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of 24 14 5~6 i = 2~4 diffF =
—e= (Blastocyst) (Cleavage—stage embryos)
35AM| o| gt 174 274
35M| o4&t 271 374

X SZHOIZ SHSB10l OAfSls HR0lE St JIFE XS
5. g0l

5-1 A[OtELE kSt 2Rz Qloh X gdRt
® GnRH, hCG/hMG 2| ZEEZX|E7} B4
@ z|aot 200E 2 EEXEE XE5HH §

(]

X =
HOOFSIH Of 7|2k & AIAYLO| =X @ 49 EXMES AldY &+ UCh
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5-3 MAIHME (varicocele)
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5-4. H|2fd F™HXIES (obstructive azoospermia)
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M21z=(H{OF £= EfOr Lol FTAHAD B HMSOZHM2oM "tHEEE2z Fotes wHE

-_

o2t Wa 30 M st

Hio} =& EHOIE CHY2ZE {HEXHAE & + A= FHEEME21Z )

1. =™ oA MK Oo|At&El=HNumerical chromosome abnormalities)

2. 1™ O|a HMXK|O|aE=HStructural chromosome rearrangements)
3. A=24/dZ(Achondroplasia)

4. 4 M Z(Cystic fibrosis)

5. &8 (Haemophilia)

6. M 2825 (Spinal muscular atrophy)

7. C| =X| 2 (Di George's syndrome)

8. ®I| =i Z(Epidermolysis bullosa)

9. 11 N|H(Gaucher’s disease)

10. 2|4 L8t =2 (Lesch Nyhan syndrome)

11. 028 2 #(Marfan’s syndrome)
12. 28717 Z0ol(Myotonic dystrophy)
13. REL|El EsiAFIHFA Y| 0|= ZAE(Ornithine transcarbamylase deficiency)
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14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

34.

35.

36.

37.

38.

CHA AZHE (Polycystic kidney disease)
ZAA M 1dd(Sickle cell anemia)

H| 0| At A &H(Tay-Sachs disease)
2 &#H(Wilson's disease)

otAL| Bl=(Fanconi's anemia)

2z20r=2 2 & 2@ S (Agammaglobulinemia)

ULE FZZA(Alport syndrome)

otE 2| (-9t &) ¥ (Fabury's-Anderson disease)

[nm

2E Z3Z 7 (Barth syndrome)

AFE2 3 -0i2|-E A B (Charcot-Marie-Tooth disease)

AE2ZE ZZ#(Crouzon syndrome)

54 MF3H 2FF(Familial adenomatous polyposis coli)

=X ZZ2H(Goltz's syndrome)
& 05 | (Granulomatous disease)

e ZZ A (Hunter's syndrome)

rot
m
rm
05£

(Huntington’s disease)

S SHE 2| Hi & 0| & S (Hypohydrotic ectodermal dysplasia)

M A A X ZF(Incontinentia pigmenti)
A Y| C| & (Kennedy disease)
A2 H (Krabbe disease)

29| &=+ (Lowe syndrome)

I-2 2| 5% #(Coffin-Lowry syndrome)

d 24 134 S (Congenital adrenal hyperplasia)
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39.
40.
41.
42.
43.
44.
45.
46.
47.
48.
49.
50.
51
52. &
53.
54.
55.
56.
57.
58.
59.
60.
61.

62.

63.

OR¥

% (Neurofibromatosis)

TOIX|(YU LY =£&712H ZSZ#(Orofacial-digital syndrome)

MHI
e
=
U
%
0x

Z(Osteogenesis imperfecta)

H 2| XA -0 2 X H S (Pelizaeus-Merzbacher disease)

O 2EM B A AE(Pyruvate dehydrogenase deficiency)

m]
=
[m]
o
P

| =2 tH M (Retinitis pigmentosa)

a+rakof M| 2 = (Retinoblastoma)
atoF=7E 2 3] (Retinoschisis)

MEZE S5 (Sanfilippo disease)

M Akl AT (Spinocerebellar ataxia)
AEIZE 2 Z=F(Stickler syndrome)

A™ME 435 (Tuberous sclerosis)

2 H(Vitamin D resistant rickets)

HARE-ZE2|X| 3 (Wiskott-Aldrich syndrome)
L|2F-II| 3 B (Niemann-Pick Disease)

