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[Zhar 2]
sl d gt ojgH] XUALY ti A8 (20 V1)

ZlE 2 2zasy CEEER
Q03.1 e e e Dandy-Walker syndrome
Q042 | EULE, MM E (RS Holoprosencephaly
Q04.3 Fxo|HE Agyria of brain
Q04.3 el E Lissencephaly
Q04.3 x0T Pachygyria
Q04.3 A k| kA Cerebellar agenesis
Q04.6 =Y =5 Schizencephaly
Q05.0 T5352 StEtst o|REF Cervical spina bifida with hydrocephalus
Q05.1 =552 SEtst O|EEF Thoracic spina bifida with hydrocephalus
Q05.1 T5352 StEtst o|2HF Dorsal spina bifida with hydrocephalus
QO5.1 T5352 Stist o|2ERF Thoracolumbar spina bifida with hydrocephalus
Q05.2 T552 Sttst 0|2 F Lumbar spina bifida with hydrocephalus
Q05.2 T5352 SISt 0|2 F Lumbosacral spina bifida with hydrocephalus
Q05.3 T532 SISt O|BMF Sacral spina bifida with hydrocephalus
Q05.4 T53S SISt MMEYe o|EHF Unspecified spina bifida with hydrocephalus
Q05.5 F=530| gle o|2EF Cervical spina bifida without hydrocephalus
Q05.6 T=5350| gle o|lEEF Thoracic spina bifida without hydrocephalus
Q05.6 Ol &&F NOS Dorsal spina bifida NOS
Q05.6 Ol 28 2F NOS Thoracolumbar spina bifida NOS
Q05.7 T=5350| gle o|lBERF Lumbar spina bifida without hydrocephalus
Q05.7 Ol 2 R2FF NOS Lumbosacral spina bifida NOS
Q05.8 T5350| gle o|lEXM= Sacral spina bifida without hydrocephalus
Q05.9 AMEHo Oo|ZXHF Spina bifida, unspecified
Q06.2 0| S Diastematomyelia
Q07.0 of=E-J|ot2|ZTFT Arnold-Chiari syndrome
Q1.2 S e Lenz microphthalmia syndrome
Q14.1 X-943k oM otak3a| X-linked juvenile retinoschisis
Q7.2 20| B(INEE) Microtia
Q20.0 =SS W7t Common arterial trunk
Q20.0 SWZLES Persistent truncus arteriosus
Q20.1 o|ZET A Double outlet right ventricle
Q20.1 EteAl -4 EF7 Taussig-Bing syndrome
Q20.2 O| Z &=t Al Double outlet left ventricle
Q20.3 AMAHE AR E ALK Discordant ventriculoarterial connection
Q20.3 tfsWel M2 Dextrotransposition of aorta
Q20.3 o & 2ol (etd)H < Transposition of great vessels (complete)
Q20.4 T A A Single ventricle
Q20.5 Mol Hd =X Discordant atrioventricular connection
Q20.5 T 2N Corrected transposition
Q20.5 =X 2 Laevotransposition
Q20.5 Al ALY Ventricular inversion
Q21.2 HMESAHAE Atrioventricular septal defect
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Q21.2 Z Al Common atrioventricular canal
Q21.2 Auargr|da Endocardial cushion defect
Q21.2 Hiz3aAeSAHAE(] H) Ostium primum atrial septal defect (type |)
Q21.3 ZZH A= Tetralogy of Fallot
Qors | UE B AL Ealol 2anx | ON0CCT Sresia, dbropostion of aorta
= TE=THE oos meEesA=T and hypertrophy of right ventricle
Q214 HsUHHsHsHAE Aortopulmonary septal defect
Q214 HsWsHAE Aortic septal defect
Q214 o = o = & Aortopulmonary window
Q21.8 ofo| MMl H & & Eisenmenger’s defect
Q22.0 | S o4 mhE| 24 Pulmonary valve atresia
Q22.4 AbE B A Tricuspid atresia
Q225 ol E AEFOIO] A Ebstein’s anomaly
Q22.6 HMXSHY RAUSFDE Hypoplastic right heart syndrome
Q23.0 CH = Tho| MM 3=t Congenital stenosis of aortic valve
Q23.0 MMA Cf 594 Zhe 24 Congenital aortic atresia
Q23.0 MMM fSMHE Congenital aortic stenosis
Q23.1 HsWme MMM J7|ls82™ Congenital insufficiency of aortic valve
Q23.1 0| & CH =94 ot Bicuspid aortic valve
Q23.1 MMM of S ot 2 2 Congenital aortic insufficiency
Q23.1 MHEN sy o7 Congenital aortic regurgitation
Q232 MHEY S2Ee s Congenital mitral stenosis
Q23.2 MEN S a2 Congenital mitral atresia
Q23.3 MEYN S2EEHEH Congenital mitral insufficiency
Q234 HMXSHY MBS TE Hypoplastic left heart syndrome
(52E & wEe H2ieb &hA|) Atresia, or marked hypoplasia of aortic orifice
