmnisliatnisainn1snsie
AnTziidenulosuazdesdidsuludie s fua
3B Foshddneldlundesiifihudadfionuay
gumginfeufudayavemieisasadiiauysal
auuvurlefuiidvun wagthdaiesujuiinis
Vi

25M15

HulunaABinesgiunsmsaie ey dades
fosandenldirieinsanlinsvitazinensas
WATIEAEMSURTIIIUSHUENSTILAS 4 Tin
w¥oulusunsulsefiuanuies Alasuses
1INIFIUENA LU Conformite Europeene (CE)
30 In Vitro Diagnostic (VD) s Inefidaya
Fradamadnnsiilasunseeusulussulssiva
LazszAvana

JodefifuansznusemsUsadiuanudes

1. E]’l&gﬂ@ﬁ(;]dﬂﬂiiﬁ w@qé'jq@]iiﬁﬁﬁawquﬂﬂﬂ'jw
35 U fmmidesgeiiazdmsnidunguoinisniog
FrihuTsdesldteynogiiusiie wie Yu eu Y ifn
ilernanAuanegy

2. ongassingndes tuduladeiddaunn
Tumsusedfiuanudes

3. Uszdfinsmaenynsngue1n1sn1iy

4. nsguUY3 u@qﬁqmaﬁﬁquw%zﬁma
nszMusea uE3 HlEianIIUNG



5. ﬁ;wwﬁﬂ&"ruamzﬁq&y’qmaﬁ inansenumean
R-hCG way AFP Imw@,q&%miﬁﬁmﬁﬂﬁawm
efinududuves B-hCG wag AFP sndnda
Femssdimdnung

6. W uviafanidugdu (DDM) seéiu
R-hCG waz AFP Tundjssnsssfiduumiusiin
IDDM agshninund

7. WovdiinaseU3una R-hCG Tneiord
African American 8% Asian American A274
dudunes p-hCG ganindenidy

8. mMswansssudn Suariiliusuna B-hCG
uaw AFP ganiinismanssdifien eliamnse
thanAnnueandsssuiuaunasgdddann
nsRensARele

YoAUINIIATI

1. Junsnrainseinndenndeseasss
Faaruidssniavdusunsosendeiansss
wazgsnluassn Jedimnulasnsdy dznan 53157

2. annsonsldlundefeassdunngueng
Huuselomflunsnsadansesngundinansas
fiflongtioonin 35 U dadudsznnsanilnges
Wi aRansss

3. mansadanseslundgefanssdfiflong
1NN 35 U 8uanduIunIvin Amniocentesis
Feflrnudesiasindunsesondadinssiuay
manluassn

49ANAVINITNTID

1. psasradansoshdannsafumisnia
AuRaUnATuald nsesaalulasunausn
YINIHIATIAFIINIATIEENTINAUNTTTA NT
19n31N1INTIINUNIINLUATIANGUBINITAIY
fovaz 82-87 drun1snmalulasunadl 2 veenis
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AIATIAMIENIIATIA Quadruple test HERIINTT
ATIANUNIINIUATIANGUDINIAIUTBEAY 81
2. MANUNAANULEE AoInTIadudulag

1Y

A3PSIININLNDUARBAMB LY

N13IAIVANAUNTN

1. MSINIMIUd U AT IZno WIS
(Verification) LLazm’maaU@mmwmaaﬁﬂm
nouthulgluanuuinig

2. pashimnuddglunsinseshwnazeay
ieuirdosdioidudsedashiane

3. msinsnuANAuAAEluio U §URNNS
(Internal quality control) laglddanaiuau
A nitldunsgiunnaseiiviinisiiases
FDEN9AINT9

4. esnTINfInTIUAIUANAMNATNIAETLEY
NuUABUen (External quality assurance %30
Proficiency testing program) tJuusesn

5.A2580n15U s UAARIY High risk rate
(FuAsuianumdu False positive) §n51
N13M593NU (Detection rate) LazdNIINAAUAN
(False negative rate) \uszeze ogsainae

6. fuf RS lITUNISEneUTULEEN1INTI
UszalunuUseansnin aueAnuslunis
AATIRAUTEUIINANITNTINNRIUHURNTS
Judsedn

ANIINYITUNE

1. s189uArmudssfinisnluasss azdu
nANEINIANY #n Cut off 71 1: 250 Taeusiiu
A1 MoM &sldunannUSunaeududuves
AFP, UE3, 3-hCG Wag Dimeric inhibin-A sfmﬁu’q
ﬂ?’liJL?iEN“UaQa’lEm@Q&gﬂﬂiiﬁ wazUsz IR uY
fiAerto
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2. s7eunanigly 14 4 nasanniuilesu
A9819

