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& 2]
S| &kt o|=H| XA chd Eel'20d 7|F)

HEER oxis oxis
S= L B2usy
Q031 HO-YAHS =L Dandy—Walker syndrome
Q04.2 EQILE, MML|E(2FTISE) Holoprosencephaly
Q04.3 SN ERS Agyria of brain
Q04.3 LS Lissencephaly
Q04.3 =H0ldE Pachygyria
Q04.3 Al FEHA Cerebellar agenesis
Q04.6 2aLE Schizencephaly
Q05.0 +552 stitet 0|123F Cervical spina bifida with hydrocephalus
Q05.1 L5258 SHIGH 0|1BEES Thoracic spina bifida with hydrocephalus
Q05.1 L2225 ZHie 0|1EX S Dorsal spina bifida with hydrocephalus
Q05.1 552 St 0|1E8RF Thoracolumbar spina bifida with hydrocephalus
Q05.2 LEZE SHISH 0|1ERF Lumbar spina bifida with hydrocephalus
Q05.2 LEZ=S ZHiISH 0|2 WS Lumbosacral spina bifida with hydrocephalus
Q05.3 +552 sttet 0|EHF Sacral spina bifida with hydrocephalus
Q05.4 S22 ZHeE MMETEY 0|EXSF Unspecified spina bifida with hydrocephalus
Q05.5 A;EZ0| Q= 0|1BAS Cervical spina bifida without hydrocephalus
Q05.6 A;EZ0| Q= O|1BES Thoracic spina bifida without hydrocephalus
Q05.6 Ol2X 3% NOS Dorsal spina bifida NOS
Q05.6 0223 NOS Thoracolumbar spina bifida NOS
Q05,7 +550| 9l 0|2RF Lumbar spina bifida without hydrocephalus
Q05.7 Ol22 733 NOS Lumbosacral spina bifida NOS
Q05.8 +5350| gl 0|BME Sacral spina bifida without hydrocephalus
Q059 MMEHo 0|EXSE Spina bifida, unspecified
Q06.2 H0|0E Diastematomyelia
Q07.0 OF=E-7|0t2| 552 Arnold—Chiari syndrome
Q11.2 HERAOAZS A Lenz microphthalmia syndrome
Q141 X—2h HAN 2fareg| X—linked juvenie retinoschisis
Qi7.2 AOIS(NEIE Microtia
Q20.0 Szt Common arterial trunk
Q20.0 SUMZtEL Persistent truncus arteriosus
Q20.1 0| 51244 Double outlet right ventricle
Q201 EIRA|D-HESS Taussig—Bing syndrome
Q20.2 (S PNEN] Double outlet left ventricle
Q20.3 MAHHEHAZZ U] Discordant ventriculoarterial connection
Q20.3 stol L= Dextrotransposition of aorta
Q20.3 & 2ol ()XY Transposition of great vessels (complete)
Q0.4 UM A Single ventricle
Q20.5 BfAIH ASAUX| Discordant atrioventricular connection
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Q20.5 SHEEHLY Corrected transposition
Q20.5 A& Laevotransposition
Q20.5 AAILEH Ventricular inversion
Q21.2 HAESAdL Alrioventricular septal defect
Q21.2 SHf Al Common atrioventricular canal
Q21.2 ALt 7| da Endocardial cushion defect
Q21.2 HiZAMESHAAM T H) Ostium primum atrial septal defect (type 1)
Q21.3 e P Tetralogy of Fallot
HEY 5% T A (= ©X0lx| Ventricglar septal de_f_ect with pulmonary stenosis
Q21.3 9l SAAH|TIZ 85t AIASZHZA or atre&a, delxtroposwt\on of aorta and hypertrophy
of right ventricle
Q21.4 HsUysHsHds Aortopulmonary septal defect
Q21.4 HsMsAds Aortic septal defect
Q21.4 HsHH S A Aortopulmonary  window
Q21.8 O[T A & Eisenmenger’ s defect
