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1. Prenatal Diagnosis (PND, A& SXXIEH
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Al olgHd o7t &4k A sty] g welth PNDoAE Ak A YAlo]
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2. Preimplantation Genetic Diagnosis (PGD, &

PGDE #8el ol Hobt TS L, Ao FRY PAIE Aol vt A4

A& AEA7I7] AE ek

WL A2SA (in vitro fertilization: IVF)& Al8)8te] Wzle] S| (polar body)tt =4 &he] &1&
A7 (blastomere biopsy)8le] 24 oA GAlol A FAXEL Alssle] fAo] WHEER L 4
HE Aol AP0 oAste] AR PAIE A=

1) &A™ SEFCHY MAFZFIT| @

_ i

PGD (334 fAzleh PND (A 71 &)
Ho= “;éj;lj} N 4 R _0}*&
A4 FAAE
A Aol A QA
A7) FAT ol A Al 105 (CVS), 165 (532D
ke Al A Ee STy 97 chorionic villi =& 45Ul HE
Ak A3 single cell numerous cells
2y PCR, FISH E WA HAL PCR, FISH
A3 Bd7 muchless greater
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2) A4F RENT I

A fra7gel Hls) PGD7F e FHE %{‘%Ol URY vop} YU AE HgomH AR
oAl 4117 Bask glom, ikl Tt 4 49l 3E3% A Rgold PuiEe )
AAAG A= o} {Pfgsq Blol2 fAtAIACE she weel, bl HANW

FAR olAsA Pk FolA a2, EYFoz F8a77) o 48 Aoz
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3) PGD| S&

PGD< IVF$} prenatal diagnosis”t 2%t WA #yolth. PGDE H3 o] PNDS} w72 A
A8 oZIE E4ksl7] 93 Aol R FAAGE sk Al7]7F B4 Aol B4 doz IdFAR7)

AM s FARE AHRE v zZEo] AAE o 3t &F (blastomere)-t = (polar body)S
o] &gt GUME FFolA fFHRGo] o]Fojks B o] 9l

o Al

1989*d A.H. Handyside”} X-linked recessive &2 713 7}A|9] H3ol A Ae)4A] Fol] pPGDE A
gated Aol BRlAF HE oolg MeA oz oxlsle A dale] HATh 199637hR] A A
2.2 600 PGD-IVF cycleo] AlAE A 100982 o}7]7F Blojt=d] 2o X-linked disease©l 132
3 9o FAA| o dolt Tl frabAEe ot FAME] XFEUTE A o) E3
ZA g g dg FEEo] A2 WEEHE reciprocal translocation©] =4, BQlARl Rr=
FdHo] Aol gt 7L¢%°§ 2 FAAANA A BFEHE 7R FATo] gol Arj=E o
i 584 f48 AYsHA "ok o]y Aol telomeric, subtelomeric probeE o]-&3t A} o
ALt balanced carriers A1'83t] PGDE Al 4= 1A HSUch

A7 PGD7} tha =¥ £53 dAsHA 9@ olf, AAE Aoler|eo] wdsie] gdAE

= —-—*701'71] OFn £24 #339E 488 8% 5= U= AlElolA PGD programo] 7FsdloH, &

2 QAAG FAA ol AEEo] PHASY tdsiA Zt Agvlth FISHY PCRE es}7]o
"*‘é}ﬂ AZE Sk dis B d7xEy =30] "a3alr] wiolu)

1) Autosomal Recessive

Cystic fibrosis
Tay-Sachs disease
Lesch Nyhan syndrome

B-thalassemia
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Spinal muscular atrophy
Adrenoleukodystrophy

2) Autosomal dominant

Marfan syndrome

Myotonic dystrophy

Huntingtons chorea

Familial adenomatous polyposis coli
Charcot-Marie-Tooth disease 1A

3) X—linked disease

Duchenne muscular dystrophy
Fragile X syndrome

2. Chromosomal abnormality

1) #+=38 olg

Translocation (442 Z22p
Robertsonian translocation
Reciprocal translocation

Chromosomal inversion
2) =40 o4

Age-related aneuploidy

Sex chromosome mosaicism

IV. PGD &8

1. IVF — PGD procedure &% 4l

N

[ Embryo Transfer |

MCD 2 7 10 12 15
COH Culture :
oPU Blastomere
Biopsy,
IC
S| PCR, FISH

215

B-hCG

Amniocentesis
At 16 weeks

Symposium |



~—

Symposium | « Preimplantation Genetic Diagnosis (PGD: &Y™ STTIH

PGDoIME FAEE AL oF 817] wigol AsAS Afaor gt ¢4 F4ALU IVF e
& gonadotropin®} GnRH (gonadotropin releasing hormone) analogue® A28t (controlled ovarian hy-
perstimulation: COH) dAE AFated oo ¢4 XS At fct Jdat AF Yol Akt #4848
A7l B8 A2 FREdo] EUEE AL W] A8 vHzRAEE AXY FAFUE (intra-
cytoplasmic sperm injection: ICSI)2 Al 83ty & 7)o ARk Yot}