0|gd HiE O|FHAZ(Metachromatic Leukodystrophy)
2 E2 ZF&(Hurler syndrome)

o 2|2 4t= Z(Propionic acidemia)

=
um
Il
rhu

A= = (Methylmalonic acidemia)

H| 2 #| £ = 5 (Phenylketonuria)

E|2 A& Z(Tyrosinemia)

SL-5¢|2E ZSZF(Wolf-Hirschhorn syndrome)

H| E}-X| =8l 21 H (B-thalassemia)

O 8o 2ol ol=(#%f&) S0l M1=FH HM622 7|2
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2N BASXEEBO| KH - DAS SHES

[E3] Hjol == EfjOLE Y22 JFHXHAE & + Ac RUEE EASXIIEFE 1A

H|2009-139%)

2. A2|=2-LI X+ 2S5 2 2 (Crigler-Najjar syndrome)

3. ZdEtE AS S (Galactosemia)

7. =AMt acyl-CoA Efan A ZE S (Long chain 3-hydroxy
acyl-CoA dehydrogenase deficiency)

8. 2T H(Maple syrup urine disease)

9. HAH A ZZ(Menkes syndrome)

10. H|AHEY 1Z2|A&=ZS(Nonketotic hyperglycinemia)

11. X|&d Dosaldzo st otz M S (Persistent hyperinsulinemic hypoglycemia of

infancy)

12. 35 23 HAZE Z0l(Severe combined immunodeficiency disorder)

13. 28t (Wolman disease)

14, ™7 = (Zellweger peroxisome syndrome)

15, DM 2=ti e 254 X (Ataxia telangiectasia)

16. MACIZHE S (Mucopolysaccharidosis)

17. =34 % (Osteopetrosis)

18. | E ZZ #(Rett syndrome)
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19.

20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

34.

35.

36.

37.

38.

39.

40.

= ZZ S5 (Osteochondroma)

ox
0z
R
Mk

0|™ & (Rhizomelic chondrodysplasia punctata)

BH M =(Albinism)

22tE S22 (Alagille syndrome)

S84 =L S (Hereditary fructose intolerance = Aldolase A deficiency)
etof-X| =8l Bl (a-thalassemia)

7tLtEtE (Canavan disease)

M|Z0|E 2|ZZEAlZ(Ceroid lipofuscinosis EE= Batten disease)
MEM o5 ™ (Congenital disorder of glycosylation)

F7|g 25T 2SS (Cosman-cyclic neutropenia)

A A ElI=H ZF(Cystinosis)

gL A-E2i4 &2 (Denys-Drash syndrome)

GM1 Z 22| 2AI0|EZ(GM1 gangliosidosis)

ok

H

2 E 2 HI- A It X (Hallervorden-Spatz disease)

£35S (Hydrocephalus : X-linked L1CAM)

+

x

—

rx
-1
0x

HAAE S (Hyper IgM syndrome)

3

L]

I =% IV(Mucolipidosis IV)

=

NEMO HHHZAO(NEMO immunodeficiency)

S|t 1% 2 (Pulmonary hypertension)

L

& H S (Actin-Nemaline myopathy)

o
El
A
Ot
|m
u
>
N

StE Al A S (Alpha-1 antitrypsin deficiency)

Ots7| HNaxdd 2354 X(Childhood ataxia with central nervous

hypomyelination)

41.

42.

MEM Tzt MAZ(Congenital Finnish nephrosis)

Oty| 2 Z=Z(Apert syndrome)
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43.

44,

45.

46.

47.

48.

49.

50.

51

52.

53.

54.

55.

56.

57.

58.

59.

60.

61.

62.

63.

64.

65.

60.

67/.

oiztak A2 (Choroideremia)

MEFME Fg0|2aH(Cleidocranial dysplasia)

AA 2 &=+ (Cockayne syndrome)

MEME X7\ ZZ2I 215 (Congenital erythropoietic porphyria)
= #HZS(Desmin storage myopathy)

BO2| ZtetCdE (Epidermolytic hyperkeratosis)

TZ|E2}0|8] = AIX(Friedreich's ataxia)

SHE =2dd 2N Y= % (Hereditary hemmorrhagic telangiectasia)
o AErAl Y 2l I XX J1F(Hemophagocytic lymphohistiocytosis)
HHZE MMM =tA|(Leber retinal congenital amaurosis)