Qs4 | & ?EEHp%DSH SIE:JF’;S Mool o or valve, with hypoplasia of ascending aorta
Zidlss FdstE ey 2 and defective development of left ventricle (with
Eoto| m4f = XS WUEEN mitral valve stenosis or atresia)
oL al Aol S her ital [formati f aorti
Q238 EoE o amnato] J|EF MH 7| %titrgl Sglr\}ggn tal malformations of aortic and
Q239 ST 9 amEte| A2 o] MAT|E \?ﬁggse,niaﬂsgneﬂrﬁeranation of aortic and mitral
Q24.4 MMM S & =t Congenital subaortic stenosis
Q24.5 ThatsWE ol Ty Malformation of coronary vessels
Q24.5 MEN BMNEHF Congenital coronary(artery) aneurysm
Q24.6 MHEAM AZRC Congenital heart block
Q25.1 tfsWe|l ==t Coarctation of aorta
Q25.1 ol FaH(aM, 2F) Coarctation of aorta (preductal, postductal)
Q25.2 o S ol m Atresia of aorta
Q25.3 ol &=t Stenosis of aorta
Q25.3 AR o) S o3 & Supravalvular aortic stenosis
Q25.5 o S WO m Atresia of pulmonary artery
Q26.0 Yool MMM #=f Congenital stenosis of vena cava
Q26.0 (sh(Ahc Mool MMM F =} Congenital stenosis of vena cava (inferior)(superior)
Q26.1 A MM = Persistent left superior vena cava
Q26.2 Mo Mo A gho| A Total anomalous pulmonary venous connection
Q26.3 FEH YW Ao A Partial anomealous pulmonary venous connection
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Q26.4 AMEYe Mo Z oA Anomelous pumonary vienous connection, unspedified
Q26.5 ZoZ ol A Anomalous portal venous connection
Q26.6 EWH-ZtsHZ Portal vein—hepatic artery fistula
Q28.2 etojHMo| &ETFF Wyburn Mason syndrome
Q38.3 SME(EEIE) Aglossia
Q44.2 Ehakol o 2 Atresia of bile ducts
Q44.7 e e Alagille’s syndrome
Q61.1 Chetd A7 HEAMA AN Polycystic kidney, autosomal recessive
Q61.1 Chetd AN oty Polycystic kidney, infantile type
Q61.9 HASFH Meckel syndrome
Q64.1 g el gt Exstrophy of urinary bladder
Q64.1 gtzho| A3 Ectopia vesicae
Q64.1 ghateltd Extroversion of bladder
Q74.0 HMBFINS0IZ2S Cleidocranial dysostosis
Q74.3 e e B S ] Arthrogryposis multiplex congenita
Q74.8 gl2d s+ Larsen’s syndrome
Q75.0 Fil=wE Craniosynostosis
Q75.0 = 2| Z(Acrocephaly) Acrocephaly
Q75.0 FilZe 2 FE Imperfect fusion of skull
Q75.0 = 2| & (Oxycephaly) Oxycephaly
Q75.0 AZtHE| S Trigonocephaly
Q75.1 FofetHZol=S Craniofacial dysostosis
Q75.1 IAFEY Crouzon’s disease
Q754 stetoti Zo| 25 Mandibulofacial dysostosis
Q754 z2tH A E S Franceschetti syndrome
Q75.4 EX-Z2A BT Treacher Collins syndrome
Q76.1 Zel|g-nod 5FF Klippel-Feil syndrome
Q77.0 ASZFUME Achondrogenesis
Q77.0 oA S UM X stE Hypochondrogenesis
Q771 RIAFS THA Thanatophoric short stature
Q77.2 nes=5F Short rib syndrome
Q77.2 AN R Mol a{F ] Asphyxiating thoracic dysplasialJeune]
Q77.3 Ha d=ZgMolat Chondrodysplasia punctata
Q77.3 O D2t MA AZEMHo|A(18-38) Rhizomelic chondrodysplasia punctataltype 1-3)
Q77.3 X-o13 24 AZ=gMola X-linked dominant chondrodysplasia
Q774 A=ZFEHMST Achondroplasia
Q774 ASZEH MK SIS Hypochondroplasia
Q774 MHENE =HsE Osteosclerosis congenita
Q775 CIAEZTN gMolat Dystrophic dysplasia
Q77.6 o Z 2l & Mol At Chondroectodermal dyplasia
Q776 de|A-dtI3HESFTH Ellis-van Creveld syndrome
Q77.7 HESEHE Mol Spondyloepiphyseal dysplasia
Q77.7 oM M EZCIE MO A Spondyloepiphyseal dysplasia tarda
Q778 J'—L“é!%_' 2 _IE._—’F— o MEH&EZ Zubst Other osteochondrodysplasia with defects of
J|Ef 2= Mo|A growth of tubular bones and spine
Q77.8 LChof A~ sHAol At Acromicric dysplasia
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Leri-Weill syndrome,
Leri-Weill dyschondrosteosis (LWD)

