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nNaNeIN15A1U (Down syndrome) 1lulsan
Wugnssuitinainauiiaun@vessiuiy
Taslulouiinulduesiigalulan fUionguennis
anfidnuazoimsmenainuazeinisuansd

FUNE LU Danwausluntnay ASYLhuy AR

¥ 1% (%

Ju Aaaynuuu Audndueenin ndiiedeu
thnden Seduuaznin fduaeiionnns v
wifleuaziintvesiiushagvnatu Wudu dnwas
wiufte Ssvsuaiiayaininiall wlafinisud
Auta PufuauRaun@luszuuaeg Tussniy
i szuulaiin N1slagu N1suowil SEUUTNLAY
9113 Aavila ssuumaiumela ssuusieulsvie
Dusu*? msnnauennisnmiidewestisunisaua
oehdlnddadausuanin fanssnwmenuiane
ARaUnAly waznisnszduiamnnig gianisal
n1sanIsnngueIn1sanlnulaUssunm 1
Tu 800 9 1 Ty 1000 voIMISNULINLANTYN
TuusewelneiivninlreiazUssanu 800,000 A
winlafinisauaukazdesiu Ussununislaan
gnumsnnguensadslniiiuiulas
Uszana 800 - 1,000 AU

auunAlaslulam 23 § 30 46 wia (Al 1)
Tuvariinguernsaniiinainaafinunives
Taslulougdl 21 usnvislaslulounefiosns
du awvmiinuvosiigade nsillasluluugi 21
Aun 1 widunnivadvessienie duinainnis
wusAIRAUNG (Nondisjunction) ANuRAUARLUU
#3007 Trisomy 21 wudewas 95 veengueIns
arianue (amil 2) anngsesasudonin

Robertsonian translocation Aan1sildiuves
Taslulowil 21 AunaInnsedeudeluidoudn
fulastalsaiindilu Acrocentric chromosome
Fafrudulaslulonil 14 wuld¥esay 4 vesngy
9IS (nwdl 3) duansinyliten
fignfio NIy Mosaicism GgUneiilaslaley 2
wuu luauiieniu (2 Cell lines) urugadd
laslulauuni 46 wis wasursaaadlasluleuie
Unf 47 uis arufindnfazannvidetostufiy
daduvesvaanilaslilesiinundlusisne wu
$ovay 1 Y0INgUEININIINAVLA UBNIINEE
fawwnuuy Partial trisomy 21 flanisillastulay
Al 21 iuaissundnlilavisdasiulon Tas
duredastulaafiAuiniuituiifedestunds
9111597121 (Down Syndrome Critical Region or
DSCR) yawaging mnsfiaunduuuinuldliosnn
fadungueinisandiinsalasluleulngds
1PIgIULEIHaUNR Fefudndnvaznneadiin
wilaunguain1sn1id wadiuiulastuleuuni
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2/ IS % aq
AeansIdudulngisoniugenans (Molecular

Y

genetics)”
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(ﬁm: https://dsawm.org/about/about-down-syndrome/)
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Al 3 uansanuiiaunAvedlasiulengdl 21 WUy Robertsonian translocation
sewrinalashilongil 14 uaz 21 (37: Kalpana VLet al. Int | Med Res Health Sci 2017;6(12):53-58)"
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v
Qo

2181eYeneAsTIA (V) ﬂ’J’]SJLﬁIENﬂ’]iLﬁﬂVI;]iﬂ
N§u2IN1IANU
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
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Qo

2181eYeneATIA (V) ﬂ'mw,ﬁ'mn'mﬁw"]sn
N§uaIN1IANIY
35 1:378
36 1:289
37 1:224
38 1:173
39 1:136
40 1:106
a1 1:82
a2 1:63
43 1:49
aq 1:38
45 1:30
a6 1:23
a7 1:18
a8 1:14
49 1:11
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A5PSIININLNDUARDAMD LU

