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Q031 HO-HAHE2 Dandy-Walker syndrome

Q04.2 M| B2 RIANIE) Holoprosencephaly

Q04.3 2-0AH = Miller-Dieker syndrome

004.3 NS Lissencephaly

Q04.3 CHOIMO|1ZS Polymicrogyria

Q04.3 e Hydranencephaly

Q04.3 ZE0|HS Pachygyria

Q04.3 FL0|HS Agyria of brain

Q04.3 A |2 EEA Cerebellar agenesis

Q04.3 FHE 5%+ Joubert syndrome

Q04.6 =245 Schizencephaly

Q05.0 +F358 Stfet 0|28 Cervical spina bifida with hydrocephalus

005.1 AEES UL 0|2E0E Thoracolumbar spina bifida with
hydrocephalus

Q05.1 +F358 Stfet 0|28 Thoracic spina bifida with hydrocephalus

Q05.1 +F358 Stfet 0|28 Dorsal spina bifida with hydrocephalus

Q05.2 +F52 Sifet 0[22F Lumbar spina bifida with hydrocephalus

005.2 AEmS ZHIE O2QHE Lumbosacral spina bifida with
hydrocephalus

Q05.3 +F358 Stfet 0|28 Sacral spina bifida with hydrocephalus

Q05.4 | 532 Stist gM=F2 0|2X™F | Unspecified spina bifida with hydrocephalus

Q05.5 $E=0| glE 0|124x Cervical spina bifida without hydrocephalus

Q05.6 $E=0| glE 0|12Ex Thoracic spina bifida without hydrocephalus

Q05.6 0|2882%F NOS Thoracolumbar spina bifida NOS

Q05.6 Ol2&3% NOS Dorsal spina bifida NOS

Q05.7 0|228F NOS Lumbosacral spina bifida NOS

Q05.7 +5£50| gl= 0I2QF Lumbar spina bifida without hydrocephalus

Q05.8 +5£30| gl= O|2dE Sacral spina bifida without hydrocephalus

Q05.9 SM=32 O|2&F Spina bifida, unspecified

Q06.2 H20115 Diastematomyelia

Q07.0 OlsL-7|0t2|52= Arnold-Chiari syndrome

0Q11.2 AL ES A Lenz microphthalmia syndrome
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013.1 FEME Aniridia

Q13.8 SIMHE-2|0|H] B5F Axenfeld-Rieger syndrome

Q14.1 - oA QofEa) X-linked juvenile retinoschisis

Q14.2 LHEZE 35 Morning glory syndrome

0Q15.0 M= Congenital glaucoma

o161 | (S0l s g, me, gy | COTOST sence s and st o

Q17.2 AO|IB(NEFE) Microtia

020.0 37t Common arterial trunk

020.0 SYIIEL Persistent truncus arteriosus

0201 0|55+ Double outlet right ventricle

0201 EfRAII-YE 2+ Taussig-Bing syndrome

020.2 O|ISETAHA Double outlet left ventricle

020.3 e (&)Y Transposition of great vessels (complete)

020.3 AU AAEE Y| Discordant ventriculoarterial connection

020.3 o S=XL Dextrotransposition of aorta

020.4 Hda A Single ventricle

020.5 SALH Ventricular inversion

020.5 SEEEHY Corrected transposition

020.5 LAHE=LX] Discordant atrioventricular connection

020.5 EETY Laevotransposition

Q20.6 AEEEZ0| O] ASIA Isomerism of atrial appendages

0206 FHIE Efjifﬂ%% %‘i@ o Isomerism of.atrial appendages with

B4E9| Old &y asplenia or polysplenia

021.2 dUHE71dE Endocardial cushion defect

021.2 Yas44L Atrioventricular septal defect

021.2 S Common atrioventricular canal

021.2 HadYUEAEa(] 3) Ostium primum atrial septal defect (type 1)
HSW HA L= M4, sl | Ventricular septal defect with pulmonary

021.3 LEQX| U MAMH|IHE SHISH | stenosis or atresia, dextroposition of aorta

HEEze and hypertrophy of right ventricle

021.3 Y= Tetralogy of Fallot

Q214 sUHSUHS A AL Aortopulmonary septal defect

021.4 O O S Ot =t Aortopulmonary window

Q21.4 s AEE Aortic septal defect
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021.8 OfO|HIHIAZEE Eisenmenger’s defect

