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HAEES Q784 V230

i[E=p eI Q784 = V230
L= Q784 V230
G, Q785 V215
CEEMMIES Q786 « V242
SHEHREA Q786 V242
TN CEeEE 0786 V242
MHY FAnEy Q79.0 V155
A0 Q791 V155
870t 2= Q791 V155
S740t0| 7|} M| Q79.1 V155
2480 HT7IY NOS Q79.1 V155
Hi LY REEERE Q79.2 V155
M HERR Q79.2 V155
CTEhiileES Q79.3 V155
Tyt e Q794 V155
20| J|E} MATIH Q795 V155
AHYA-CHRAZST Q79.6 V155
T=EASY JIE U™ 079.8 = V155
=] 079.8 V155
HHY B2EE Q79.8 = V155
==9 Z0f 079.8 = V1b5
Zpiczs Q79.8 = V155
239 2o Q798 = V155
HHy 2e= Q798 VIs5
MAA SR Q79.8 V155
TEAASY M= MH7|™ Q79.9 V155
TEAAS HH0IY NOS Q79.9 = V155
TEAASS UEHEA NOS Q79.9 = V155
X—OImH|s= 080.1 V300
X—CifH|5S; AHZ0|EAEHZYE Q80.1 V300
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A +EY BIEES Q811 V184
B =SS Q81.1 V184
LAERIVY Y HIOERIS Q812 Vvis4
HEERESHE) Q85.0 V156
EeS251eHy Q850 V156
HFERISHI) 18, 28 Q85.0 V156
HEN H3S 085.1 V204
O2=0(0f Q85.1 V204
HaLEy 085.1 = V204
= ol2-2he 32 0858 V216
HO|=-HAHA B 085.8 V216
AHA-HH(-CDIES]) S22 0858 V216
OlJEEY) HoleTESSE Q086.0 V157
DU-NREZ-2A B57 Q87.0 V185
T2 dagH0| s Fe U/[E5RL Q87.0 V185
Aol s Q87.0 = V185
ZHlol 32 Q87.0 V185
24| =53 Q87.0 V185
HMELIK|QEIE Q87.0 V185
HEQSHKIE 087.0 V185
CHobs Q87.0 V185
ZH[RA S92 Q87.0 V185
U-gZ-2Y Z57 Q870 | V18
LFRE = Q87.0 V185
lHE =532 Q87.0 V185
E gx =53 087.1 V158
SHQX =57 Q87.1 V1568
O2IE-22| 5+ Q871 V158
2H|'e-AHI-ADA Z5F 0871 | V1%8
AE B2 087.1 V158
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X2 DA BRIE HETEESR o871 IS
olEAT ] =531 0Q87.1 = V158
FARI Z57 Q87.1 V158
i =53 087.1 V158
HM-AlH =57 Q87.1 V158
ADA-HA-QIX ZEF Q87.1 V158
Hau-2ke 557 Q87.1 V188
SHIAERI-E[0]H] 557 Q87.2 V243
HIHEZ S22 087.2 = V243
S2Y-E=L 0|t Z57 Q872 V243
SE-Q2 =53 087.2 = V243
LUERSH Z57 0872 V243
AEA =57 Q873 V244
o z57 Q87.3 V244
=g Q87.4 Vg6
gnE x57 Q87.8 V267
2AA-2(-HI2)-HIS 552 Q87.8 V267
Y B52 Q878 V267
iX| Z57 Q87.8 V267
21MeMNE, L2 Re| Q9.0 V159
21HBMAS, HUSHRAETH 22 Q90.1 V159
21INEMRE, T Q9.2 V159
21AMHZ NOS Q90.9 V159
1BHAMAE, YregH|E2) Q91.0 V160
1BMAMAT, MATH(RARZH=2)) Q911 V160
18MMAIZ, HY Q91.2 | V160
13MEMRE, LR Q91.4 V160
13MEMAS, HASH(RALZEIZ2) Q1.5 V160
134, HY Q916 V160
134AMHZST Q1.7 |+ V160
Bt MR Crero] Za Q934 V205
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Q934 V205

22557 Q935 V217
AHE ST Q935 V217
ADA-ORLHA B2 Q935 = V217
Y|HA 557 Q935 V217
ai&d45, X Q96.0 V021
33446, XSQIXHX0) Q9.1 = V021
SOURHX)S HI/St 014 NEMHIZ 71Xl 8346, X Q96.2 V021
MOUZ, 45, X/46, XX E= XY Q963 V021
MUZ, OINHGMAIE 74l 45, X/7|EF HZS Q96.4 V021
SQIWESSZ, Y 47, XXY Q980 V218
SCRIBESSE, F i 0182 XSAMHE 71T 9 Q98.1 V218
SCBEHSET, F N 0142 XTMHE 71 Ed Q98.1 V218
SCRIHESET, & 46, XXE 711l 24 Q982 = V218
FoxEse 099.2 V245
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HERSHRS Qust INECZE0RAY . N
(HIV disease resulting in Pneumocystis jirovecii pneumonia)
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H356.31
142.0
142.28
142.5
K51.0
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2023 2258