N13ATIINNBIUHURANT
MsaTIIMasUfiRntg 3 2 seu deil

1. N13M919ARNNTDY (Screening test) 3
faqusrasdndniienisdestuuazanlenia
N15AANITNNG UBINITANIUAIENITAUNI

(%
a o

niafsnssdynongfifauidesganazuusi
Tsuns3dadunounann Madliieazanniig
WNSNFOUINNAITATIVINIRUN BUAADALU
naRenssAniAAsIn arm1sainle
wilulpsunad 1 uaglnsunad 2 veansiensss

2. N13RTI9719dun auAaen (Prenatal
diagnosis : PND) tlun1snsiaiasizsilasiule

YBINISNIUATIANNANITASIVAANTDINUIN

A329AANTDY
(Screening test)

P § 5
fauLdeenn |

}

NInATIARIUUNG

fmnuidssgs (nmil 4) Feserdunisiiumieeng
yoamisnluassa eradudieg 19910013
fintuidosn feghannmaazad vielden
31NN ABaERaveInITnluATIa
maftushegiswesmnanlunsaiia 338 unndagrh
seauszsinszds Ingldadudsaniiuig
Tunstihsaude
WesUuanIsniansunngdunuimdiAey
lunisatuauuazdesiungueinisniiy
nssdununeiosufoRnsmndunoudaud
Auddyitedu yaansiiisadosdosufiia
yihishennusyinsy Twanaumamdnivnms
LazaenAa IR UT DA INUAR TUANAINANY
UINTFIAING 1SO 15189 umIFIUIIUMATA
NSwNng MeNnsgIUlag Y INeSeNeTUNNg
wisUsznalne ielinan1snsaadiases
fananindedie awnsaatuayunmunLLas
Jesiunguenisanilaegeiiussdnsam

I@suAUsnemswugaans

NG PRHIGENEN

I@suAUSnumsnugaans

:

UfLa5n13n 323 adenauAnen

:

gaNSUNITNTIINNINUNBUAABA

l

75297UAUNaUAADA
(Prenatal diagnosis)

AT 4 LERIANULYENLEINITATIVAANTBIANUELINITAANITNNGLDINTA NG IRsATIA

gn1snNiladunaunaen
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10NAaNSONJDJ

. #3003 uaaiansg, aune wasians. mInsavidedemaiesl fuRnmsifleatiuayunismunuuas
Josdulsanaiugnssy “lsasndadidevinguusiwasnguainisniiu”. aanduideingeans
A5G NIUINGINENTNITUNNE; 2548,

. fiemssas Tazdaes, seuvty Tosrauns, avdd nyde, anasssd Wiiunaae, iyt satndnady
figBan w1ames, el Az Tauiuud, Ay dufvad. sienuatuanysal n1suszdliulasinig
Wsesnstesiunazmunungueinisniiu. lasinsussliumealuladuasuloviemuaunin; 2559.
- unasTel A3eAnn Y. nelygneew/nsunnsesneai . MIaTTvILNa 2552; 24(2):
31-56.

. Veerathu L Kalpana, P.V.V. Gowri Sai Ram, Poria Soujanya, Argi Anuradha, B. Papa Kusuma,
Huirem Bharati. Robertsonian Translocations t(21g;21q) and t(149;21g) in Down Syndrome.
Int J Med Res Health Sci 2017; 6(12): 53-58.

- Funun Waundy, guan Aaiywena, om AseTauuwd. dunuRalaveIn1InsIanTewazIiady
founaRAYRINgLaINIIANluUTEWAlNg. 1158153¥1NTANEITEY 2555; 21(4): 667-684.

. 0¥adaed $auds. mitedouaznuimsnluassdludlgmmsgimansiimuyos. fuvindadt 1.

YDULNU L SINUNL M INGF VUL 2561: 113-134.
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NI1SOISHINNNSOJ

UNUI
U = r-:l' o U ¥
nsnTRansesiiitmnendAe lunsALm
An3AIATIANIAULELIZINEN1TAIATIANIIN
NRUBINTITANIY NANITAITIVAANTDITA
Aud1Aylun1TliAILuzdIN15A 5197 H9dY
Wisnstuduludusaly NsnsI9ARNTDI39989
d":l Q{' U gj
Wunirsneasufifuinsgrud uieeusunis
AL UG AULEnse Aula Tanatsa
Ald918luge wazlinauinaianl n15s189U
NANTSASIVAANTDI 3 2 anwaly Fail
1. AEEIEe (High risk) wamadnilloniage
A Iz <, | ¢ a o &
msnluassdasdungueinisniim ngenansss
lAsUABUEEN LN IE UTURBA8N1SININY
PND)
wisneluaualufnisnluassaazdlasiulay

n1snluassa (Prenatal diagnosis :