Q22.0 TH| =5 21 IHE| A Pulmonary valve atresia
Q22.4 AF ST A Tricuspid afresia
Q225 Ol 2 AERI0| A Ebstein’ s anomaly
Q22,6 SYMoty PANE= Hypoplastic right heart syndrome
Q230 O s Tol MAMB 2! Congenital stenosis of aortic valve
Q23,0 MY CHS T A Congenital aortic atresia
Q23.0 MY A Congenttal aortic stenosis
Q231 sumo] MM 7|58 Congenital insufficiency of aortic valve
Q23.1 0| &l oHotot Bicuspid aortic valve
Q231 MAMA oo e Congenital aortic insufficiency
Q231 MY suma=s Congenital aortic regurgitation
Q232 MEY SEIFE Congenital mitral stenosis
Q23.2 MEN ST A Congenital mitral atresia
Q233 MMM SETH S Congenital mitral insufficiency
Q23.4 MM ArlSSH Hypoplastic left heart syndrome
(A20F SA £= HAQF SHA) MRSl | Atresia, or marked hypoplasia of aortic orifice or
Q3.4 EPSPSEeTE ﬂg%‘g HAAHIRS %_tﬁér_f va\ve,_ with hypoplasia of ascend_mg aqua a_md
’ Cisoid 9l mato] miAf = SIX{Sh | defective development of left ventricle (with mitral
g2 valve stenosis or atresia)
Q238 C=Wm 9l A@mo| J|EF AX7|E Other congenital malformations of aortic and mitral
valves
Q23.9 ST o A0Tio| AMED0| MX7|E Congenjtgl malformation of aortic and mitral valves,
unspecified
Q24.4 MMy tHsMHE Congenital subaortic stenosis
Q24.5 LA OHS 0o] 7| Malformation of coronary vessels
Q24.5 MEY HASUS Congenital coronary(artery) aneurysm
Q24.6 MM AR Congenital heart block
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Q25.1 oo =&t Coarctation of aorta
Q25,1 sUo| SRHEUM, =) Coarctation of aorta (preductal, postductal)
Q25.2 2ol m A4 Alresia of aorta
Q25.3 isel & Stenosis of aorta
Q25.3 TN E S, Supravalvular aortic stenosis
Q25,5 | S2 O mH A4 Afresia of pulmonary artery
Q26.0 CHMOHO] MAA =t Congenital stenosis of vena cava
Q26,0 (Gh(AHCH Mo MFMA S=f Congenital stenosis of vena cava (inferior)(superior)
Q26.1 BN PSR Persistent left superior vena cava
Q26.2 M| H o ASHo| A Total anomalous pulmonary venous connection
Q26.3 EEnHNMAG0[Y Partial anomalous pulmonary venous connection
Q26.4 HMEHO I HMAF0|A Anomelous pulmorery venous connection, unspecified
Q26,5 A0 Anomalous portal venous connection
Q26.6 EUSUZ Portal vein—hepatic artery fistula
Q282 Qto|HH 0| T Wyburn Mason syndrome
Q38.3 EMEE(REE) Aglossia
Q44.2 2ol A Afresia of bile ducts
Q44.7 UetHEEL Alagile” s syndrome
Q61.1 CHEA AME EEHMIYEA Polycystic kidney, autosomal recessive
Q61.1 CHeEAN AE Hote Polycystic kidney, infantile type
Q61.9 HASZ Meckel syndrome
Q641 gr gt o|dt Exstrophy of urinary bladder
Q64,1 B 0| AS Ectopia vesicae
Q64.1 2t QI Extroversion of bladder
Q74.0 MEFHS0|25 Cleidocranial dysostosis
Q74.3 MEA CtetasotE = Arthrogryposis multiplex congenita
Q74.8 22N =532 Larsen's syndrome