2. M30573 Cell-free fetal DNA Tuwanaun
Mﬁui\‘lé?\‘iﬂiiﬁ (Non-invasive prenatal testing :
NIPT)®

Jumsasiadansesrnuiiaunivedlasiule
YeasluAsTAMNNENaNEsRenssATEEN T
Non-invasive prenatal testing (NIPT)
%38 Non-invasive prenatal screening (NIPS)
FsanansonsafansosnuRnUnAneiugnssy
fnvlfvesuazannsasyymaveamanluasss
fihszavisnmgs Ineldmduevesmnsniidesasy
aglunszuaiionvoiudl (Cell-free fetal DNA)
1ASIRMEITUUE MiSeTiaTeinsNs LY
93%u DNA fragment iilepdnsauadiastaley
fiasdoinddndrumniiuninlastulaudundely
n15959a828madla NIPT W u3siidne dzaan
Tidusussedemsnluesssuazliififnudesie
MIUVIYRT aflmsamfmlé’é?m,wimqmiﬁ 10 U
FulU %l 2 wwamna fe

1) N19MTIBITNITIEIFULUE 130 DNA
sequencing WieUszdudnduvesidueiiunen
Taslulguiidoanisninuinun@fieuiu
Taslulugdug Tnsdunouusnaziduniaiia
USinavesgruteyadiduiefiieanisiingzi
(Library preparation) tumaila Polymerase
chain reaction (PCR based) Feanursavinle
ﬁy'QLLUU Whole genome approach Judsans
Lind1uIuYea Cell- free fetal DNA 899N
Tastuleulnglidendunddlasiuleuiianie
1912 IUATTLATIEU MR ULUE (Base pair
sequences) lInen1sknalulad Next generation
sequencing (NGS) iuU Massively parallel

@ FjOomsmsmnwﬁwngﬁmsma“ummSmﬁuTungﬁJﬂssﬁ

sequencing (MPS) Iﬂ&%’agaﬁiﬁ%ﬁﬂmﬂ%amﬁw
iU Reference human genome WoAT12997
DNA fragment wiazTumniurllaves
Tnslulenglauazdssdiumdndiuindnadutu
vioanaswedlasluleuglaluuisarunioous
Tastulouvdoly vierhmsiinSinamduenuy
Targeted approach 4Rz sifiusuiuaes
Cell- free fetal DNA LaW1ZUNAUAUIVDIUN
TasTulgufinuruiinunléves Taud Taslulex
@J'ﬁ' 13, 18, 21, X wazyY Jufy uagiasgvim
a1nulua (Base pair sequences) Tnamalulad
NGS #391n153as19ians st asunas
Tuddutianalelne (Single nucleotide
polymorphism : SNP) HloRENALLANFNS
seninglasluley nie NSRS IERaIAULUE
f18n151% Microarray NALNUAIIASID NGS
fatfunnsnsIanuL Targeted approach 3suanle
MesaduinUnfveslasiuleug Aviinns
n5193A5189f iy Taeld@unsansaany
anuAnUnAveslaslulougdug Alaildviinis
IAEla

2) nMsasamewmalulagnisasiatudadiu
Puulasluleulnensiann Cell free fetal DNA
wiluladiiarendushdu (Probe) Sunumvanenign
fignesnuuuinliiuivddualufiduevesns
TasTulgufinuruiinunlaves Taud Tasiulex
a7 13, 18, 21, X wag Y 1usiu ioadaaumu
Fudiuie (DNA circle) fiimsinaannsneansidesuad
udvimsifinUiinua siusnssuvedlasiulyy
ﬁ?uéf’wﬂizmumi Rolling circle amplification
La2v11n157IUSUMYDILES Fluorescence
fewdosaunuiiemuaniudndedasiulsy
thue isudulaslulsumuauiiolinnesiidng
\isuvteanasweuvisiaslulaumsolsl



n157529 NIPT 1JuiBnnsnsiadnnsesiiil
UsgAninmas laganunsansianumsniuassd
naueN13A Trisomy 21 leiszanauiesas 99
wagillonalinnauinaledesninievay 0.5
watawiin1snsaalee NIPT azidun1snsianses
fiszavsnmgs Alaldunsnnaiioddad
nsdlfinaniInsrafansosiinnnuidesgaassies
n3338udulngn1snsIIdadenounaoniae
reuflsfinnsanginisienssd

25M5

HulunaABinesgiunsmsaie ey dades
finsandenldinieinsiainsiziazine
A31931A129% neulusunsuusifiuanudes
ﬁlﬁ%’maqmmgm @1na LU Conformite
Europeene (CE) %38 In Vitro Diagnostic (IVD)
Hudu Tnefideyadiedanisivinisitlad fu
nswausulusAuUsene uagseavaina