KAUnAnNINE

2. AMULEEIAN (Low risk) wangIndllanauey
a & I3 | & o &
imsnluasssaslungueinisnnid deudndu
YRYUNNTNVLABINTIVYUTUADAIYNITIRIRNYNITA
Tuassn waldleruneanunmisnluassiasuni
YI9NLA

lngasun13ngiafnnsasinluieninudes
TUNIZVOINYIAIATIAUAAZTI® (Individual risk)
a ' a P v ) | ~
NazveniiAnudsinlog dugedunne e
wuzinlmanzdAs I aly LIns1En1519NzUNAS
fianudesonsgademsnlaliuiu daduinae
d‘ v [ I~ 1 [ 1 d' & 1
neausuiuludilnglunisuenindesgviol
Jeldandaian 1: 250 Wugadn Fadudaild
WiguiudnsnsgadeunsanmMaaztas1ises

N15M519ANNT0INGUBIN1IANIUTNA187F
wane1alunue1gATIAYEIUNIINTIV usiagds
a a a Y S Y a 1 [} a a
HUSLEANTNNLALVDAVDLAYAINNU UTEdNTNN
YBINITNTIVAANTBIIUNITINLUNNITARAUNR
sananazmdudnsIn1InsIany (Detection
rate) WAYONIWAUINGI (False-positive rate)
Jagdunwimenisnsiransesnilasuniseeusu
Tuszavainas esiininuliunnniisseay 75
LazlANUINIZUINNINTRas 95 Aanana

a

Tunns9i 1

=] a a aq LY A & A & (2)
A15199% 1 LARSUIEENININVDIITNITHTIVAANTBIVLUUNYDUTU

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
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A9199 2 LansUTEANENINYEITNITRTIAAANTOIIIBANNY Tdaulitseninferas 757

Test
MA

Triple test:
MA+AFP+3-hCG+UuE3

MA+NT

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

UE3= Unconjugated estriol

aeAUsEnaUNsUTEEUAILEYS
1. mqmﬁ\iﬁ%ﬂiiﬁ (Maternal age: MA)®

niemanssiionguinnda 35 ¥ ifloduils
Fufvunaaen finnadssgedenistiynsidu
nauo1NIA Yl neditunmdasuugiinlisuns
as193fladensunasnfieniainufinunfives
Tesluloy widmdsdsassdufiasnisnsiaided
founaenmzndB U TeTasianzuwsndou
MMEETRREINsEenTiavaTadanTes
Fae33aug deu ieliladeyaidowiutsenay
nsanaula
2. n'rm's'aalﬂﬁlul,ﬁmﬂ'muﬁge (Ultrasonography)
dioda NT Tulasanausn®

Aon153n Nuchal translucency (NT) ‘?JE]x‘ﬁE’]
fazanusnaiumdunevemsnlunsssiugig
91y 11-13 dUa9i Useunas 1 1w 3 499190
TuassAfd NT wuRnUnfeedlasluleuiinund
waraindsveamannguiiilaslulsufnunid
szidunisnnqueinisaiiy Wedl NT flwun
Anundiflddesndumufinsveamsnluasss

a FjUOﬂﬁSETS’)’?DWJﬁOJUQUﬁmSﬁQUO’\mSm’)UTUhCQJL’TJﬂSSﬁ

Detection rate (%)