022.0 TH| = T A4 Pulmonary valve atresia

Q22.4 AR AH Tricuspid atresia

Q22.5 OIE AERI0| A Ebstein anomaly

022.6 Y Xoty fuE2T Hypoplastic right heart syndrome

023.0 AT ST A Congenital aortic atresia

Q23.0 CHsUIO| MMEA! Congenital stenosis of aortic valve

023.0 Y HSUTEE Congenital aortic stenosis

0231 XY HSUHI|sEA Congenital aortic insufficiency

0231 MY SR Congenital aortic regurgitation

Q23.1 O|M = mat Bicuspid aortic valve

Q23.1 ool MMy 7|18 Congenital insufficiency of aortic valve

023.2 MY SRTREA, Congenital mitral stenosis

023.2 MY ST Congenital mitral atresia

023.3 MY SEHI|ISEH Congenital mitral insufficiency

023.4 YNy BT Hypoplastic left heart syndrome

ST A E= A BHAH) Atresia, or marked hypoplasia of aortic

023.4 SIS MO 3c§;’é3'7(15f9f ZAAQ| | orifice or valve, with hypoplasia of ascending
dades SHshE isMTH 2 | aorta and defective development of left
marol WA E= XSt HSEM | ventricle(with mitral valve stenosis or atresia)

0238 | CHEWT o A@mo| 7|E MA7|S Other congear;]i:[jalmrTijj;flo\r/r;}\zj’éisns of aortic

023.9 Cfsoiot gl %_EELQI MMZH | Congenital malformation of .a.ortic and mitral

M7 valves, unspecified

Q24.4 MY s TSHEE Congenital subaortic stenosis

0Q24.5 MY HYSUF Congenital coronary(artery) aneurysm

Q24.5 TAsMEIe| 7Y Malformation of coronary vessels

024.6 MY AR Congenital heart block

025.1 Mo =&t Coarctation of aorta

025.1 fEaol Z2HEMN, =) Coarctation of aorta (preductal, postductal)

025.2 CH=aqo| A4 Atresia of aorta

025.3 oo SyA Stenosis of aorta

Q25.3 TOAE WS A Supravalvular aortic stenosis

0Q25.5 HZHO| T AH Atresia of pulmonary artery

020 | el e gy Conoend stenos of vena cao
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026.0

Congenital stenosis of vena cava

Q26.1

Persistent left superior vena cava

Q26.2

Total anomalous pulmonary venous
connection

026.3

Partial anomalous pulmonary venous
connection

Q26.4

Anomalous pulmonary venous connection,
unspecified

0Q26.5

Anomalous portal venous connection

026.6

Portal vein—hepatic artery fistula

Q28.2

Wyburn Mason syndrome

Q38.3

Aglossia

Q43.8

Congenital Short Bowel Syndrome

Q44.2

Atresia of bile ducts

Q44.6

Congenital liver Fibrosis|fibrotic]

Q447

Alagille’s syndrome

Q61.1

Polycystic kidney, infantile type

Q611

[l

Polycystic kidney, autosomal recessive

061.2

oL | o
0% | 0%

[l

Polycystic kidney, autosomal dominant

0Q61.9

Meckel syndrome

Q64.1

Exstrophy of urinary bladder

Q64.1

Ectopia vesicae

Q64.1

Extroversion of bladder

Q74.0

Cleidocranial dysostosis

Q743

Arthrogryposis multiplex congenita

Q74.8

Larsen’s syndrome

Q75.0

Trigonocephaly

Q75.0

Craniosynostosis

Q75.0

O | mor | O

Oxycephaly

Q75.0

ra

2

Imperfect fusion of skull

Q75.0

Acrocephaly

Q751

Craniofacial dysostosis

Q751

Crouzon’s disease

Q75.4

LS| A H|E]