AIsULAZNUNEA081

WIEenNHULR A USEINM 10 Hadhns
Tanasafiusioguriafiiasiinsnuanmues
Cell-free fetal DNA Tuidan indsissufuming
flguuniivios nioududoyavemdedansssi
auysalmuuuuesiivun thdwiesu o

v

un
YoAUDINITNGID
1. 10uiEATsnsINInTIanUgandI1isnge
Fansosisaun

2. L{‘Jumimaﬁmswﬁé}"smﬁaw@qﬁ”’qmﬁﬁ
Seflenudssiiienusunsesondadansss

wazn1InluAsss I5URsdlAnulannfy azein
599157
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3. anwnsoesalalundanensainnngueng
Fadhusslondlunsnsadansongundeingss
fiflengiiosn 35 U dadulszwinsdnilvgves
NieRensd

4. nsmsndanseslundedeassfiiden
1NN 35 U 998ansnIN15911 Amniocentesis
Feflrudesfiasindunsesonddenssiuay
manluasss

5. avldvislunsdifansadifien asatude
nsmenssfildsunisuiaaadivuanis
é}y’qmsﬁﬁLﬁmmﬂmiﬂﬁau%uaﬂiwma (In Vitro

Fertilization : IVF)

YoINMNAVIINIINTI

1. vishenssddmtnunnnt 100 Alandy
wnudndu Cell-free fetal DNA latiaanin
M@qﬁuhﬁsﬁﬁfmﬁﬂﬂﬂa 819LAna1nN1 5718
UIU10Uv99 Maternal plasma DNA Afindu
Wepe19Lin91n Blood volume T uaziin
Hemodilution yMlvdagIuvee Cell-free fetal
DNA ¢io DNA suaw@qé]’quiﬁ (Fetal fraction) anas

2. \ilesa1n Cell-free fetal DNA 11970
Apoptotic trophoblast Fatumniinng CPM
(Confined Placental Mosaicism) Fawule
Jovaz 1 avdwwaliiinnisulanalasiulay
Aanana iadunavanardldeinisnluasss
Und fedudesnsraifiadenounaoaynate
wnwa NIPT 'ﬁflsm']u’hﬁmm,?imgq

3. MNNEeReRssATaTE Mosaicism 1ised
TspuzSauneuiiney agvinbiAnnauinaisle

4. 1159539 NIPT Tutaqdu dalisangs villv
Tignansadanldlunisasiadansesluaening
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N13ATUANANIN

1.ms*v‘f']mmawaauqmmwmaaﬁmﬂ
noudalrluauuinig

2.a35banud1Aglunisingessnuinas
asufsuirsesfialiulsydatniane

3. msiimsmuanauAnAeluiesUuRnns
(Internal quality control) lagldianaiunu
A niildunsgiuynaseiiviinisiiased
0819897579

4. AT IUAINTINAIVANAUAINLAY
neunIeuen (External quality assurance
%390 Proficiency testing program) Judsedn

5. A23AN5UTEEUARAILEATINITATIANY
wazaURnmsalfnnaauauasnauInantuseye)
Taldnnnassnhluiseusulivield

6. gUfURumslasuMsHnousIaENINTI
Usziliusnuusednsaim auesdaiuslunis
TATIEALATUTTUIINANIATIAIN VIR UANS
\usedn

N1937189UNA

1. Menuaansdsasinisnluassd ey
naueINIAY

2. eunanely 14 Ju wdanuiildsu

SRR
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10NANSONIDI

. The Royal Australian and New Zealand College of Obstetricians and Gynaecologists. Prenatal
screening and diagnosis of chromosomal and genetic abnormalities in the fetus in pregnancy
C-Obc 59; 2015

. ANEAUNTTUNITUINTTILINIAN T1WINeqegRuSunnduriaUsemalng 1150 w.e. 2556-2558.
LIl URvress I IneduaiusunmduiaUseinalney pdsfl 2 1309 NNIATIVAANTBINTNNAN
omsnmluanInansss; 2558: 4351,

_ o¥adaed $euds. meitedunazinvimsnluassdludamvnsgimaniinuyee. fuiadadt 1.
VOULA: TTINNANRTIN ISV ULNAY; 2561: 113-134.

. \ilosam NoIUILLAg. ﬂ’liﬁli’Jt’\]ﬁmﬂ’iaﬁﬂ’liﬁgﬁﬂ’iiﬁmﬁﬂﬂEleE)”lﬂ’]i(ﬂTJ‘lj. Lméﬁa;ﬂa:
http://www.med.cmu.ac.th/dept/obgyn/2011.