False-positive rate (%)

a4 16
69 5
64-70 5

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

AFP= Alpha-fetoprotein

uiduinTeaneuansisnnudeafifisto NT
wfanumuaniulumsniiongassduinty
fatuorgassfiinauuues NT Adwase
JsyAvBnmaes NT lunisusnnishsasssman
Ngu8IN13ANIUBNAINNITNUNG Taenudn
Usgdninmazanaminnsiadansesluengnssa
fiannitu fofumsaramues NT fissetadien
Fegnuuzdlildianign1snsiafnnsomsn
nauemanlunsdimasanssdudn
3. n1sasavansdaadluidoandenensed
(Biochemical makers)®”

astuaiiildaradanseaiisai

3.1 Serum pregnancy associated plasma
protein-A (PAPP-A) lulnalalusfiufiasrsain
Trophoblast mmmm’;awuiw,ﬁaﬂuﬁm%’jqLLm'
918A534 28 T wé’qmsﬂﬁau%uaz%Lﬁ'u%{umaa@
nsseasss Taednsfisduaeaiinn 4-5 u
lulasunawsn ann1sAnwinudn A1 PAPP-A
wzanaslundedensssinisnluassdidunga
91N13AIU



Abnormal

3.2 Serum alpha-fetoprotein (AFP)
Hulnalalusiufiadenn Yolk sac Tuszezusn
YBINTHIATIAUATIINTEUUM AL WS UAZEU
399150 lusTrndIv8InsAIATIA A1 AFP
%qﬁuﬁ'am Taunaonnishanssd a1nnns
Anvanudn fn AFP anaslundadenssdfinisn
TuassAidunquennisandifleifisuiunds
fapssaimsnuniuazavanasedrstmaulusyey
Insunaiides

3.3 Serum free B-human chorionic
gonadotropin (B-hCG) 1Hulnalalusiudiasa
27 Syncytiotrophoblast Usgnausie o uag B
Subunit 1 R Subunit azdiAnusuzdmiy
hCG wnnnin Bsaziley 2 JULUUAD Free form
way Intact form s2AU B-hCG ﬁgqaaqgﬂt,mu
wwflanfintudony na991nn1silefuazgan
¥29018A555 10-12 &Uani wdsniuazanas
JUNTEHINGS 20-22 §Un 9 Aazasiiluau
ATUAINUAAGDA INNITANWINUIN A free
R-hCG Liintuluanidanssiimsnluassfdu
NANDINIANIY

3.4 Serum unconjugated estriol (UE3)
Juealnsauiiadaninsn 91nnsneg wudnem
uE3 amaslundefanssdimsnluassdifundy
91A15AY

3.5 Serum dimeric inhibin-A 1JulUsfiu

Aas1991nsnwazsaly 31nn1sAN™INUIIAN

NSUINEIAANSNSINNE NS:NSIJIANSISCUAY

Inhibin A getuluaninsasasinanluassfidu
NGueINIAIY

nsnsIEeavdanansss (Maternal serum
screening) @11150M533LA LUADI 2 Av 1u
Iesanawsn (First trimester) 921573 Beta-human
chorionic gonadotrophin (3-hCG) LagPregnancy
associated plasma protein-A (PAPP-A) 3101800
niasanssisufumsia NT wazlulnsunadt 2
(Second trimester) avas1aiaeamdininssslng
75 Quadruple (Quad) test laen15e1TIAMIUTUI
a133adl 4 vila lauwn alpha-fetoprotein (AFP),
Unconjugated estriol (UE3), Beta-human
chorionic gonadotropin (3-hCG) ez Dimeric
inhibin-A Tagligasin NT Fdlundetnssiig
nsntuassaidungueinisnnidazasianuen
UsuasansTuadlofin AFP waz UE3 6 veusdl
(-hCG ua Dimeric inhibin-A g3 Mntuideaya
HaNTILATIERUTUMEN ST AT ez U s TRNS
Fapssduiuadinudedasldlusunsy
d1393UTNHILNNTNAABUAINYNABININTTUY
aunmiuiivensuluszduana Gaazdunuen
AFP, UE3, 3-hCG g Dimeric inhibin-A 880
\Jur MoM (Multiples of the Median) ¥30d1uau
wihwesrnfsegulunguuszvnsundiongasd
Wiy A MoM st 4 dnitle lenunduaa
Sfunnuideafiininergrdeianssd Ussi
ARBAMINALDINIANIY Usz iRnsguyyi madu
WL wazUseiRsug muitssylunuuiinds
fregefagldrnnudssiinsnluasssilena
\Hunguernisand Inehlunsnsia Quadruple
test 197M31N190M529NU (Detection rate) 1150
lupssangueinisailssanuiosas 817
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wUAUHUAEIMIUNITATIAANTBINIY
WoUfuRng
1. nsasavarstaaiiludenndenenssdis
Quadruple test