(4) 7|Et SMX| SMEY slHES AHEY MY=E
=t IR (YR

1 1921. 10/ ZAHEZZ 1921.1 microdeletion syndrome

2 2q240|MBHERE 2g24 microdeletion syndrome

3 20320330| M ZAESH 2g32g33 microdeletion syndrome

4 2¢33.10[MZA 5= 2033.1microdeletionsyndrome

5 SHEMF HtAE 3p deletion

6 SHAMA A AL 3q deletion

7 30290| M 2A S 3029 microdeletion syndrome

8 A9 MK Rt 2E dE Partial deletion of the short arm of chromosome 4
9 49210424 4921 microdeletion

10 4g34 O|MZ4 434 microdeletion

1 Mzgh gel Mk S Recombinant 8 syndrome

12 8HH SMIF| Tt HUAMFS Monosomy 8p

13 8p11.2 DIMZEY 332 8p11.2deletionsyndrome

14 o FTMK TRt A& 9pdeletion

15 o M Tt = (M) Tetrasomy 9p

16 108 AR T2t T Z4 Distal monosomy 10q

17 T JMiH 2 28 35 Distal trisomy 11q

18 1481 SMiH| g2 B2 24 Distal monosomy 14q

L 1581 @A B2 MBAHIS (isodicentric 1155 i;z[szggn%e symdrome)
20 | 16%H MR Het A& (ATR-16 &) 16p deletion (ATR-16 syndrome)

21 18I MK| Ring chromosome 18

22 18 G MR H A 18p deletion

23 20HFMMYALHESS 20q duplication

24 20HBMHHRASS Trisomy 20p; 20p duplication

25 7911.230|M52552 7911.23  microduplication syndrome
26 8g21.110|MgAE= 8g21.11 microdeletion syndrome
27 8022 10| EAEZH 8g22.1 microdeletion syndrome

28 10022.3¢230| M| ALS=H 10022.3g23 microdeletion syndrome
29 16p11.2p12.20| M ZASS A 16p11.2p12.2  microdeletion syndrome
30 X0285552+ Chromosome Xg28 duplication syndrome
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(5) Holars AT S 7Y BFMS AESY MESE(20.1.1. AlR)
ot Yy | YEH(IBAHIE)
eI YU Cryoglobulinaemic vasculitis(D89.1)
WOrAE Choroideremia(H31.2)
1QTE= Long QT syndrotkme(149.8)

Hereditary haemorrhagic telangiectasia(l78.0)

Adult-onset Still's disease(M06.1)

Osteochondrosis (juvenile) of carpal lunate,
Kienbock(M92.2)

Kienbock's disease of adults(M93.1)

X-linked ichthyosis; steroid sulfatase
deficiency(Q80.1)

Harlequin ichthyosis(Q80.4)

HEE(

cFA31OMEE= gt

H
w Rl

1B

(6) 2t A TiRt Zi S 23 JIERIM) ORYRIBH APISR) AHR2(20.1.1. AIE)

HEF(BR)

Familial clubfoot due to 5g31 microdeletion

1A ES SR

1944 microdeletion syndrome

2HEHMA A

2p deletion

3YA13.310M2eE=

3013.31 microdeletion syndrome

YA 3DMZEEE=L

5g14.3 microdeletion syndrome

5935 deletion

55213625
A

6p22 microdeletion

6026 microdeletion syndrome

© 0| N | o o~ |lw N

7936 microdeletion syndrome

—
(@)

138212 30N 2EE=

13g12.3 microdeletion syndrome

—_
—_

A
13gATHREE

Distal monosomy 13q

12 | 134AR2AE Partial deletion of the long arm of chromosomel3

13 | 14%224.2-31. 10/ 24 14924.2931.1 microdeletion

14 | 158e11-130M5E552 15011913 duplication  syndrome
]
%
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ot Uey(=E) | UH(@E)
15 | 15%2h3.30/MZA 15q13.3 microdeletion
16 | 1752131024522 Distal 17p13.1 microdeletion syndrome
17 | 175213 30IMEAS 2R Distal 17p.13.3 microdeletion syndrome
18 | 1782421 310|MEE55H 17621.31 microduplication syndrome
19 | 18TATHREELET T Distal 18q deletion syndrome
20 | 2HHMKIHRAOI37THE|O|MELES S 2037 microdeletion syndrome
21 Ei%:ilg“gl 13.31 S35 0N 3qg13.31 microdeletion syndrome
2 537
22 | QUMK RIS S Duplication of 9p
23 | 15HH112| DA Ring chromosome 15