. Dahl F, Ericsson O, Karlberg O, Karlsson F, Howell M, Persson F, et al. Imaging single DNA

molecules for high precision NIPT. Scientific Reports 2018; 8: 4549.
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NI1SOSHNIURAUNOUNADN

UNUI

N3R5 UIABNUAADA (Prenatal diagnosis:
PND) tunisinwaaveansnluassaunmsia
adeAnuRaUn@ a1dunsIAUSeE1998INTN
Tunsss Fsenadiusethauilesn visethadiivae
SOUMINISN UseldenaNgdrRavaInITn NSIAY
Fegrweamsnluassddonsi 3 3302 gl

1. msseduiiesn (Chorionic Villus Sampling:
CVS) %1901gp554 11-14 &anvi sindhFsidend
Tunsdivdedinssiunsunmsasadansesdeudng
Endaustnslnsunad 1 ileldvuduveailosnud
azvmsiaLendInvendeandfenssdfions
Ugdufiudiuvotilosnoen uaidinsianisies
Uﬁﬁﬁmatﬁaﬁﬁmswau?ﬁymmaﬁuaWi’m
Aaeiasiuleusioly nsnsiailadunounaen
Tne35i Slemadedlunsuriaynsussanndosas
1 waslonainn1ivunsndoudus wu n1s5ves
thad viemsinleUszunadesas 0.5 Wudy
wazEUsalaanIL U@ UNEIUNA

2. A15191311AS1 (Amniocentesis) 12
918A537 16-20 §Un1¥ dofivesnisaziiag,
Aoldudsfidne wasillonmausyauaudnds
Tun1snsiadiaevlasiulauganseillonia
Tunsnsradnanni 35y flenauriaynsainnis
eadUssnudenas 0.5

3. N1SLALAend18dLARNITNIUATTA
(Cordocentesis) ¥19018A554 18-22 dUa
Tifsudenliduitusnidefouiunisy cvs
Ve Msianzined ilesaintuneunisyhennnia

¥

¥ Yy a a & =1
wazadliEdeIvyuwasiiusraunisel uenanil
U v | aaa oA P
fallonauvieynsgendnitou Ae Useuuiosas
1.4 A9UUN15ASIDILIRYNDUAADALALID LAY
lunsalnddeuaru1eeE1 WU 81gATIARAY 20
FUa9h Hanudndusoansialsmdusiueie 1wy
Tsasdadiile 1Wudu

¥ 1

PaU9TN15M57ININYNDUARDA?
1.

(%

a o salal A W a
NENPNATINABDIYUTINNINNITBLNINY 354

9
= o o

dletudstuasurmunmaes

2. mja&gqmiﬁﬁmamsmnﬁmﬂiaaﬂdmmms
REDTINTP R PEHIERIER

3. neilsziRnisaenssamsndy Trisomy
13, 18 %39 21

4, wijstanssivieand SanuinUnfves
laslulgusiia balanced Robertsonian
translocation viliiauidesfimnsnluassdiy
Trisomy 13 %39 21

5. HANIRTIIAALLFLIAINDGINUIIMITN
Tupssstimmideagaiensiilaslilsuiinunduie
Aneuploidy

N13A3IAINRIUGHUANS
Tagvialuisinesufuoanisdaulvglu
Uszinalngldifioidadeauinunfvemisn
Tuassa laun
1. msnsiiasizilasiulen (Conventional
Karyotyping) 1Uu3sunmsgudmiuldlunisnsaa

UTUAIMURAUNAVDINNSNIUATIANDUARDA
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2. ManyIneyiugeans {Wuisnaden
NIAABINITNIIUNANIIATIA0E195IAE J 3 3D
laun

2.1 Fluorescent in Situ Hybridization (FISH)

2.2 Bacterial Aartificial Chrommosomes on
Beads (BACs on Beads; BoBs)

2.3 Quantitative Fluorescent Polymerase
Chain Reaction (QF-PCR)

Conventional Karyotyping
N13n5297LAs18%lAsluley (Conventional
Karyotyping) #50n153tA51% laslulay
(Chromosome Analysis) 1Jun1snsi33dade
swazidnvedlaslulounnazuis onsiam
AnufinUnfAvas uIuLazgUisvaslasiuly
unaziwad n1sviuaslelnddeuladlastulenlu
srozmaa wssduszeriiveadiulasluley
wRagkataay Nsvwaslalndvinlalaenisimng
Foawad wisalastulyy inaslasllvuasuuuy
nszandlas wagdauuauduulasluled wadans

(n)

B

i

THRTEE I A
T T Y | EER VO T
5] &r akd &h gg

L] » 2 n X ¥

gounavavulaslulguvinliifnuauidy (Dark
band) Lagauaing (Light band) aauALUWLNY
lasluley Prglianansaliasgvidnuaizuazdue
vodlaslulaupvilouliagadniau wasuiugunn
Y Beidnwamanzdmivlashileuusiaze vl
aunsaiumuRaunfveslasiulauladaau lny
laNIzANURAUNANIAIULATIESS (Structural
aberration) #3msfiouduuusTsum (Conventional
staining) luausavenla nsdauuauduu
Taslulzadivansinaila lauA G (giemsa) banding,
Q (quinacrine) banding, R (reverse) banding, C
(centromeric heterochromatin) banding, T
(telomeric) banding, and nucleolar organizing
regions (NORs), high resolution (fine) banding