Franceschetti syndrome

Q75.4

Ex-22A

Treacher Collins syndrome
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Q75.4 SIRIHEO|IES Mandibulofacial dysostosis
Q76.1 SoE-IIYs=eL Klippel-Feil syndrome
Q77.0 AZFLUS Achondrogenesis
Q77.0 AL otS Hypochondrogenesis
Q771 XA HA Thanatophoric short stature
Q77.2 HesEST Short rib syndrome
Q77.2 Ay SREH0[FIE] Asphyxiating thoracic dysplasia[Jeune]
Q77.3 e ASI01Y Chondrodysplasia punctata
Q77.3 Crerd I AM0|A Multiple epiphyseal dysplasia
Q77.3 X-og 4 A=dg0lY X-linked dominant chondrodysplasia
077.3 Oiﬂﬂﬂ%’é* j.:.*é*; Rhizomelic chondrodysplasia punctata(type
AEHHOIH(1H-33) 1-3)
Q77.4 ASFIESE Achondroplasia
Q77.4 Y 835 Osteosclerosis congenita
Q77.4 AT SMKEIS Hypochondroplasia
Q77.5 CAEZTAN YFMOA Dystrophic dysplasia
Q77.6 AA-BIFYHESSH Ellis—van Creveld syndrome
Q77.6 S| EMO0A Chondroectodermal dysplasia
Q77.7 OrtN MESTSH0A Spondyloepiphyseal dysplasia tarda
Q77.7 MESHHM0|Y Spondyloepiphyseal dysplasia
0778 s J MF9 é!_’g’é-é% sS85t | Other osteochondrodysplasia with defects
7|Et EASSEH0IY of growth of tubular bones and spine

Q77.8 U A HAMHO|A Acromicric dysplasia
Q77.8 de-HY =2 Leri-Weill syndrome

TAID 9 MEO| MAIHAS EubE Osteochondrodysplasia with defegts of
Q77.9 AED0| BT AO0IAL growth of tubular bppes and spine,

unspecified

Q78.0 SAMEAEY Osteogenesis imperfecta
Q78.0 =55 Fragilitas ossium
Q78.0 Ex s Osteopsathyrosis
Q78.1 OEd MR M0l Polyostotic fibrous dysplasia
Q78.1 | LEEPOIE(-YFE)(-AEHTDSSE | Albright(-McCune)(-Sternberg) syndrome
Q78.2 NS Osteopetrosis
Q78.2 UHEA-HHZ2TESS Albers—Schonberg syndrome
Q78.3 712 EtE|-UANE S Camurati-Engelmann syndrome
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078.4 OEXSEL Maffucci's syndrome

Q78.4 =g0=4 Ollier's disease

Q784 HWH=53 Enchondromatosis

0785 DT EAO, AD|CH Metaphyseal chorj[%oedysplasia, Schmid

Q78.56 L Py Pyle’s syndrome

Q78.6 RHY OUES Hereditary multiple exostoses

Q78.6 =(EHREAA Diaphyseal aclasis

Q78.6 CHEUMHERASS Multiple congenital exostoses

Q78.9 7t e 9801y Pseudoachondroplastic dysplasia

Q79.0 MY g4nuey Congenital diaphragmatic hernia

Q791 gAato] MH71@ NOS Congenital malformation of diaphragm NOS

Q791 2499l J|Et MHYIY Other congenital malformations of diaphragm

Q79.1 gA49E0 Absence of diaphragm

Q79.1 gaqt g5 Eventration of diaphragm

Q79.2 Hi &S LA E A Exomphalos

Q79.2 HHSHEH Omphalocele

Q79.3 EHIIES Gastroschisis

079.4 I pNI=1CES =] Prune belly syndrome

079.5 sio] J|E MET|H Other congenital. malformations of
abdominal wall

Q79.6 AHA-HEASSH Ehlers—Danlos syndrome

Q79.8 Az 20 Absence of tendon

Q79.8 =HES2H Poland’s syndrome

Q79.8 Y HeE Congenital shortening of tendon

Q79.8 M A Congenital constricting bands

Q79.8 - Accessory muscle

Q79.8 HHg 2= Amyotrophia congenita

Q79.8 259 Z¢ Absence of muscle

079.9 | DZHAEO| AMZEIO| MH7[H Congenital r:yaslj[c;nniaﬂzr;poefcgsjcuIoskeletal

079.9 amAAE0| MHOA NOS Congenital anomaly of musculoskeletal

system NOS
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079.9 aDAHE0] MHEE NOS Congenital deformity of musculoskeletal
system NOS

0801 X-GH|ES, X-linked ichthyo;i;: steroid sulfatase

AHZO0|EHMEHZE deficiency
Q80.1 X-HEH|=s3S X-linked ichthyosis
Q80.2 SMH|IE3S Lamellar ichthyosis
080.3 MR ATA HSDUEMI|ES Congenitalerk;;Jrl]I?oudseri;h;[hyosiform
Q80.4 2| ZEfO} Harlequin fetus
081.0 Cia 2N HIOMERRS Epidermolysis bullosa simplex
Q81.1 XAHE 2d HIOEES Epidermolysis bullosa letalis
0Q81.1 2 =5E L Herlitz" syndrome
Q81.2 OAEZIY 1M HIOURES Epidermolysis bullosa dystrophica
Q82.0 SNy HOEs Hereditary lymphoedema
Q82.3 MAMES Incontinentia pigmenti
082.4 FoH) LuiEIHOIY Ectodermal dysplasia (anhidrotic)
082.4 SlO|-AAZEL (AUHRE-LHIS Hay-Wells syndrome