I~

Osteochondrodysplasia with defects of growth
of tubular bones and spine, unspecified

Osteogenesis imperfecta

Fragilitas ossium)

Fragilitas ossium

Osteopsathyrosis)

Osteopsathyrosis

Polyostotic fibrous dysplasia

deatolE(-H

Albright(-McCune)(-Sternberg) syndrome

= =
=343

Osteopetrosis

o =2 A

Albers-Schénberg syndrome

FHF 2HE|-

Camurati—-Engelmann syndrome

TR X
HHAZES

Enchondromatosis

ol 5

Maffucci’s syndrome

2z/o 2

Ollier's disease

Metaphyseal chondrodysplasia, Schmid type

Q5%

Pyle’'s syndrome

CHEMEeZE

Multiple congenital exostoses

a1

784 e

Hereditary multiple exostoses

R E:

Diaphyseal aclasis

Pseudoachondroplastic dysplasia

A E A

Congenital diaphragmatic hernia

Other congenital malformations of diaphragm

My

Absence of diaphragm

Congenital malformation of diaphragm NOS

EgE Eventration of diaphragm
ZHERE} Exomphalos
B EFE Omphalocele

oM |

Gastroschisis

I

=

Prune belly syndrome
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Other congenital malformations of abdominal wall
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Ehlers-Danlos syndrome

Other congenital malformations of

cEAA S 78 JHIlY musculoskeletal system

259 Zof Absence of muscle

EE =L Absence of tendon

g2 Accessory muscle

MEM Z29=F Amyotrophia congenita

MHEA =t Congenital constricting bands

MHEM s s Congenital shortening of tendon
Z2UEZSFL Poland’s syndrome

SZAAES MM 2o MAMTI|H g)yc;rtwg%nnﬁlnsrgglg%rergatlon of musculoskeletal
Z2=A4A &2 MHolA NOS Congenital anomely of musculoskeletal system NOS
22HASe| MEHE NOS Congenital deformity of muscuioskeletal system NOS
X-0i THH| S 5; AE = é(gfl;giléen%ymhthyo&s; steroid sulfatase
Sod|ES Lamellar ichthyosis