® (A 5)

IngUnAazdaulnemaiin G-banding

N13318ITUNA AIUTLUULUINTFIUEING An
International System for Human Cytogenetic
Nomenclature (2016) (ISCN 2016) TagW3ly

sneupan gLy 3-5 YU a9 TUNbAS U889

)
‘wﬁ " .
I I T
o0 B 4o
LS U S EE T
i 23 sk 18 i b,

27 5 Laninan13n I3 Conventional Karyotyping lnsnisgeuuavduulasiuleuuwuy G-banding

YBININNFUDINITANIUNARS 47, XX, +21 (1

) Wisuguiumsnundnayne 46, XY (1)

(ﬁiﬂz https://www.eurekalert.org/pub releases/2014-04/udg-t2041014.php Wag http://fig.cox.miami.

edu/~cmallery/150/mendel/karyotype.htm fuansv)
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Fluorescent in Situ Hybridization (FISH)

n1suszendldinaiia FISH lun153liade
Taslulvameasnluassineunasn Wun1snsia
gauAununAvesRoueuulaslalulusyey
Suwesila Tnehiduiidue (DNA probe) #ifl
aduvesfiandlolndiduivagauiuiiduie
Wneanfinaainaigansisedias iag Hybridize
fulpsTulsuveadiogedinsa Asunisinie
LWz asUULHUElan DNA probe flanaazannsa
Fuftu DNA Whyaneld deduidieldndegavssm]

(n)

NSUINGIANANSNSINNE NS:NSIJIANSISCUTY

Wgealsalrud ¥ATIINIAIURAUNFAVES
laslulonannnsuseiiuguhuunIsiToaLadves
DNA probe flaguuusislastaluald Fnsiden
T¥nsramnuiiaundvestaslulengd 21 iy
TasTulesduinueuiinunAves laun TasTaley
13, 18, X uaz Y*¥(nmil 6)

N133IBAUND AIUTTUVNIATFIUAINS An
International System for Human Cytogenetic
Nomenclature (2016) (ISCN 2016)* Tnenialy
seausanelu 3-5 3u ndsniuilduieen

AT 6 UARINANITNTIANGNBINTANIY (Trisomy 21) laeinaila FISH

Aaswiilagly DNA probe Nduweiulasiulen 21 uay 13 WUN13I3BILEIYS 21-probe 3 97 (Fvay) waz

13-probe 2 90 (@3e7) (n) WisuiguiuauUn@ WuN5138IUAUEY 21-probe 2 90 (Fvay)

wag 13-probe 2 9 (H38) (V)
(‘17'im: Magalhaes M, et al. Clin Case Rep 2017; 5(8): 1222-1225.)
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Bacterial Artificial Chromosomes on
Beads (BACs on Beads; BoBs)
WJun1sesrageuanuinun@ves DNA Uu
Taslulay Inenisindiduiduie (DNA probe)
lgarnniseonuuulis iz fuusnaves DNA
fidaan1snsradsvarnninslasiuleuiion
WUATILSY W38W1%E BAC (Bacterial Artificial
Chromosome : BAC) una3saguuiiin Dyed
beads ﬁaﬂﬁwjaﬁmﬂ’liﬁaﬂLLaQWQE]E]LiﬂLGUuGT
(Fluorescent) 13 TngagdanudinigAumumis
4049 Target region vulastulauiifiosn1sdnszi
&1 Genomic DNA 91n¢19819d30533 9nii1an
Amaannéne Biotin Liefinns Hybridize fusewing

DNA probe uu BACs-on-Beads #4i81u7u
4-7 probe faAILNUITUNIZUUUTLINA 19
gaslaslulen fidesnisnsraninnuinunf
iU Genomic DNA U93A29819890529 @131150
AnauUfAe199e Streptavidin-phycoerythrin
fluorescent reporter YIATIATIEALALZDTUNA
Tnoiadossnludd wasUszuitanalaouansan
dnyeyau Fluorescence intensity 984 DNA (919
‘W3 uiieuiu Reference DNA™' (n1widil 7)
N139189IUNE AIUTEUVLINTFIUEING An
International System for Human Cytogenetic
Nomenclature (2016) (ISCN 2016)** Tagtald
sreunaniely 3-5 Tu ndeenuildsusea
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b
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DNAd DNAe DNAT

