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Q03.1 Ao -PJAHS S Dandy—Walker syndrome

Q04.2 A S (2 RTHSAE) Holoprosencephaly

Q04.3 kel i 5 Lissencephaly

Q04.3 THE $357 Joubert syndrome

Q04.3 EaRa LI Cerebellar agenesis

Q04.3 o)== Pachygyria

Q04.3 oph o] A o] g2 Polymicrogyria

Q04.3 ol Agyria of brain

Q04.3 R R s Hydranencephaly

Q04.3 el -tA S5 Miller—Dieker syndrome

Q04.6 TEEE Schizencephaly

Q05.0 FFEE FHkg o] B Cervical spina bifida with hydrocephalus
Q05.1 FFEE FHkg o B FF Thoracic spina bifida with hydrocephalus
Q05.1 2Ezo Eulel o|BEQ R Thoracolu;;z?gcseiiéliuk;iﬁda with
Q05.1 FFEE FHkg o) B Dorsal spina bifida with hydrocephalus
Q05.2 sEzo mulel oo Lumbosic;zioiiigsagiida with
Q05.2 FEZS FHuksl o|BoF Lumbar spina bifida with hydrocephalus
Q05.3 Tres EEke ol F Sacral spina bifida with hydrocephalus
Q05.4 | 752 B AlETe] o] S | Unspecified spina bifida with hydrocephalus
Q05.5 TFZTo| Q= o|EAF Cervical spina bifida without hydrocephalus
Q05.6 ol 2F NOS Thoracolumbar spina bifida NOS
Q05.6 Tl fle oesF Thoracic spina bifida without hydrocephalus
Q05.6 o] &3+ NOS Dorsal spina bifida NOS

Q05.7 o]+ 83 NOS Lumbosacral spina bifida NOS
Q05.7 Tl fle oeaF Lumbar spina bifida without hydrocephalus
Q05.8 TFool Qv ol AT Sacral spina bifida without hydrocephalus
Q05.9 BAET O o] F Spina bifida, unspecified

Q06.2 2 F=o 7l % Diastematomyelia

Q07.0 olEt —J|olg E=3 Arnold—Chiari syndrome
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Q11.2 A2 ST Lenz microphthalmia syndrome

Q13.1 TEA5 Aniridia

Q13.8 SJAFE - oA FIT Axenfeld—Rieger syndrome

Q14.1 A% AdxA HuhEe X—linked juvenile retinoschisis

Q14.2 U S5 Morning glory syndrome

Q15.0 A= Congenital glaucoma

1| U oy OB s, o

Q17.2 aol5(NEE) Microtia

Q20.0 Tzt Common arterial trunk

Q20.0 TUES Persistent truncus arteriosus

Q20.1 E}-A| 2-H S5 Taussig—Bing syndrome

Q20.1 olFETTAA Double outlet right ventricle

Q20.2 olFE T4 Double outlet left ventricle

Q20.3 o] (gh)H ¢ Transposition of great vessels (complete)

Q20.3 AAYE AA A E LA Discordant ventriculoarterial connection

Q20.3 e 72 Dextrotransposition of aorta

Q20.4 A A A Single ventricle

Q20.5 WA A B %] Discordant atrioventricular connection

Q20.5 TAIAAS Corrected transposition

Q20.5 #5744 Laevotransposition

Q20.5 AU Ventricular inversion

Q20.6 A& ES o) ddE Y Isomerism of atrial appendages

020.6 —?—H]%HBE\E;E}H]%% %“?l:l A [somerism of. atrial appendages with

&= o] gddl asplenia or polysplenia

Q21.2 AUEg 7| 2% Endocardial cushion defect

Q21.2 ATATFTAAE(TY) Ostium primum atrial septal defect (type 1)

Q21.2 T Common atrioventricular canal

Q21.2 WAFAAE Atrioventricular septal defect
g H2F = gy, 5o | Ventricular septal defect with pulmonary

Q21.3 | 59A 2 AN E FHkSE | stenosis or atresia, dextroposition of aorta

HNAFAAE and hypertrophy of right ventricle
Q21.3 Za2v 5 Tetralogy of Fallot
Q21.4 HeusAads Aortic septal defect
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Q21.4 s s s A A4S Aortopulmonary septal defect

Q21.4 SRt By Aortopulmonary window

Q21.8 ofo] Al wll A4 &= Eisenmenger’s defect

Q22.0 -5 = 27 2 Pulmonary valve atresia

Q22.4 b2 o) 2 Tricuspid atresia

Q22.5 of| B ~Eg}<l o] A} Ebstein anomaly

Q22.6 P FATSFT Hypoplastic right heart syndrome

Q23.0 a2 gte] Mg Congenital stenosis of aortic valve

Q23.0 A Ol s 4 Congenital aortic atresia

Q23.0 A disHayd = Congenital aortic stenosis

Q23.1 tswse] MAA e HEA Congenital insufficiency of aortic valve

Q23.1 ol o) &= -t Bicuspid aortic valve

Q23.1 A dsHAgF Congenital aortic regurgitation

Q23.1 AR et srAd Congenital aortic insufficiency

Q23.2 A Sy Congenital mitral atresia

Q23.2 MAAA cEIGg A Congenital mitral stenosis

Q23.3 MAA sEI7THA Congenital mitral insufficiency

Q23.4 Aty ST Hypoplastic left heart syndrome
(2w 93 T w4e ) Atre.si.a, or marked h.ypoplasia of. aortic
sty Ee] 87 5keh 244 2] or1f%ce or valve, with hypoplama of