Z) (Ankyloblepharon-ectodermal defects)
082.8 EE 33 Bloom syndrome
082.8 EERL(-82) 3&: Rothmund(-Thomson) syndrome
085.0 NAMQEZ(H[OMA) 13, 23 Neurofibromatosis(nonmalignant) type 1,
type 2

085.0 ABHRTSHIYY) Neurofibromatosis (nonmalignant)
085.0 32512 Von Recklinghausen’s disease
Q85.1 22184 Bourneville’s disease
085.1 28y 325 Tuberous sclerosis
085.1 Ol Z=0l0} Epiloia
085.8 AHX-HIH(-C|0|EE]) Z52 Sturge-Weber(-Dimitri) syndrome
085.8 = o|H-2Uhe B2+ Von Hippel-Lindau syndrome
Q85.8 TO|=-HHA E52 Peutz-Jeghers syndrome
086.0 (OI4QYEHY) EfOIYTSE R Fetal alcohol syndrome (dysmorphic)
Q87.0 DH|IRA S+ Moebius syndrome
0Q87.0 HEORIRES Acrocephalopolysyndactyly
087.0 O AAL-H %.?_E I\/Iarchesani—vveill.—syndrome

(HIY-OEAAL] B3 [Weill-marchesani syndrome]
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Q87.0 MR g2 Whistling face

Q87.0 O 0|Y &2+ Fraser ~s syndrome

Q87.0 7127| &34 Kabuki syndrome

Q87.0 =45t 22 Goldenhar syndrome

Q87.0 D-ARLEZ|-BA E5H Gorlin-Chaudhry-Moss syndrome

087.0 Ofgd %—?—EQE‘:_*L% U A& | Jacobsen syndrome(11q distal deletion
553) syndrome)

Q87.0 28 2+ Robin syndrome

Q87.0 Y-g=-&¢ 3= Oro-facial-digital syndrome

Q87.0 =0 se Cryptophthalmos syndrome

Q87.0 TotS Cyclopia

Q87.0 7HHE 52F Carpenter ~s syndrome

087.0 T2 g0 JYE F= Congenital malformation syndromes

HHIES=2 T predominantly affecting facial appearance

Q87.0 HEREXNS Acrocephalosyndactyly(Apert)

071 | = mum mEE wwERR | e o st

Q87.1 =X 01y Campomelic dysplasia

Q871 £ 524 Noonan syndrome

0Q87.1 FHYX B+ Dubowitz syndrome

Q871 Ha-dH =7 Russel-Silver syndrome

Q87.1 E gx 352 De Lange syndrome

Q87.1 Of2ART] 552 Aarskog syndrome

Q87.1 ZH|--ABP-ADA ZS5H Robinow-Silverman—-Smith syndrome

Q871 NER=hs Seckel syndrome

Q87.1 ADA-3Z|-QIx E5H Smith-Lemli-Opitz syndrome

Q871 Had-2tE Ze Sjogren-Larsson syndrome

Q871 oet-2ge 382 Prader-Willi syndrome

Q871 AL S22 Cockayne syndrome

Q87.2 EUETEH S22 Nail patella syndrome

0Q87.2 22|"-EY2U0|-HH S5+ Klippel-Trénaunay-Weber syndrome

Q87.2 SHIAERI-HOH| ZF2 Rubinstein-Taybi syndrome

Q87.2 EE-2F Z37 Holt-Oram syndrome

Q87.2 HIHIZ S22 VATER syndrome
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Q87.3 AEA 5 Sotos syndrome

Q87.3 HIZHE-HIHT S22 Beckwith-Wiedemann syndrome

Q87.3 A 52 Weaver syndrome

Q87.4 I2gEss Marfan’s syndrome

Q87.5 FIU-222| F24 Coffin—Lowry syndrome

087.8 Wa-MEo= %é?(ZZ&% 13.3 Phelan—l\/cher.mid syndrome(22g13.3

4 3FD) deletion syndrome)