20N
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Normalized Ratios
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0.5 1 1.5
- ——
13C1; 62 13q13 .86 36.744-38.911
13C2; 63 13q14 1.00 42.155-42.301
13C3; 64 13q14 1.07 45.227- 45407
13C4; 65 13q14 0.84 47795 47 976
13C5; 66 13q21 0.98 58.739- 58 852
18C1; 67 18p11 1.00 2.735- 2.508
18C2; 68 18p11 0.98 13.989- 14.143
18C3; 69 18q12 0.97 30.827- 30.986
18C4; 70 18g21 51.861- 52.034
18C5; 73 |Eﬂ 61.790- 61.971
21C1; 74 21q22 32.208- 32.973
21C2; 7521922 34.561- 34.820
21C3; 76 21922 35.229- 35,372
21C4; 77 21922 g 43.556- 43.770
21C5; 78 2122 127 44.146- 44.311
AUTOT; 55 2pi2 082 78.305- 78.456
AUTOZ; 56 4p12 0.81 X 48.049- 48.241
AUTO3; 57 6q14 0.92 0.83 7576 78.751
AUTO4; 58 10p11 1.00 1.01 33.373-33.522 g
AUTOS; 59 12p13 0.8s 0.96 11.528- 11.740
AUTOE; 61 143'1 0,94 0.87 18.571- 19.731
CDC1; 8 5p15 0.96 087 3055 3.214
COCZ; 9 5p15 0.94 0.96 4.545- 4.707
CDC3; 105p16 0.81 091 5.879- 6,020
CDC4; 115p15 1.10 1.08 £.357- B.533
CDCs; 125p15 1.04 1.01 B8.165- B.312
CDCB; 135p15 1.06 140 9.086- 9.240
CDCT; 14 5p15 1.02 1.04 5.86E- 10.044
CDC8; 15 5p15 1.06 1.07 10.622- 10.774
DGS1; 16 22g11 0.56 0.95 17.736- 17.777
DGS2; 17 2211 1.0 1.02 17.865- 18.040
DGS3; 18 22q11 101 1.03 18.073- 18.287
DGS4; 1922911 0.95 0.90 18.138- 18,300
DiG1; 20 10p14 0.98 0.59 10.656- 10.781
DIG2; 21 10p14 005 1.03 11.193- 11,358
DIG3; 22 10p14 1.m 0.7 11.409- 11.592
DiG4; 80 “E” 1.06 1.03 12.011- 12.206
LGS1; 81 8g23 1.00 0.97 116.366- 116 556
LGS2; 23 8q23 1.06 107 116.565- 116.738
LGS3; 24 823 0.96 1.00 116.804- 116.962
LGS4; 25 8q23 1.02 0.498 117.604- 117.738
LGSS; 26 8q24 0.96 .03 118.527- 118723
LGSE; 27 Bg24 1.06 1.07 118.787- 118 948
LGS?:QSE!& 1.04 1.00 119.107- 119.260
MDS1; 94 17p13 1.10 110 0,836~ 1.008
MDS2; 28 17p13 1.00 0.98 1.336- 1.831
MDS3; 23 17pi3 1.4 izl & 1.565-1.776
MDS4; 30 17p13 1.00 0.97 2.027-2.250
MDSS; 31 17p13 1.02 101 2177-2.318
MDSE; 32 17p13 1.02 1.05 2.312-2.492
PWS1; 33 1511 1.05 10 21523 21.707
PWSZ; 97 15911 .06 1.07 22,627+ 22 804
PWS3; 88 15q11 0.98 104 22.737-22.904
PWS4; 34 1511 o.ar 088 22.908- 23.069
PWSS; 35 15911 0.86 0.87 23.114-23.263 [
PWS6; 36 15g11 0.92 098 23.337-23.504
PWST; 37 15911 1.04 099 24.371-24.550
SMS1; 38 17p11 0.97 0ar 16.789- 16,976
SMS2; 41 17p11 1.16 117 17.473- 17,650
SMS3; 42 17p11 1.02 1.04 18.141- 18.319
SMS4; 38 17p11 0.97 1.00 20.013- 20.188
WES1; 43711 1.05 102 72.598- 72717
WBS2; 44 Tq11 1.04 099 72.640- 72819
WES3; 45 Tqi1 1.14 1.13 T3.048- 73.146
WBS4; 46 7q11 1.00 103 73.146- 73.291
WBSS5; 47 Tgi1 1.05 1.03 73.500- 73.639
WHS1; 48 4p16 0.98 1.02 1487- 1677
WHSZ; 48 4pi6 1.06 111 1.585-1.785
WHS3; 53 4p16 1.07 104 1.705- 1918
WHS4; 93 dp16 1.00 D98 1.850- 2.043 L
WHSS; 54 4p16 1.00 1.07 2.127-2.322
XC1; 79 Xp22 0.64 [EF] 6.968- 7,137 u
XC2; 80 Xp22 16 1.01 10.659- 10.763 ]
XC3; 81 Xp21 0.98 37.368- 37.555
XC4; 84 Xq13 095 73.303- 73.450 1
XC5; 85 Xq27 1.05 146.757- 146 960 3
YC1; 86 Yp11 103 B.461- B.636 2
¥C2; 96 Yq11 0.92 15,036 15.174
YC3; 87 Yq11 0.81 19.299. 19.472
YC4; 88 Yq11 108 25313-25416 D
YC5:; 83 Yq11 087 25.489- 25646 rd
0 0.5 15