vasransss vienenssd manluasss uazsn
aradeansiaaituninansviaidfey vy
Alpha fetoprotein (AFP), Unconjugated estriol
(UE3), Beta-human chorionic gonadotropin
(3-hCG) Wag Dimeric inhibin-A 91ANSANEINUN
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mswiiayss ansnsonsaliRausiogasas 10 AU
FulU 9hle 2 wuamne Ae

1) N15MIIYITNITIEIFULUE 130 DNA
Sequencing Wioussdiudndruvasiiduefiunain
Tasluloudidasnisniasruinunffisuiu
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2.1 Fluorescent in Situ Hybridization (FISH)

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

2.3 Quantitative Fluorescent Polymerase

Chain Reaction (QF-PCR)

Conventional Karyotyping
A15A5193As 121 LTIy (Conventional
Karyotyping) #50n1531A512% A5 lulan
(Chromosome Analysis) tJun1sns1a3iade
sreazionvaslaslulonunazuni tiensran
mmﬁ@ﬂﬂﬁﬁgﬁﬁmuua:gﬂiﬁwaﬂﬂﬂﬂw
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gouwnvuduvulasiulauvitliiauauiy (Dark
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laslulen ghelvienunsodinsizidnvazuazdug
volaslulwueviloulapeadniau wazudugiunn
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nzANURRUNANIIR1UlATIEs1e (Structural
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Q (quinacrine) banding, R (reverse) banding, C
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(telomeric) banding, and nucleolar organizing
regions (NORs), high resolution (fine) banding
Tngunfezdenlaomaia G-banding® (nwil 5)

NTFIILIUNA HINTZUVLINTFIUEINE An
International System for Human Cytogenetic
Nomenclature (2016) (ISCN 2016)? Taevialy
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68 3 Ak 48 i E

19 0 21 kel x ¥

Al 5 LAAHANTSMSIa Conventional Karyotyping lagn1sdaunauduulasiulesiuuy G-banding

VBMINNFUDINTAIUNANE 47, XX, +21 (n) Wisuiguiumsnun@mease 46, XY (1)
(flsi: https://www.eurekalert.org/pub_releases/2014-04/ude-t2041014.php Waz http://fig.cox.miami.
edu/~cmallery/150/mendel/karyotype.htm A13U&16U)
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Fluorescent in Situ Hybridization (FISH)
n1sUszandldinatin FISH lun153lade
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a a a <
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) [ a a 4 1 v a &
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N1331891UNA AIUTLUUNIATFIWEINE AN
International System for Human Cytogenetic
Nomenclature (2016) (ISCN 2016) Tagily
srwunanisly 3-5 Yu udsanSuiildsusegng

()

AT 6 WARINANIIATIANGUDINTATI (Trisomy 21) Ineinaiia FISH

Aaseiilaglyd DNA probe fidumgiulasiulen 21 uay 13 WuN15150IUaAaY 21-probe 3 30 (Fvwy) Uay

13-probe 2 90 (@3#) (n) WisuiguiuauUnA nun1si3eauae 21-probe 2 901 (Fyun)

waz 13-probe 2 9 (#38) (V)
(fisn: Magalhaes M, et al. Clin Case Rep 2017 ; 5 (8) : 1222-1225.)
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Bacterial Artificial Chromosome on
Beads (BACs on Beads; BoBs)
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WUATILSY W38Wne BAC (Bacterial Artificial
Chromosome : BAC) unn3saguuiila Dyed
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10,11) (ﬂ’]Wﬁ 7)

Wisuiegunu Reference DNA'
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Normalized Ratios

0.5 1 1.5 :