0Q87.8 UAES L Alstrom syndrome

0Q87.8 HAA S22 Zellweger syndrome

Q87.8 Op7t0|-H-41% S22 Branchiootorenal syndrome

Q87.8 Z2UA-BR(-HI2O))-H|E SFF | Laurence-Moon(-Bardet)-Biedl syndrome

Q87.8 URE F2H Alport syndrome

087.8 K| B2 CHARGE syndrome

087.8 ADNP %—?—Eié‘fjé%—'ﬂﬂléot ADNP syndrome(Helsmoortel-VanDerAa

557 Syndrome)

Q90.0 21 MY T, de-EEHIEe Trisomy 21, meiotic nondisjunction

090.1 2_1’&.*%&'1711% Trisomy 21, r.npsaic.ism (mitotic
HUSH(RAREEHIR2]) nondisjunction)

Q90.2 1M EMHE, T Trisomy 21, translocation

090.9 21EMAS NOS Trisomy 21 NOS

Q91.0 18 EMAE, L+-EEH R Trisomy 18, meiotic nondisjunction

091.1 1?@*%&"%% Trisomy 18, r.npsaic.ism (mitotic
MOUXSY(QAIESH|E2)) nondisjunction)

Q91.2 18RIEMAIS, M Trisomy 18, translocation

Q914 13EMAIE, L+-EEH R Trisomy 13, meiotic nondisjunction

0915 13@*%&%% Trisomy 13, r.npsaic.ism (mitotic
MOUXSY(QAIESH|E2)) nondisjunction)

Q91.6 13 SMAST, T Trisomy 13, translocation

Q91.7 13 MRS = Trisomy 13 Syndrome

092.2 T0HAMAMAN S Trisomy 10p

092.3 DEF|-EAT| 55+ Potocki-Lupski syndrome

Q92.3 15%211-13 DMIEE 35 15911913 microduplication syndrome

Q92.3 7He1.23 OIMIEE 352 7911.23 microduplication syndrome

Q92.8 208 FAMR| CHRLO| AHAMH|S Trisomy 20p
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093.2 158 AGMH(Z)(YELE 158 Tetrasomy 15q (isodicentric 15
: SHMF| =5) chromosome syndrome)
093.3 4 o9 ouF BE A Partial deletion of the short arm of
chromosome 4
Q93.3 HO-3eESEL Wolff-Hirschorn syndrome
093.4 O QGMIF| TRt A Deletion of short arm of chromosome 5
0Q93.4 VA0S B ST Cri-du-chat syndrome
093.5 H¥228=2 CATCH22 syndrome
Q93.56 18%e UHE HE IS 18q distal deletion syndrome
Q93.5 15 233 OME: 355+ 15913.3 microdeletion syndrome
Q93.5 2237 DME: 5L 2937 microdeletion syndrome
Q93.5 3 Aer9 DihE: 55+ 34929 microdeletion syndrome
Q93.5 1H36 DNE&E2E 1p36 Microdeletion Syndrome
Q93.5 18 T2t SMK| A& 18 short arm chromosome Deletion
Q93.5 18 UAHUSAMAMS 189 monosomy
Q93.5 e|HA 552 William’s syndrome
Q93.5 HTZ S Angelman syndrome
Q93.5 ADA-OIHUA S5 Smith-Magenis syndrome
Q96.0 shad4h, X Karyotype 45, X
096.1 313446, XSQURKHXq) Karyotype 46, X iso(Xq)
096.2 SQXHXg)S M OlA HHMHE Karyotype 46, X with abnormal sex
' 71El si3446, X chromosome, except iso(Xq)
096.3 MQB, 45, X/46, XX E= XY Mosaicism, 45, X/46, XX or XY
096.4 HUZ, OlSEMHME 717l 45, Mosaicism, 45, X/other cell line(s) with
' X/71Et M2 abnormal sex chromosome
Q98.0 SRIHEHES R, i 47, XXY | Klinefelter's syndrome karyotype 47, XXY
0981 ZeRIEES 2, & i 0|49 Klinefelter's syndrome, male with more
' XSTMAHE 718 = than two X chromosomes
098.2 SCRIEEHESS D, i 46, XXE | Klinefelter's syndrome, male with 46,XX
' A= karyotype
Q99.2 FoXES2d Fragile X syndrome
099.8 I AH-ZA S22 Pallister—Killian syndrome
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