A 7 wanadayaaansisenasigeaisaisuiniale lnawnaia BoBS
TumsninavienguaINsnl
(M1 : nFuRUgNITIUNAGTEN an1dudINereanTaNsITMaY NIINYIAIERTNITUNNE)
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Quantitative Fluorescent Polymerase
Chain Reaction (QF-PCR)
Junisesieaeuaiuiinunfvesdiuiuge
Aduouilashiluy TngerdunisifinyIuaes
ftugnssuuInasiuUaTweldasundu (Short
tandem repeat: STR) ﬁﬁmmummm&mw
WUgNITUEe I1utueg 19U ey 4 Funysa
AMURAUNA WAaLATIAILATIEA PCR product
lneundnnis Capillary electrophoresis
shenTesiinssidsuiuasnlud@ THlusunsy
d15a5Ulunsimserinanisnsivesnundu
Electropherogram filusunsudngagudmiunis
AnTzideUiinm Ineduuandadiuiiud
Tansmves Peak w3odnd1uAIMgIvRs Peak
nsuuanaiasuIaInguluy Peak 989 STR

120 160 200 240 280
L ] 1

marker wazswmlsniy 3an1sitenldnsa
auRnUndveslastiluugi 21 saudulaslales
Suinuarulaunives Toua Tastuley 13, 18,
X waz Y 7512 (n il 8)

N133I8IUNA

Unil JULUU Peak w8e STR marker unag
Auvia 91891ula 2 JUBUY Ae 5189 2 Peak
dndiu 1:1 139518914 1 Peak

N8N JULUU Peak U0 STR marker
wiagsvue enula 3 JULU fie 180U 3
Peak dndiu 1:1:1, 57897 2 Peak dadiu 2:1
w39 1:2, ¥3931897U 1 Peak

Tnevhluneausanelu 3-5 3u ndiniud
lasuiieg

220 280 400 440 420
1 ! 1 i 1

|

- alf

A

é
|

i

il

D2181435 (1:2) D21S11{1:1:1) D2181411 (2:1) D2151412(1:2)

NN 8 U3 Electropherogram Y84naueIn13Auid Trisomy 21

(‘171“m : Cirigliano V, et al. Molecular Human
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DALAZURIINAVDIITNITATID

e

1. ansansiednwiukarsusne 1 dundudeunnzifenyad Jdldszesinaingininesiuiy

dnwazvaslasiuloule Useunal 3 dUani
2. H9msnsnziasswadauivailesoay 1
3. HAaN15M52UNR Llaunsans1anun1e Mosaicism USuned
a8l tasdunN e iR AL UIUASLINTY
4. lsaunsansranuanuiaUnaniinisuinvedlasiulew
[ . . ¥ al d' o o
uUALan (Microdeletion) ¢ 1iszALaLLdeaNRNT»

1. lifeamzidonwad vildmnga 1. feadonld DNA probe Tmnzaslunisnsaiaifade
Tunsnsivitady 2. lalanansarsianuasiiaUndvedashilesuinadueg oy
2. @1U150MTIANVNITVIADS  Uentuileannuiiaae DNA probe U Hybridize 1
Tastulguyunaian (Microdeletion)

Wi 50-100 kilobase (Kb)

1 lifosmdpamad vildmgs 1 nsvudeunnidenuluiodininag onadmasonisula
Tunsnsiaiiadey Nale

2. @unsansimvnasRaUndves 2. 3hllanunsansiainssirnuiinUnivestasiuleuyin
Iaslulwuvunalaneiin Microdele-  Point mutation, Balance rearrangement (Inversion Wway
tion Lag Microduplicationlﬁ Translocations), Ploidy change, Uniparentaldisomy,
3. [9USunaumeg il wavanansa  Chromosome methylation tag Mosaicism Usinautioula
psrvANURaUnfvedlasiuloula

asazvanouiandouiiu
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1. bidoamnziasswad vilrsase 1. nmsvudeuanideniilusiegnsinnsi anvdmasaniswa