Q75.0 EEset Craniosynostosis
Q75.0 8 Z 2| Z(Acrocephaly) Acrocephaly
Q75.0 EEo E2rest Imperfect fusion of skull
Q75.0 & 2| Z(Oxycephaly) Oxycephaly
Q75.0 AZtHe| S Trigonocephaly
Q75.1 FHOUHZ0|ZS Craniofacial dysostosis
Q75.1 IF&EY Crouzon' s disease
Q75.4 SIAIHSO0IES Mandibulofacial dysostosis
Q75.4 DAY ANE S5 Franceschetti syndrome
Q75.4 EYM-Z22A EFL Treacher Collins syndrome
Q761 Sod-ntd 53+ Klippel—Feil syndrome
Q77.0 HEFUME Achondrogenesis
Q77.0 HAZ M otS Hypochondrogenesis
Q771 RIAHY B Thanatophoric short stature
Q77.2 BE2s25=L Short rib syndrome
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Q77.2 AN EESEN|IN[F L] Asphyxiating thoracic dysplasialJeune]
Q77.3 A AZ SN0 Chondrodysplasia punctata
Q77.3 H7ioE MM AZSEH0IM(13-38]) | Rhizomelic chondrodysplasia punctataltype 1-3)
Q77.3 Xt 24 AZH0IN X—linked dominant chondrodysplasia
Q77.4 HERAHNS Achondroplasia
Q77.4 I X otS Hypochondroplasia
Q77.4 MHN 2455 Osteosclerosis congenita
Q775 CAEZIAN gMO|A Dystrophic dysplasia
Q77.6 HAZQAHIE T A0 A Chondroectodermal dyplasia
Q776 Ap|A-HIgYHEZSS A Elis—van Creveld syndrome
Q77.7 HEIHI Y| Spondyloepiphyseal dysplasia
Q77.7 Y MESTHENO|A Spondyloepiphyseal dysplasia tarda
Q778 HAE Y HFO Y _’8 &g =4t J|EF | Other osteochondrodysplasia with defects of growth
' == HO|Y of tubular bones and spine
Q77.8 oA HMOA Acromicric dysplasia
~ = Leri—Weill syndrome,
arr8 Ael-HE Sea Leri—Weill d\ifschondrosteosis (LWD)
Q779 HAZ 2 Mo M éé% SHtst Osteochondrodysplasig with defect's. of growth of
' HAEHS SHSF G| tubular bones and spine, unspecified
Q780 =SAHSHY Osteogenesis imperfecta
Q78.0 = 5|25 (Fragiitas ossium) Fragiitas ossium
Q78.0 = F|2kE(Osteopsathyrosis) Osteopsathyrosis
Q781 CEAN MeM SMo|A Polyostotic fibrous dysplasia
Q78.1 HHBIO|E(-UWIR)-AEBHI)SER Albright(—McCune)(~Sternberg) syndrome
Q782 =945 Osteopetrosis
Q78.2 AdH2ZA-2HE2ZOZSH Albers—Schonberg syndrome
Q783 IR etE-AAE S+ Camurati—Engelmann syndrome
Q784 HHASES Enchondromatosis
Q78.4 OEX|E= Maffucci” s syndrome
Q78.4 =20 29 Ollier’ s disease
Q785 SUHASHYO|N, #0IEH Metaphyseal chondrodysplasia, Schmid type
Q785 Y55 Pyle" s syndrome
Q786 CHHMHRIEZS Multiple congenital exostoses
Q786 SUY OEelZE Hereditary multiple exostoses
Q786 SUHM IR A A Diaphyseal aclasis
Q789 7t HAZ2SEM MM Pseudoachondroplastic dysplasia
Q79.0 MM 2lAorety Congenital diaphragmatic hernia
Q79.1 2lA8tol J|Ef MH7|E Other congenital malformations of diaphragm
Q79.1 2 A0 A0 Absence of diaphragm
Q79.1 glAatol MA7|IE NOS Congenital malformation of diaphragm NOS
Q791 gAY 2E Eventration of diaphragm
Q79.2 Hi &5 LH A EF RS Exomphalos
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Q79.2 MHEHEN Omphalocele