Icsl

AR o2 ujolrt BASE Aeolle 4 1Y F PN stage, Al 299l 4 cell stage, A 3Yol| 8 cell
stage embryo = e} di7l) &7 A7 (blastomere biopsy) 6~10 cell stage embryool] A A] 335} o
Nz2z2 dFE 1~27) 28] W} Genetic diagnosist PCRO 213t Edwo] FAXIAHAL e
Fluorescence in situ hybridization (FISH)E A)3st] FAAHALE A dct BARER, v[AEHA 74
g F, 298] FHAT o] o] 48 FAT B SRt 718e1E
FABL o020 Aejdn) UrA] fawe] A e FAHY T 7Y
gk MEste 4 Al 4ol &g o]Asle] PAE ALt dalo] AJFEIH AbA
A (CVS E= amniocentesis)S A3t AL 42 AelE B3t

2. Cell Preparation Methods

gt FE R GAAHE sto] @ A A5 F EL P IRE BHs MES

dojuj= HAe vt 2}
1) Making a hole in zona pellucida (53} &)

A 2 RS SR e FHUE dolEth

(1) Acidified Tyrodes solution

pH 2.2~249] A& o] &8t vijote] EHUIE =
d2te] SAE sk die A§etA ok

(2) Mechanical dissection (partial zona dissection: PZD)

YA WHoR v EE X A FHY FEU AAE sk WHoE A

AHg-€Tt

=]

1= ez dA 7MY de A8 gley

b o ol

il
ol

B4
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(3) Laser hatching
FHIol BaE7] Al&Eld = Algol tdsts e AVE AEE Y £ Q3 AT
MHE & 7FsAdo] Hol o)Al whgoz Azt

2) Biopsy

(1) Polar body biopsy
#HrEge 232 PAd FA e vopigd] 54 8471 oflnz AAst zidel] €849 &
ok @2, & BAOA fAsE B Aol ALSE £ 2000 oocyte?} zygoteZHE] #1353
= Al ARFA 25 241 g ook FAle] @AAY 42 dHe dabe] A A gEsHes
Ag BHste] FHAAE AdstE dxte] Aejg dddd = 9k a2 ZACA fese dd
Tk H87Fs8a, 279 FAHE 2T dojok Xdo] FEstE o] BolA AR AAHo=
oF 2 center BHo] o]&-&}il Qr}.

(2) Blastomere biopsy

A 7Hg g AMEEHE el £ g Ado] o] gsteg AU FA onFox FAHER]
AMEE 7 Aok AT compaction©] ¢AE doutH HEE Ealsr|v) ogl2g £3 3d4
6~19 ME7}) 23] A3t olwl: mitotic index?t 71 ol A Fo] MFo] 3Eo] wav
Sk Atool] junctiono] & Wl BFE Fa] AFo] o]AF u AT F=E O & §H
3p7) W] 7bg del AHgE) s 2] A w]A 7 12718 A sl Uolx inner cell mass2
trophectoderm A|3£2] W&ol FFoz FAHH, P GFMERRH FAHoT 2 A} LA
e AR ofu] AF 9} Aol A FHE AL ML acid Tyrodes solution B4 lager hatching O
E] (zona pellucida)ol 7H& £& Fo| pipet OB F7E FYsIAL) AAE o] 83le] Loy
o g Bas Wk o] Wi dyoeRE [~2709] MER o] o] ggh= Aglo] ol
mosaicsE X ©8l7] FEH, ALFH Ale 713 o] metaphase?] A WL A7|7} oo
ol

ESHRE (European Society for Human Reproduction and Embryology) PGD Consortium2] E-7ol] 2]ab#
acid Tyrodes solution®]l 2] zona drilling®} blastomere aspiration®] 714 @] AFEE 1 9low oF 97%
o] ufjololl A} g AAo] AFHoch