Tun1ses19ifiade wale

2. 1 USnasegnsiios uazanunsa 2. onanulymnisaiabiuliasu  (Allele drop out: ADO)

aameruRaundvedeasiilenld Wy nsdiaseiiiiegns Mosaic filiwadAnunfivdia Trisomy

afsazmansrinneuiiu 21 TuUSunutpunn e1anun1siia ADO Yilanani1snsia
Reananm 1uduy

o < o 1 w [
Fauugtn1siunazindefige?
1. Wivfegneuilesn a3t uazidonavasieo dwmsiadudumaiesufjufing Al

Conventional Usun >10 fadnsu USunu 15-20 addns  UIunw 1-2 Uaddns
Karyotyping Tdlunaeaiumegran  ldlunasaiudiedns  ldlunasaiudedng
i Transport medium ansiudonudein

vin Heparin

FISH/ BoBs/ QF-PCR Ui >5 faansu USuiw 5-10 Hadans  UTunal 0.5-1 dadans
Tdluvaeniviedisdl  ldlunaendufieds  Tdlunesnfudiedns
i Normal saline fiflastudenudes

Jin EDTA
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2. Anthede viesvia thavmeniiushegnmne
3. Unelmaensiegelviatin drdawinsufjun
msfud - mnldanansoihdslalifufedied
gaunnll 2-8 psrnwaldea T 2 Tu iuuguds

o 1 v

ihdawiasujiRn1slaeussaindedliluvsensein

4

o <@

A udafionuaugumgi weunisdeiids
et anazdoyavomduiansaiiianysainiu
wuulasudansiafidiviun
4. \nauin1sUfsasiaeg

- fhegnivinadosnindismue

- ldganstudenudanvidetensneanm
g 1HAUTZLAN

- vaealAufiegeilsesunns1n el
fhethadseyiUeuooninneusnviaonoensinou

- lsdflaenn viseteanuuuaannliasuiiu
wwozideu ludaou lilanunsavsisednsld

- FegUnsvunasaifiuiiegislingaiy
Tutnéas

Placenta
Amniotic cells

Amniotic fluid

Uterine wall

Centrituge —

Amniotic cavity
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N1SAUANAMNIN

1. A25%1119A 52980 UALA TN D381
Aot lgluauuinig

2.aa5bimnudAglunisingesineinas
aouifisuiniesileifuussiainae

3. msiinsnuANAuAAEluio U §URNNS
(Internal quality control) laglddanaiuau
A il unsgiunnaseiiviinisiiases
AI8E9EINTIT

4.A3510199UNANTTUAIUANANAINLAY
nueunIsuen (External quality assurance
%39 Proficiency testing program) Juusedn

5. qUTRMUAISATUNISENOUTULGEN1IRTI
Uszllluaulsednsnim a1uesdnduzlunis
TATIBAATUTTUIANANIIATIAIN WU UANT
Dudsed

- Fluid: Composition analysis
i | Cells: Karyotype, sex determination,
e biochemical, and recombinant DNA studies
Cell culture: Biochemical studies,
| chromosomal analysis

Analysis using recombinant
DNA methods
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v

v

URL5N15n329AANTDY #8UTUNIINTIIAANTDY
First trimester : Second trimester (Quadruple test): First trimester %30
MA +B-hCG+PAPP-A+/-NT MA+AFP+B-hCG+ uE3+Inhibin-A Second trimester:
NIPT
I
v v v
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A l
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v 1 a
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DUV .o N i3k 12 OO
wulszdndusgvu 13 wén -0 OO0 0O-O000-00-C0 8-
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TUARDWA AR (WAL, DN URTNAV UL NZLEOR .o Alansu
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UsARLNILAY

p=d)}
—
=
b=d )

3181980
1. Us¢iRnaanynsngue1n1sna
2. UsgiRnaaaunsiaunanidlasiuleu (Trisomy 13, 18, 21 LLaBSu‘])
3. UseTannenynslsavaonidenUszamnliUn (Neural tube defect)
4. wwwmuitiendugiulumasesasadstag i

5. AIATIAINNITNAULTADY

6. UsyRguuns

7
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[ Fluorescent in Situ Hybridization (FISH)
[ Quantitative Fluorescent Polymerase Chain Reaction (QF-PCR)
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AFP
BoBs
CVsS

CE

FISH
IDDM
IVD

MA
MoM
NT
NIPT
NIPS
PAPP-A
PND
QF-PCR
B-hCG
uE3

ANTO

Alpha-fetoprotein

Bacterial artificial chromosomes on beads
Chorionic villus sampling

Conformite Europeene

Fluorescent in situ hybridization

Insulin — dependent diabetes mellitus

In Vitro Diagnostic

Maternal age

Multiples of the median

Nuchal translucency

Non-invasive prenatal testing
Non-invasive prenatal screening
Pregnancy associated plasma protein-A
Prenatal diagnosis

Quantitative fluorescent polymerase chain reaction
Beta-human chorionic gonadotrophin

Unconjugated estriol
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