Q79.3 SEHOES Gastroschisis

Q79.4 LEXNFHE R Prune belly syndrome

Q795 2ol 7|gt MAMI|H Other congenital malformations of abdominal wall

Q79.6 AHA-CHZASSH Ehlers—Danlos syndrome

Q798 SEAASY JIEF MY Other congenitel matformations of musculoskeletal system

Q79.8 =59 A0 Absence of muscle

Q79.8 al&E9| 240 Absence of tendon

Q79.8 24 Accessory muscle

Q798 MY 2= Amyotrophia congenita

Q79.8 MHY ™A Congenital constricting bands

Q798 MHEN B2eE Congenital shortening of tendon

Q79.8 ZEdESSH Poland” s syndrome

Q79.9 SZZE0| AN ETo MAT|H Congedtal malformation of musculoskeletal system,
unspecified

Q799 IEBAAEC MHO|A NOS Congenital anomaly of musculoskeletal system NOS

Q79.9 22 AASY MHHA NOS Congenital deformity of musculoskeletal systern NOS

Q80.1 X—HEH|ES; AHZO|EMIEIMZE | X—inked ichthyosis; steroid sulfatase deficiency

Q80.2 SH|=5 Lamellar ichthyosis

Q80.3 MMM AN HESRUSMIES Congenital bullous ichthyosiform erythroderma

Q80.4 | HES Harlequin ichthyosis

Q81.0 e 2T N BIOERZ|IS Epidermolysis bullosa simplex

Q81.1 XAME 2 M FOERZIS Epidermolysis bullosa letalis

Q81.1 Ee|=55H Herltz'  syndrome

Q81.2 CAEZION M HIOERZIS Epidermolysis bullosa dystrophica

Q82.0 SN HoEx Hereditary lymphoedema

Q821 MANALDIS I8 A Xeroderma pigmentosum Group A (XPA)

082.3 MAAMEXE Incontinentia Pigmenti

Q82.4 (F5tN) Qi H0IA Ectodermal dysplasia (anhidrotic)

Q82.8 ZEZC EA =54 Rothmund Thomson syndrome

Q85.0 MNENREE(H4Y) Neurofioromatosis (nonmalignant)

Q85,0 MAMRESHIYYE) 18, 2y Neurofibromatosis(nonmalignant) type 1, type 2

Q85.0 2 =25t Von Recklinghausen™ s disease

Q85,1 48y 335 Tuberous sclerosis

Q85.1 Hargey Bournevile' s disease

Q85.1 UEEN Epicia

Q85.8 HO|Z-HHA B2 Peutz—Jeghers syndrome

Q85.8 AEX|-HH(-C|0|E2]) 5L Sturge—Weber(—Dimitri) syndrome

Q85.8 Z o|d-zlrte 52 Von Hippel-Lindau syndrome

Q86.0 (O|MBIEHY) EfOIAEEEL Fetal alcohol syndrome (dysmorphic)
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F2 YZFH0| g2 F= Congenital malformation syndromes predominantly
wsr.o S dE=S affecting facial appearance
AT/ SESFT ] PP
Q87.0 HELOIXIRES Acrocephalopolysyndactyly
Q87.0 HEREXS Acrocephalosyndactyly(Apert)
Q87.0 HEQAESS Cryptophthalmos syndrome
Q87.0 oS Cyclopia
Q87.0 =45t 52+ Goldenhar syndrome
Q87.0 DE-AREZ-BA Z532 Gorlin—Chaudhry—Moss syndrome
Q87.0 DH|IRA S5 Moebius syndrome
Q87.0 U-da3-L8 =54 Oro—facial—digital syndrome
Q87.0 28 537 Robin syndrome
Q87.0 oEEsE 9= Whistling face
Q87.0 7HHH 557 Carpenter * s syndrome
Q87 1 =2 chAD pElE MEJ|EEEZ Comgenita\ ma_lformaﬂon syndromes predominantly
associated with short stature
Q871 ol2AT E53 Aarskog syndrome
Q87.1 AR EF Cockayne syndrome
Q87.1 E 2gx =54 De Lange syndrome
Q87.1 FHYX &52 Dubowitz syndrome
Q87.1 S E5H Noonan syndrome
Q87.1 oeio-ge 554 Prader—Wili syndrome
Q87.1 BHL-AHO-ADA S5 Robinow—Silverman—Smith  syndrome
Q87.1 YA S22 Russel-Siver syndrome
Q87.1 N Seckel syndrome
Q87.1 ADA-EHE-QI= E5H Smith—Lemli—Opitz syndrome
Q87.1 Had-cd 554 Sjogren—Larsson syndrome
Q87.2 EE-QE 554 Holt—Oram syndrome
Q87.2 So|U-E LY 0-HH &5 Klippel—Trénaunay—\Weber syndrome
Q87.2 tHEFEM ST Nai patella syndrome
Q87.2 FHIAEIRI-HOIH| S5+ Rubinstein—Taybi syndrome
Q87.2 HHZ &5+ VATER syndrome
Q87.3 HIE-HIHE S5+ Beckwith—Wiedemann syndrome
Q87.3 AEA =53 Sotos syndrome
Q87.3 AH =+ Weaver syndrome
Q87.4 MEgsS=+ Marfan’ s syndrome
Q87.8 dnE =54 Alport syndrome
Q87.8 ZUA-Z(-HI2H)-HE 552 Laurence—Moon(—Bardet)-Biedl syndrome
Q878 HAH &= Zelweger syndrome
Q878 X 52 CHARGE syndrome
Q90.0 I MEMHE, L2 EHE2 Trisomy 21, meiotic nondisjunction
Q90.1 2IAHMA S MASH(SQAIESEHIE2]) | Trisomy 21, mosaicism (mitotic nondisjunction)
Q90.2 21 EMHES, MY Trisomy 21, translocation
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Q90.9 21 HMAH S NOS Trisomy 21 NOS
Q91.0 1BMEMA S, B2 Trisomy 18, meiotic nondisjunction
Q91.1 18 EMA S, MAUSS(SAEYH|E2]) | Trisomy 18, mosaicism (mitotic nondisjunction)
Q91.2 18MEMHE, MY Trisomy 18, translocation
Q91.4 1BUGMAHE, de2EH 28] Trisomy 13, meiotic nondisiunction
Q91,5 1IBMAMAS MUSH(QALEGH|E2]) | Trisomy 13, mosaicism (mitotic nondisjunction)
Q91.6 13MEMAE, MY Trisomy 13, translocation
Q91.7 13MHMHYSS Trisomy 13 syndrome
Q92.2 10t AAIAMHY S Trisomy 10p
Q933 oG4 ESSH Wolff=Hirschhorn syndrome
Q93.4 SH GMIN THtol Za Deletion of short arm of chromosome 5
Q93.4 A2 3E=T Cri-du—chat syndrome
Q935 AN™AS S Angelman syndrome
Q935 HF22E5=E CATCH?22 syndrome
Q935 18R A HUHAMA S 189 monosomy
Q935 ADJADMHLA BFH Smith—Magenis syndrome
Q935 dejda =+ Wiliams syndrome
Q96.0 445, X Karyotype 45, X
Q96.1 3446, X=QIXHXq) Karyotype 46, X iso(Xq)