(3) Trophectoderm biopsy

A2 Ado] blastocyst stageol] =25} inner cell mass®} trophectoderm &2 UH-¢1t}. Trophecto-
derme F2 S P45 vlof@ Aol AW Bodsix] ¥ O2E 2 trophectoderm M EE ofz] 7f o
o] Wojx slfolofA] siE FA] Ferhe Aol ot A 5~6dAol 10~3072) B MEES 22
T AUTE 107] ol AIASH heG Ao tha Zadhed RoA FARE st BES £ YATh
5~20782] MZE YO metaphase chromosome spread® ¥717F B4 U3t blastocyst ¥ PF2710)
2 Z5oj 2| o] 3Rl ol F 4 vk a3y 9o RE ggke] oF 25-60%%4H0] blastocystoll
EgelEg ALg 7hsg R FA Alge] fEZw glole} HRIHE Alojol FMA A7} o} 2
confined placental mosaicism$! Aol 22 A% Polg F1x HHE AFgs| < 5 ¢

the Roltk

=

-17 -



Symposium | « Preimplantation Genetic Diagnosis (PGD: =T STTIH)

V. Molecular diagnostic tools

UuFA 0 2 single gene defect] -0 PCRZ ZHHgtt}. X-linked disease®]HA] PCR primer’} &
¢l PCRE A3}l PCR primer’t §1& 7-9-ollE FAHo] AAHA & A (gende)S A H 3t
7] 93t FISHE A&t = JAdo] vo)r} 354 o]l 7-$ol HMAQ oA (RE:, aneu-
ploidy)S ¥74317] 938l FISHE AR&-grh

1. Polymerase Chain Reaction (PCR)

EdRol7t dojt B4 A Y AT FET ol FUIMES ¢ o™ 2749 oligonu-
cleotide sequences A ®}3}o] PCREZ F-AAE FEF 4 vk 29 PCR-PGDAA = AL
#0]7] Y3l hemi-nested = nested primerE AHE-3}0} two-step PCRE Al 33T} =, first PCRONA]
A ZZ3 fragment2] -l second PCRY primerEo] 2Fe = UEE 3ty Y3l= Y& 52
sh= whgolt

1)} Heteroduplex analysis

heterozygous DNA sample2 HAIAIZ] £ reanneal Al 718 Y homoduplexE THEHA 712 mutant

9} normal allele strand”} Z38} hybrid formE THET) Heterduplex™ DNA R7|8ld F 1-2 alleleol

mismatch?7} Q& 7A-$, o] B AT gorz HAJGFA AA3F] o]F35}r] uiol
2 o)

sample©l] heterozygosityZ} 21tk & 4= Q)
o] B2 cystic fibrosis, Tay-Sachs disease, familial adenomatous polyposis 59 o] Al-&-duh

2) Single strand conformational polymorphism (SSCP)

Scanning assay©]™ 100~500 bp2] DNA fragmento] 4] 212 deletion, insertion®|t} ©Y A7]e] HalE
BAgd = 9= Woldh PCRo 98] FFH DNA samples denaturationA]7 single strand2 T-EH
A7} Apololl 93 A intrastrand ineteraction®l] &jdA] F=7F thE HE|7F H I non-denaturing poly-
acrylamide gel electrophoresisoll 2}3}) THE alleleo] 2 E 4= o)

SSCP= ul7} 318t procedure”t IFAsHR A v]8-o]al WA FHULE AMESHA] FerheE
Aol Al Bo] AHR-Ht}. SSCP= familial adenomatous polyposis coli (FAPC)2] PGDol| A& &itt.

3) Fluorescent PCR

Zd9] PCRS AA A< whfol2 2 8523k 37]9] product® FET F $IUth. Fluorescent PCROY
A& & primer W21l fluorescent oligonucleotide S AH-8-81e] F-ZA]A laser analysis system 2.2 product
£ #A3 it

Fluorescent PCR2] &= 7]& PCRY 10008) ©]4= ™ cystic fibrosis®|A] normal allele®} 3 bp7}t
A< 508 allele2 AE3] FE3] @ 5 Qo) I single cellol Al PCR cycleS 35~403] 3k A=
HEu2 pGDE & W AlFE HAFd ok
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Fluorescent PCR-Z A}8-31H allele drop out (ADO)©]\} preferential amplification (PA) 2-A& 2T
4 dth YukEol pCR Mol A heterozygotic cellofl A allele 5 3 alleledl|A] 2F3FA] F&o] Youth
o THE alleleo] A Wol SEHE= 7398 PASHL 619 PAZF STAY B¢ 5, TF aleled %t TF
o] Youfil thE FoAe FEo] Ao ¢EW ADOZFT e} 13| fluorescent PCRY e &
- 7] ol PA A9OlE peakE EAH 4 2ol PCRAA ZR ADOE st 23HE A7}
Zol s a5 dch AAE Dr. Sermon $-& myotonic dystrophyoll 4] ADOEE 142 £Y 5 A/