38.744-38.911
13C2; 63 13q14 1.00 0.96 42.155- 42.301
13C3; 64 13q14 1.07 1.04 45227-45.407
13C4; 65 13q14 0.84 0.92 47.795- 47.976
13C5; 66 13921 0.98 1.00 58.739- 58.892
18C1; 67 18p11 1.00 0.99 2.735- 2.908
18C2; 68 18p11 0.98 1.05 13.989- 14.143
18C3; 69 18q12 0.97 1.03 30.827- 30.986
18C4; 70 18921 0.90 1.02 51.861- 52.034
18C5; 73 18922 0.96 0.97 61.790- 61.971
21C1; 74 21922 1.26 1.32 32.208- 32.373
21C2; 7521922 1.26 1.26 34.661- 34.820
21C3; 76 2122 1.42 1.28 35.229-35.372
21C4; 77 21922 1.29 1.42 43.556- 43.770
21C5; 78 21q22 1.27 1.29 44.146- 44.311
AUTOT; 55 2p12 0.92 0.92 78.305- 78.456
AUTOZ2; 56 4p12 0.91 0.93 48.049- 48.241
AUTO3; 57 6q14 0.92 0.93 78.576- 78.751
AUTO4; 58 10p11 1.00 1.01 33.373-33.522 >
AUTOS; 59 12p13 0.95 0.96 11.529- 11.740
AUTOS; 61 14q11 0.94 0.87 19.571-19.731
CDC1; 8 5p15 0.96 0.97 3.065 3.214
CDC2; 9 5p15 0.94 0.96 4.545- 4.707
CDC3; 105p15 0.91 0.91 5.879- 6.020
CDC4; 115p15 1.10 1.05 6.357- 6.533
CDC5; 125p15 1.04 1.01 8.165- 8.312
CDC6; 135p15 1.06 1.10 9.086- 9.240
CDC7; 145p15 1.02 1.04 9.866- 10.044
CDC8; 15 5p15 1.06 1.07 10.622- 10.774
DGS1; 16 22q11 0.96 0.95 17.736- 17.777 C
DGS2; 17 22q11 1.01 1.02 17.865- 18.040
DGS3; 18 22q11 1.01 1.03 18.073- 18.287 l
DGS4; 19 22q11 0.95 0.90 18.138- 18.300 o]
DiG1; 20 10p14 0.98 0.99 10.656- 10.781
DiG2; 21 10p14 0.95 1.03 11.193- 11.358
DiG3; 22 10p14 1.01 0.97 11.409- 11.592
DiG4; 90 10p14 1.06 1.03 12.011- 12.206
LGS1; 91 8923 1.00 0.97 116.388- 116.555
LGS2; 23 8923 1.06 1.07 116.555- 116.738
LGS3; 24 8923 0.96 1.00 116.804- 116.962
LGS4; 25 8923 1.02 0.98 117.604- 117.738
LGSS; 26 8924 0.96 0.93 118527- 118723
LGS6; 27 8q24 1.06 1.07 118.757- 118.949
LGS7; 93 8924 1.04 1.00 119.107- 119.260
MDS1; 94 17p13 1.10 1.10 0.836- 1.008
MDS2; 28 17p13 1.00 0.98 1.336- 1.531
MDS3; 29 17p13 1.14 1.11 1.565- 1.776 3
MDS4; 30 17p13 1.00 0.97 2.027- 2.250
MDSS; 31 17p13 1.02 101 2.177-2.316
MDS6; 32 17p13 1.02 1.05 2.312-2.492
PWS1; 33 1511 1.05 1.10 21.523-21.707
PWS2; 97 1511 1.06 1.07 22.627-22.804
PWS3; 98 15q11 0.98 1.04 22.737-22.904
PWS4; 34 1511 0.97 0.89 22.908- 23.069
PWSS; 35 1511 0.86 0.87 23.114-23.263 E
PWSE; 36 1511 0.92 0.98 23.337-23.504
PWS7; 37 15q11 1.04 0.99 24.371-24.550
SMST; 39 17p11 0.97 0.97 16.789- 16.976 LY
SMS2; 41 17p11 1.16 147 17.473-17.659 »
SMS3; 42 17p11 1.02 1.04 18.141- 18.319 r
SMS4; 38 17p11 0.97 1.00 20.013-20.186 [
WBS1; 43 711 1.05 1.02 72.508- 72.717
WBS2; 44 711 1.04 0.99 72.640- 72.819
WBS3; 45 711 1.14 113 73.048-73.146 b
WBS4; 46 711 1.00 1.03 73.146- 73.291
WBSS; 47 711 1.05 1.03 73.500- 73.639
WHS1; 48 4p16 0.98 1.02 1.467- 1.677
WHS2; 49 4p16 1.06 111 1.595- 1.785
WHS3; 53 4p16 1.07 1.04 1.705- 1.918
WHS4; 99 4p16 1.00 0.98 1.850- 2.043 L
WHSS; 54 4p16 1.00 1.07 2.127-2.322
XC1; 79 Xp22 0.64 0.92 6.958- 7.137 \
XC2; 80 Xp22 0.65 1.01 10.699- 10.763 3
XC3; 81 Xp21 0.69 0.98 37.368- 37.555
XC4; 84 Xq13 0.69 0.95 73.303- 73.450
XC5; 85 Xq27 0.69 1.05 146.757- 146.960 o
YCH1; 86 Yp11 5.36 1.03 8.461- 8.636 3
YC2; 96 Yq11 477 0.92 15.036- 15.174
YC3; 87 Yqi1 5.15 0.91 19.299- 19.472
YC4; 88 Yq11 5.68 1.08 25.313-25.416 Do
YC5; 89 Yqi1 3.15 0.87 25.489- 25.646 o]