SQIXHXq)E MIQIEH 0|4 MHMHYZ 71X | Karyotype 46, X with abnormal sex chromosome,
ao6.2 SHS446, X except iso(Xa)

o 2446, pt iso(Xq

Q96.3 MUS, 45, X/46, XX &= XY Mosaicism, 45, X/46, XX or XY

Moz O|MNMIEMAIZS JHEI 45, X/7|EF | Mosaicism, 45, X/other cell line(s) with abnormal
Q96.4 _

MESE sex chromosome
Q98.0 S20IHHSS . e 47 XXY Kiinefelter’ s syndrome karyotype 47, XXY
0981 S2RIHESS 2, & | 0|49 XEMA|Z | Kinelelter s syndrome, male with more than two
' 7R Y X chromosomes

Q98.2 SIS S, Y 46, XXE 71E HA | Kinefelter' s syndrome, male with 46XX karyotype
Q99.2 FoXE=T Fragile X syndrome
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1) XIEid
o (AN 71E 485 180% olst 7hro] Fot

b 7ol Goke a5aEe BAgel A4
« Az S5 S0l CHAIHE 2IF

& UHOR 35 oL WY WA A EAA AP TAR
arpo] F7} Age] Wasthn AHshe A4S

2) ASRY BHI|E
o N\ZABRAPFFAAA, A5, FA, BE) L BIAAFAZHL, A2,
AolQl, BRI

- R F Qo] /| ZABRALTA EE APUAF A4 1 A T AT U

o AARFT ARG T IAFY 7|F0 2 /HTFUFE 7ETAES 180%
ol5kel 7+
(202013 7t73s=-TIUREE TIES LS 180% Olst Y 7IEH]
(EH9] : )
ZIHS olHCE=L —10H =
Jimeis | 7IEEYAS(180%) E,gj:éfdﬂ Eﬁ':;;;;f”“ 7'E§)§
29I 5,386,000 180,237 185,031 183,101
30l 6,967,000 233076 249,194 237,652
4901 8,549,000 286,647 308,952 298124
591 10,130,000 343,406 368,522 368,580
6Q! 11,711,000 402,261 426,790 437,099
79l 13,301,000 471,545 495914 519517
8¢l 14,892,000 519517 544,044 602,065
¥ ZZEER EOINET : LOIRY|RHR 0| E okl
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