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K3 |8 |mRemmazd  |wds (Irisomy 21)
Down Syndrome
. R 47,XX,+21(Trisomy 21
KsS |+ |[MAemHAZF  |ddse (Irisomy 21)
Down Syndrome
L H ik &
46,XX,del(5)(p14.1
K67 & |Ramsad  |epes e oo ooclORIED
. Cri du chat syndrome
ERZRD)
ish del(15)(q11.2q11.2)(SNRPN-
K74 <% Prader Willi Syndrome| i 4% 3% 34 ( ).(q. qil.2) )
Prader Willi Syndrome
47,XX,+21(Trisomy 21)
K87 &+ BALBHAZF N *1 cell : 46,XX,-3,+21
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L # ik &
K125 3 iR 2 F & 3 A AR 46,XY,del(11)(pl1.11p11.2)
& 753
46,XX
R MRS K *1 cell : 45,X
K147 |% RERREMAA |y
L #1 cell : 45,XX,-16
@1 cell : 47, XXX
47,XX,+21(Trisomy 21)
*1 cell : 46,XX,-17,+21
K150 &+ pRe KA LF  |[iEa o
RRemIART 2R #1 cell : 48 XXX, +21
Down Syndrome
. . 47,XX,+21(Trisomy 21
K152 % AR LR A% ( y2h)
Down Syndrome
46,XY
SER DR LR ’
K178 5 9% SHACHMA b QR ) *1 cell : 46,XY,-17,+?17q
= #1 cell : 47,XY,+mar
. . 47,XY,+21(Trisomy 21
KIS3 |3 |miesmmazd i (Trisomy 21)
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Down Syndrome

. . 47,XY,+21(Trisomy 21
Ki84 |8 |miemEaid |[Adsw ( y2b
Down Syndrome
. . 47,XY,+21(Trisomy 21
KIS7T |3 |miesmsdis  |wass (Trisomy21)
Down Syndrome
47,XY,+21(Trisomy 21)
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Down Syndrome
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Down Syndrome
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K194  |#& Bremya Ly |4 ( y2l
Down Syndrome
; \ 47,XX,9ph,+21
K195 |&  |mAkemsafd |ddan P
Down Syndrome
. . 47 XX, +21(Trisomy 21
K199 |&  |mAemfdfd  [ddah (Trisomy 21)
Down Syndrome
. . 47 XY ,+21(Trisomy 21
K203 3 BAOHEAEZF @A ( y2l)
Down Syndrome
. . 47,XY,+21(Trisomy 21
K204 |3 |mAemMALE A (Trisomy 1)
Down Syndrome
R4, fm % R
K206 % IR aTiA R 20 (& B A R #]46,XX,del(18)(pl1.1)
%30
L4 ik %(46,XY,del(2)(pl1.1p13.3)
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e xiat) -20
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I EE S BT e (14:21)al0:a10)
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K227 3 N it £ AR
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AL
Down Syndrome
A4, dm ik 3 |46,XY,1(6;7)(q14;q34)
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4, SR R

ey s L 46,XY,der(14;21)(q10;q10),+21
KBL 4 [ e R (d Nalo:al®)
4 2 . own Syndrome
= %39 Y
4 ik &
. 46,XX,dup(8)(p21.3p23.1)
K245 4 IR HERe 3 S N L o Qi
e “i, = *1 cell : 47, XXX, dup(8)(p21.3p23.1)
%39
A i &
K265 =3 IR LR | & Mie A A it46,XX,del(7)(q35)
LS
47,XY,+21(Trisomy 21)
K269 3 pAk ALy EER *2 cells : 46,XY,-(15 or 17),+21
Down Syndrome
. R 47,XY,+21(Trisomy 21
K270 3 Ao Ly | ( y2l
Down Syndrome
X N 47,XY,+21(Trisomy 21
K273 |3 |mresmmath A (Trisomy21)
Down Syndrome
47,XY,+21(Trisomy 21)
K276 3 Ao Ly |@iESN *1 cell : 46,XY,+21,-22
Down Syndrome
. N 47,XY,+21(Trisomy 21
K279 |3 |mresmmair A (Trisomy21)
Down Syndrome
47,XX,+21(Trisomy 21)
X . *2 cells : 46,XX,-16,+21
K283 =3 MALBHAZLFT N

#1 cell : 46,XX,-17,+21

Down Syndrome




Table 2. % 8t '§ 284k i AR M a0 L8

BEBE M (XM AEBHA A k=P 3 i
K24 %4 Threonine 28.18uM £ A 41<25.07uM
K35 3 Leucine/Isoleucine 76.85uM 2 A 4E 1.16-67.89uM
K47 3 Aspartic acid 55.56uM 4 £ 14 <48.54uM
K59 <% Citrulline 14.87uM £ A <13.35uM
Arginine 31.75uM £ £ 45<23.73uM
Citrulline 15.24uM 2 #44<13.35uM
K76 <%
Leucine/Isoleucine 73.56uM 2 #44 1.16-67.89uM
Ornithine 166.18uM £ #14<101.96uM
Tyrosine 46.32uM £ A48 0.75-24.70uM
K92 . Aspartic acid 81.78uM % #44 <48.54uM
K114 3 Citrulline 17.33uM 4 #48<13.35uM
K117 3 Citrulline 17.00uM 4 #48<13.35uM
K125 3 Proline 467.02uM £ #4141 <367.95uM
K141 3 Citrulline 14.11uM 4 #41<13.35uM
Proline 631.69uM 2 % 41<367.95uM
K146 <% Aspartic acid 50.13uM 4 #45<48.54uM
Citrulline 52.75uM 2 #44<13.35uM
K157 3 Cysteine 1.36uM 2 #414<0.54uM
Ornithine 175.36uM 2 #41<101.96uM
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[] Fragile X Syndrome
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[] MPS urine R I
] CPK [] thyroid function| %% &%
[] uric acid Pkl Ea

[k kFete%E P