0 0.5 15

MWN 7 uansdyanaansiiotasgeaisaisudninle laginaila BoBS
TumsninavianguaIn1sn1l (47, XY, +21)
(W31 : nFuRUgNIIY anduddeInerenansansisaan nsuIneImansnIsLNmd)
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Quantitative Fluorescent Polymerase
Chain Reaction (QF-PCR)
Junisnsivdeuaiuiindnfvesdiuiugn
Adueuulasiuloy Tnverdunisifiudsuiaans
ftugnssuuInas iU wellasundu (Short
tandem repeat: STR) fiflAanunaInualena
WUgNITUEe I1utueg19dey 4 dunyasa
AMURAUNA UaTATIAILATIEN PCR product
lnunannns Capillary electrophoresis
Freasediiaszidduuasaludd 4iusunsy
d15a5Ulunsimsierinanisnsivesnundu
Electropherogram flUsunsudnsagudmsuns
A5 eUsun Inefuiaandadiuiiud
lins1mlves Peak M3odndIuAINgvRs Peak
NsuUanNanaITUIINFULUY Peak 989 STR

120 160 200 2400 280

marker uiazsumlasaniy 3ansinenldnsa
auRnUndveslaslilougi 21 saudulaslales
Sufinupuinundves Taud Tastulew 13, 18,
X waz Y "5 (i 8)

N3I1YUNA

Uni §ULUU Peak w84 STR marker usiay
Auvia 91891ula 2 JUBUY e 5189 2 Peak
dndu 1:1 ¥3991897U 1 Peak

NaNeIN13A13U UL Peak a3 STR marker
wiagsvue Tenuld 3 JULUU fie T180u 3
Peak dndiu 1:1:1, 918997 2 Peak dndiu 2:1
139 1:2, #99518497U 1 Peak

Tnevhlusenunaniely 3-5 Yu wdwiniud
Ia5umegIs

320 360 400 440 430

!
g

(T

D21S1435 (1:2) D21S11 (1:1:1) D21S1411 (2:1) D21S1412 (1:2)

AW 8 UaR3 electropherogram YBINEXBINITANIUNE Trisomy 21

(ﬁm : Cirigliano V, et al. Molecular Human
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YoALazYaINNAVIIITNITAID

1. ansansiednuiukarslse 1 dndudeunnzifenyad Jdldszesinainginineziuiy

dnwaugvedlasiulaule Uszan 3 dUaii
2. TenTmsnzidsaadaumadlafosas 1
3. uan1sn1aTiun Tanunsansanun1z Mosaicism Usinay
totld frasdunmyiferins e unumadinniu
4. lianunsansranuauRaUnaiisinnsvinvestasiula