H| A E H(Best disease EE= Vitelliform macular dystrophy)
£t Z= 7 (Noonan syndrome)

2|8 (Norrie disease)

+=.3.X|0t. =24 0|¥/dZ(Oculodentodigital dysplasia)

AJA1Z 9|25(Optic atrophy 1)

HHZl 0| A~ Z(Periventricular heterotopia)

ool ZZ(Pfeiffer syndrome)

=T/ dS(Sacral agenesis syndrome EE= Currarino syndrome)
AO|A-HP|-QI|Z FZF(Smith-Lemli-Opitz syndrome)

MEY M E /d0|AH(Spindylo-epiphyseal dysplasia congenita)
EfN SelA ZSZFA(Treacher Collins syndrome)

HIEHE =23 F3 7 (Waardenburg syndrome)

LMY EIE F(Hereditary angioedema)

SH™MM HZHE ol (Hereditary deafness)
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68. = It-CtO|Ot2 E F=F #(Blackfan-Diamond syndrome)
69. MZAEM F7| OH|(Hypokalemic periodic paralysis)
Of

2lM: AHZ0|E Auotetx| ZAEZS(X-linked ichthyosis: Steroid sulfatase

71. AdHd Ozl (Congenital harlequin ichthyosis)

=

72. g8 T2 F(Hereditary lymphedema)
73. A/ £HYtE H|CjZ(Pachyonychia congenita)
74. 7t BUMM 7|5 X 5HE (Pseudohypoparathyroidism)

75. HEl-HEE Z=(Baller-Gerold syndrome EE&= Saethre-Chotzen syndrome)

76. YA2E Z=Z2T(West syndrome)

Hjo} == EHOIS CHYSZE {HUXAME & + A= FHEE xFE LFIHEL

(HAEX| S A H[2011-140%)

(28] HiO} == EfOLE CHE 22 RTXHAE

Mot
+
$0
rr
=o]
r
A
rio

1. ~76. siginr &

mjo

77. O|E ¥ M 0|AM(Diastrophic dysplasia)

78. = Hlg|E2IEH(Von Willebrand disease)

79. CtH-ECH O] B (Multiple epiphyseal dysplasia)

80. M1y TN 7t ZHLHEHEE KX S (Progressive familial

intrahepatic cholestasis 1)

8l. LEL|El ot0|=NM2tE A AEZ(Ornithine aminotransferase
deficiency)
82. N1y XI7tHA M ChM S22 (Autoimmune polyendocrine

syndrome typel)
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83. Of7}0|-F-BE AHIEZ ZE0f(Branchio-oto-renal spectrum
disorders)

84. Lt AMZESHPolycystic kidney disease)

85. MHME FF M2t7| SF(Congenital central hypoventilation
syndrome)

86. N2 FHFAX|ZEZ(Mucolipidosis II)

87. o2l X &=+ (Fragile X syndrome)

88. ZO|C|0|X AE

= (Loeye-Dietz syndrome)

89. HA N2 H FZZ T (Meckel Gruber syndrome)

>

90. A=X &g S (Hypochondroplasia)

91. 7t &5/ d S (Pseudoachondroplasia)

=

Hjo} =& EHOIE CHY2ZE {HPXHAE E

(HAHEX| 2 10A| 2016 - 98%)

HiOF == ENOE 2= REAEAME

ot

M85 HE HMILSNK|IE 22 H84Z HE| M90S NKA|Z L.
MOLZ £ E K102EMX|S Ztzt Cheat 20| Al4sict.

91. Combined oxidative phosphorylation deficiency 14(mCOXPD14)
92. ARC ZZT(ARC syndrome)

93. AtX| 5= (CHARGE syndrome)

9. MEZ T

0%

(Sandhoff's disease)

95. X|AHd0|™ A E(Thanatophoric dysplasia)
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96. &l HAZ0|dH0|AZ(Schimke immunoosseous dysplasia)

97. AEA Z3F(Sotos syndrome)

98. ZHIAEIQI-H|0|H| &ZF(Rubinstein-Taybi syndrome)

99. 2E-2% Z3ZF(Holt-Oram syndrome)

100. H =2 N2 20|™"H S (Congenital alveolar dysplasia, Alveolar capillary dysplasia)
101. ™ 42l StEtAlOrH|(Hereditary spastic paraplegia)

102. S AlstiH(Central Core Disease)
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