1 | Cad2s Polymicrogyria

2 | SYHS Holoprosencephaly

3 | HIEIOIM-RES2H Baraitser-Winter syndrome

4 | 2L|B-IUZSH Klippel-Feil syndrome

5 | PCDH 19 E¢1#0| gty ™S PCDH 19-related epilepsy syndroes
Branchiootorenal(BoR) spectrum disorders

6 | Opo|-Y-2L AHEZ OfAt (Branchiootorenal(BoR) syndrome &
Branchiootic(Bo) syndrome)

7 | HHZ-AERO|HE 22 Wiedemann-Steiner syndrome

8 | Xo-gdaszd Xia-Gibbs syndrome

9 | FLNAYIZL A EEH0|AS FLNA-related periventricular nodular heterotopis

10 | SUBEIIEHIENHAESO7IZIS (Céir;%nital insensitivity to pain with anhidrosis

11 | MAXH-FZIEN o2 5532 >S<yrl]|g:<§riemental retardation-hypotonic facies

12 | AUO-252 Senior-Loken syndrome

5| 38 v s s, o | Gt ers o el

(GRIDHH)
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HtH HAE(YR)

14 | ZAHZESH Costello syndrome

15 | zm= Ac@d—Lavi.lesubuni.t(AL.S).

Acid-Labilesubunitdeficiency(ALSD)

16 | F=2Y Tubulinopathies

17 | 2EEERE Rothmund Thomson syndrome

18 | XRAS= Legius syndrome

19 | 3MB=Z 3M syndrome

20 | s Co o S e

2 | e R

22 | H2-YYsSe2 Leri-Weill dyschondrosteosis(LWD)

23 | EY3EHEPI3Kdeltas Activated PI3K Delta Syndrome

24 | 2|04 Norrie’s disease

25 | Aop=S-=A rhr/lmgﬁcilr?\]acteig:fg&??nﬁilforgyria syndrome
B NNSE Cataracts, growth hprmone defic_:ienoy, sensoy

26 7+7M|‘74 neuropathy, sensorineural hearing loss, and
mee skeletal dysplasia(CAGSSS)

27 | HIRIESX|-2HA Bainbridge-Ropers syndrome

28 | OfHZAH QH|IAIA Atelosteogenesis

29 | dADIENESS T Genitopatellar Syndrome

30 | AANZAL Xeroderma pigmentosum group A(XPA)

31 | PTENZIQ PTEN Hamartoma Tumor Syndrome (PHTS)

32 HHy A.:."<f>*7| Congepital heart defects, dysmorphic facial features,
EN NS and intellectual developmental disorder (CHDFIDD)
MUY ELURESERT Congenital mirror movement (CMM) disorder
=y Fahr's Disease
QEMEoEx Hereditary lymphedema

ADNP 3%+, dAZZH-BIH 20} S22 | ADNP syndrome, Helsmoortel-VanDerAa syndrome

=]
=
=2
=
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HtH ety HAE(YR)

37 | KIFIARHXIESAHHOI0| S AHS Neuropathy due to KIFTA gene mutation

38 | GNAOTLES GNAo1 encephalopathy

39 | X-CIZtA|IEAFEAIA R QIR AT X-linked inhibitor of apoptosis deficienc

40 | 7B OERYT Familial candidiasis type 7

41 | EEMERS Larsen's syndrome

42 | HY=SFSCG4 ATt Immunoglobulin G4-related disease

43 | BEHISES-HEES-=RY 327 Ichthyosis follicularis—alopecia —photophobia syndrome

44 | HEESET Morning glory syndrome

46 | LUHOIBS Acrodysostosis

47 | A EE 20l Congenital disorder of glycosylation

48 | ASSTHAN0ASALIOESE) (l;/lvivc;:fzzserzhiyseosteodysplastic primordial

49 | AEIZERE Stickler syndrome

50 | Opgig|ZIofC|AE 2N SHEEC Avellino corneal dystrophy, homozygous

51 | FEMHMZHOINRSS Primary ciliary dyskinesia

52 | XPZIHAM LS Autoimmune encephalitis

53 | 7IAHIE-HZ|EERL Kassabach-meritt syndrome

54 | ZRIESH Cogan's syndrome

55 | MYEN U FES 2T Systemic capillary leak syndrome

56 | EUMHSUAMNEEMERS Idiopathic pleuroparenchymal fibroelastosis

57 | HOZMUEHUES pulmonary capillary hemangiomatosis

53 He-En|i= %—?—E‘,_ 229 AR A9l | Phelan-McDermid syndrome, 22q13.3 deletion
13.3 B89 Z& 3= syndrome

59 | 3OIE-MESSH White-Sutton syndrome
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