20201 EAFR ARG oY

= 22ay SET
Q80.3 MMM x4 Hs2AdsMIE2S Congenital bullous ichthyosiform erythroderma
Q80.4 el HlsS Harlequin ichthyosis
Q81.0 ot XM FIEe| S Epidermolysis bullosa simplex
Q81.1 AAE =M Frua|E Epidermolysis bullosa letalis
Q81.1 dEe=E5FT Herlitz” syndrome
Q81.2 CIAEZIN =M FIuz|S Epidermolysis bullosa dystrophica
Q82.0 FHN BEZEE Hereditary lymphoedema
Q82.1 MAMAILIS JF A Xeroderma pigmentosum Group A (XPA)
Q82.3 MAMZZE Incontinentia Pigmenti
Q82.4 (F5tM) 2ufjds ol Ectodermal dysplasia (anhidrotic)
Q82.8 e Rothmund Thomson syndrome
Q85.0 MM RS S(H 2N Neurofibromatosis (nonmalignant)
Q85.0 MAMRSEH|I2LN) 18, 28 Neurofibromatosis(nonmalignant) type 1, type 2
Q85.0 =Zd Z2stHY Von Recklinghausen’s disease
Q85.1 Z2EN FstE Tuberous sclerosis
Q85.1 FECFY Bourneville’s disease
Q85.1 of = Zolo} Epiloia
Q85.8 ZO|Z-HHA EFF Peutz-Jeghers syndrome
Q85.8 AEX|-HH{(-C|0|E2]) EFL Sturge-Weber(-Dimitri) syndrome
Q85.8 Z slg-2cte s+ Von Hippel-Lindau syndrome
Q86.0 (O|MEHENM) EfolLdZ2E T Fetal alcohol syndrome (dysmorphic)
Q87.0 iu‘—_i Ld=gElof des == Congenital malformation syndromes
1M |8EF2 predominantly affecting facial appearance
Q87.0 HEFCHX| R e Acrocephalopolysyndactyly
Q87.0 HEREXS Acrocephalosyndactyly(Apert)
Q87.0 FEotEE R T Cryptophthalmos syndrome
Q87.0 CHots Cyclopia
Q87.0 ZHs TFF Goldenhar syndrome
Q87.0 nz-AREg-2A B34 Gorlin-Chaudhry-Moss syndrome
Q87.0 H| A BSFL Moebius syndrome
Q87.0 A-dz-=t =+ Oro—-facial-digital syndrome
Q87.0 24l 3+ Robin syndrome
Q87.0 uoztfes 43 Whistling face
Q87.0 tHE ST Carpenter’s syndrome
Qw71 |2 wum was awsasee | oopend pdomaler onones
Q87.1 of2A3] TFT Aarskog syndrome
Q87.1 A 5FL Cockayne syndrome
Q87.1 EEgx= 5FF De Lange syndrome
Q87.1 FHex BFL Dubowitz syndrome
Q87.1 Fet 32 Noonan syndrome
Q87.1 =zzlH-ge 532 Prader-Willi syndrome
Q87.1 ZH|c-Aldot-AD|A ST Robinow-Silverman-Smith syndrome
Q87.1 HA-AMe S Russel-Silver syndrome
Q87.1 A2 B2 Seckel syndrome
Q87.1 AD|A-HZ|-LIu| X S&FL Smith-Lemli-Opitz syndrome
Q87.1 Haz-2lE 3T Sjogren-Larsson syndrome
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Q87.2 2EE-22Z ZFL Holt-Oram syndrome
Q87.2 Eo|g-Eg-Uol-HH EEZ Klippel-Trénaunay-Weber syndrome
Q87.2 EUEFENH ST Nail patella syndrome
Q87.2 FHIAEQI-EHO|H] BFZ Rubinstein—-Taybi syndrome
Q87.2 HEHZ S+ VATER syndrome
Q87.3 H I E-H|dot ST Beckwith-Wiedemann syndrome
Q87.3 LEA BFT Sotos syndrome
Q87.3 A B2 Weaver syndrome
Q87.4 nlz2gss+ Marfan’s syndrome
Q87.8 AETE ST Alport syndrome
Q87.8 ZAA-B(-Hi=2H)-H|E TF2 Laurence-Moon(-Bardet)-Biedl syndrome
Q87.8 HeH S Zellweger syndrome
Q87.8 X BT CHARGE syndrome
Q90.0 IMAMA S, 2L 22| Trisomy 21, meiotic nondisjunction
Q90.1 %1 ;éi“.’:.*:—.:' HZ, Trisomy 21, mosaicism (mitotic
MA S (RAIELHE2]) nondisjunction)
Q90.2 21MEMA S, M2 Trisomy 21, translocation
Q90.9 21 A M S NOS Trisomy 21 NOS
Q91.0 18 E M A E, 2| 2e| Trisomy 18, meiotic nondisjunction
Q91 1 l?;éi‘%ﬂiﬂ%, Trisomy 18, mosaicism (mitotic
: MA S (AR E2]) nondisjunction)
Q91.2 18MAMA S, M2 Trisomy 18, translocation
Q91.4 13 EMA TS, T2 2el Trisomy 13, meiotic nondisjunction
Q915 13AMA S MASEH(FALRZLH|22E]) Trisomy 13, mosaicism (mitotic nondisjunction)
Q91.6 138t MA S, M Trisomy 13, translocation
Q91.7 1I3MPMA ST Trisomy 13 syndrome
Q2.2 102 A M B Trisomy 10p
Q93.3 e e e Wolff-Hirschhorn syndrome
Q934 58 QM chetel A& Deletion of short arm of chromosome 5
Q93.4 Ido|l2385FL Cri-du—chat syndrome
Q93.5 AMotEs 2 Angelman syndrome
Q93.5 MF2EFT CATCH?22 syndrome
Q93.5 1822t A M A T 180 monosomy
Q935 AO|AOH LA ST Smith-Magenis syndrome
Q935 e|gdA 557 Williams syndrome
Q96.0 15445 X Karyotype 45, X
Q96.1 S 5446, X5 2l XHXq) Karyotype 46, X iso(Xq)
Q6.2 S2IAHXg)E Hlelgt ofd dHMAE Karyotype 46, X with abnormal sex
- 717 s &46, X chromosome, except iso(Xq)
Q96.3 Ml 45, X/46, XX E= XY Mosaicism, 45, X/46, XX or XY
Q96.4 MAZS, oldddMAE JHE 45 Mosaicism, 45, X/other cell line(s) with
: X/7I1EF MZH abnormal sex chromosome
Q98.0 el BT, HE 47, XXY Klinefelter's syndrome karyotype 47, XXY
Q8.1 22feldE 323, F I ofete Klinefelter's syndrome, male with more than
: XPHMAE 7t7 N two X chromosomes
Q98.2 SIS, siE 46 XXE 7K &M Kiinefelter's syndrome, mele with 46,XX karyotype
Q99.2 Fexssx 2 Fragile X syndrome