[

Yuskan (Microdeletion) 16 1ws1zALazLBunnandn

1. lifeamneideamas vlwsimss 1. deadenld DNA probe Toimunzaulunisnsiaidasds

Tunsnsivitady 2. ldenansamsanuanuiinunavedlastulenuindun Nieg
2. @1U150ATIANUVNITVIADS  Uentuileannuiiaae DNA probe 1U Hybridize la
Tnslulouvuinidn (Microdeletion)

Wieg 50-100 kilobase (Kb) 1

1 lifpamzidsaad vilismg 1 nmsdudeuandeswllushegianing oredsmaienisula
Tun1sas9ifiane Hale

2. @nsoasamAnuAaUnAves 2. Sadliaunsansiedessimnuiinunavedaslulyuin
Iaslalanvuinanyiin Microdele-  Point mutation, Balance rearrangement (Inversion uag
tion ey Microduplicationléf Translocations), Ploidy change, Uniparentaldisomy,
3. lUSneumednstos Lagaunsa  Chromosome methylation wag Mosaicism Usunautiasls
asramANURnUnfvedasiulyuls

afsazmanerinneuiiu
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1. laifosmzidpamad vildsng
Tun1snsiaitane

2. THUSunausneen9tien Lava1u1se
psmnANuRnUnfvedlasialoule
afsazmanerinneuiiu

1. Msvuauanaenwilusiiengnaiinsi e1vdsmananiswua

nale

2. nanutgminisnsradulinsu (Allele drop out: ADO)
WU NSEATIEiaEe Mosaic fifiwadRnun@uiia Trisomy
21 Tulsunatlosunn 91anunsiia ADO viliwUanan15m 73

a I3 %
NANAR L WJusu

Fanuziin1sinuLazindeniagn’?

1. iiufegneluilesn a3t uazidonavasie dwmsiadudumnsiesufifing dall

[

Conventional USinal >10 Hadndu  UFunw 15-20 Uaaans  USuw 1-2 1adans
Karyotyping Tdlunasaiiudegne?  ldlurasaiudmedns  Tdlunasaliiudiietgig
i1 Transport medium fansiudonudein

v1n Heparin

FISH/ BoBs/ QF-PCR Ui >5 faansu USuaw 5-10 Hadans  UTunal 0.5-1 dadans
Tdluvaeniuiedisdl  ldlunaeniufieds  Tdlunesnfudiedns
i Normal saline Piflastudenudes

Jiin EDTA
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2. Antheie viesvia haaeniiudieneynig
3. Unelmaeasegelviatin dndawinslfjun
msiui nlianansadhdslalnAuiaogied
gaumnil 2-8 sarwaidea LA 2 Ju Muuguds

ihdawiasujiRn1slaeussaindedliluvsensein

v
S <

mmmuﬁamuguqmmﬁ R NGOPRGR
et anazdoyavomduiansadiiauysainiu
wuulesudansiadidviun
4. \nauin1sUfsassiaeg

- fhegniviinadosnindismu

- ldanstudenudsnvidetiendnuann
g 1HAUTZLAY

- vaealAusieg1elseuunni1y wsed
fhethadsevieuooninneusnviaonoensinou

- lsdflaann viseteanuuuaanliasuiiy
wwozideu ludaou lilanunsavsisednsld

- FefUasuuvasaiiuiiedislinssiu
Tutnds
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N13IAIVANAUNTN

1. A5%1119A 59980 UAUA TN D81
Aoutunlgluauuinig

2.asbimnudAglunisingessneinas
aouifisuiniesilofussdainae

3. msiimInuAuAuN A luiesU RIS
(Internal quality control) laglddanaiuay
A il unsgiunnaseiiviinisiiases
AIBE9EINTIT

4.A3510199UNANTTUAIUANANAINLAY
neUNIeUen (External quality assurance
%39 Proficiency testing program) Wudsedn

5. JUTRMUASIATUNSENOUTULGEN1INTI
Usellluaudsednsnin auesdnduzlunis
TATIBATUTTUIANANIIATIIN WU UANNT

Wudsedn
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[ Quantitative Fluorescent Polymerase Chain Reaction (QF-PCR)
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ANTO

AFP
BoBs
CVsS

CE

FISH
IDDM
IVD

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

Alpha-fetoprotein

Bacterial artificial chromosome 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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