4) Multiplex PCR

PGDOA = GUMEE o]l PCR FFE AdshA "t 284 multiplex PCRE AMS-31H 27]
ole] ofd] FHAE T AN F Aok o7 e M2 BAYUE primer setE T3]
PCRE A3l olt), olfjo = primerE T} 3= PCR productE Atolo] A& zh8-o] glojof gich
AAA PCRE & o) o2 F572 primer & o8] 7] Yol F3aaL, 284 PCRAIAME sampled
T Fol Z}7] O nested primer 4% o] 838lo] FEeT) o] HEZo] I YAUEE primerE
Q] 5%, annealing temperature, reaction buffer® # %8} Al# o} ghr}. HAlo] &= 6~8A]1to] 4285
o] PGDE Al&isl=d] £47} glck

Multiplex PCR-& ADO #A1E sjdsl=d Zgo] gt HE fiste £d¥olel BHEH polymor-
phismE ZASIH o] F FoA FAY ADO7} dold FEL ¢ Hom=z Ao uiREdA]
t A

mutant allele 2T 7+ Yr}t o]A-S E3] autosomal dominan
5) Whole genome ampilification

PGDE TUAXEE FAAGE shzd ofHl Aol 27) olde] Edvelg Adsjof gk o3&
812435171 Yhed primer extension preamplification (PEP)e] 7NEE At} 718% PCRAA] ARE-8H= specific
primer TH2loll 15-base random oligonucleotide primer® ©]8-8}H low stringency 7104 DNA Z Aol
Agtsle] FETh AAZ spermE o831 2ASPH HA] genomed 70-80%7F TEEHBE multi-

locus analysis& 9&3] A3 + Ut
2. Fluorescent in situ hybridization (FISH)

FISHE o] 431d 4 A7} ol interphase nucleus®] G4 W334]2] signald AloA sext}t
£ 9 4 AUck HZ probed] /MEE Aol AFE] olgifd FAAY F2H ol FYs
A ¢ A HAUTE YR o Z FISHE 2ZF G Folgh wHEAH2] DNA probed AM&-8Hct
& Mo g3EA7} 9 signal 2 WE repetitive satellite probe s AFHESHA ol2] 712] DNA target
S FAlo] #&Ee 4 2t} Red (tetrarhodamine isothiocyanate: TRITC), green (fluorescein isothiocyanate:
FITC), blue (AMCA) #3EZ 1 FISHO| A§st7] W&ol 5719 484 TS uet & A
ol vehd = Uk o]#A) shH FA7] A EA X, Y,13,18,21 5& FAlO] #EAYS 5 gih
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VI. PGDOl g&X o34
1. RZe

flollA 712 PGD &% ol9i= HEH e Axd AV FHRE FITehaL gled A9
RN fFadge] TEE HE 5 UM

1

2. GAH ol olgt &Y Kt

F QA 723 oo U3 AAFAHE 1 YT o] st PGDE oAy

AA] olatel 2] AAFARE A o] CVSE AlgEy] Ho wAsleR Ak

Aara FEAL v don] A faddo] FU GAH Oijte g E 4 Qo) o]# &

oA Adglale]l HW A HAREO] 87%~95%E wi¢- Eoul, AdH FARGE ARIFoEMN 5~
5] 7AHT) I unbalanced chromosomeo]] &3 7]8ole Ao ojitdd 4= Qi)

Aol 224 olao 2 YAl SV Ao Aol A FAG (PGD) H]Zé’z} IR
FeAom A% AAA, A Bae ddste YT oA X
o] )& 7440l = genetic risk®}, termination of pregnancy® WHlldl= H-5 E s % -T'E‘]ﬁ}ai ﬁ?}?z
ah= BB A AR AIhe) alternative treatment®=A] PGD7} o8-8 4=
FEEZ SdiE 3 jlojA F57F Alsta Yals & 4 9le 7ol g ‘a’ie?oi’é 33015}.

QUNEE B3 A FAATe] 7153 8 AL Udo] 'ttt EAAESH i A
Ay BHEF v zzE] Ul 23 oy ¢ho T TAMNE FFo zrhyo] v wdsHH
aneuploidy®l] 9J3 F4HES O #daA7ln fZ80A] 2ES £Y 4 YA £ FISHE 7)
22 full karyotyping®] 2835 G o] e ¥FH o2 sl A FAHEE AAE] A4
ARt

gy RS oFE AN #REaA 2§94 e a@ske 3
gk akdo ARt PGDE Alddsliol & Zlolth
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