Q23.4 Azulg o Eulahs flEuTy ascending agrta anq defgctlve developmer.lt
srube] o4 E #Ae WA of left ventricle (with m}tral valve stenosis

or atresia)
023.8 | UlEME @ 2wy e 471715 Other Conge;;galmrirﬁ;floifr;lle\tft;(s)ns of aortic
023.9 s Bl %_1}_?_:9] FAEE ] | Congenital malformation of .a(.)rtic and mitral
A7 valves, unspecified

Q24.4 Az ol et 2 Congenital subaortic stenosis

Q24.5 AR s F Congenital coronary(artery) aneurysm

Q24.5 s ad i) 78 Malformation of coronary vessels

Q24.6 A ARG Congenital heart block

Q25.1 sl F32 Coarctation of aorta

Q25.1 gisde] Sa(HA, #F) Coarctation of aorta (preductal, postductal)

Q25.2 5o Atresia of aorta
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Q25.3 e Ao R Supravalvular aortic stenosis

Q25.3 e = Stenosis of aorta

Q25.5 Hs o] 4 Atresia of pulmonary artery

Q26.0 Aol MHA &) Congenital stenosis of vena cava

Q6o | (hCHAAEA g g Ol senosis of v cav

Q26.1 A A =5 Persistent left superior vena cava

026.2 29 4 1 2 5o A Total anomalous pul.monary venous
connection

026.3 B R g A 3o 4} Partial anomalous pu.lmonary venous
connection

Q26.4 AT o] A W A go] A Anomalous pulri(r)lrsl?)res(f:if\;:gous connection,

Q26.5 =W Ao Anomalous portal venous connection

Q26.6 - = Portal vein—hepatic artery fistula

Q28.2 ool Huo] &EF T Wyburn Mason syndrome

Q38.3 TS (\EE) Aglossia

Q43.8 R e R o B Congenital Short Bowel Syndrome

Q44.2 ko] o 4 Atresia of bile ducts

Q44.6 AR 2 AR Congenital liver Fibrosis|fibrotic]

Q44.7 R g B R Alagille’s syndrome

Q61.1 3 A%, dold Polycystic kidney, infantile type

Q61.1 A A%, HEAAAEA Polycystic kidney, autosomal recessive

Q61.2 o3 A, BB A 9-A Polycystic kidney, autosomal dominant

Q61.9 | A 55t Meckel syndrome Z‘j}

Q64.1 Wgo| A% Ectopia vesicae 3

Q64.1 g o) Extroversion of bladder

Q64.1 wage]ak Exstrophy of urinary bladder

Q74.0 H=FAEol =S Cleidocranial dysostosis

Q74.3 A a5 Arthrogryposis multiplex congenita

Q74.8 g 2Al 35 Larsen’s syndrome

Q75.0 W5 Oxycephaly

Q75.0 LSS s Acrocephaly

Q75.0 Kz =S Trigonocephaly
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Q75.0 FEe EdAAs Imperfect fusion of skull

Q75.0 FEAS Craniosynostosis

Q75.1 AFEY Crouzon’s disease

Q75.1 FA/MHZ O] EF Craniofacial dysostosis

Q75.4 IHA~HE FT Franceschetti syndrome

Q75.4 sfototH Fol =% Mandibulofacial dysostosis

Q75.4 EfA-Fdx ST Treacher Collins syndrome

Q76.1 Zod-gdF5T Klippel—Feil syndrome

Q77.0 AZFIAS Achondrogenesis

Q77.0 A=A A 55 Hypochondrogenesis

Q77.1 KA Tl Thanatophoric short stature

Q77.2 AAA FHFA] ] A FH ] Asphyxiating thoracic dysplasia[Jeune]

Q77.2 2555 Short rib syndrome

Q77.3 Oﬂ”ﬁ a3 ‘xé}é} ] Rhizomelic chondrodysplasia punctata(type

A=PA ol (18 -3%) 1-3)

Q77.3 X—aA3# $A4 d=gAoly X—linked dominant chondrodysplasia

Q77.3 ok o Aol Multiple epiphyseal dysplasia

Q77.3 A AxdAlol A Chondrodysplasia punctata

Q77.4 A 2455 Osteosclerosis congenita

Q77.4 A=FIAT Achondroplasia

Q77.4 A=HFA A5 Hypochondroplasia

Q77.5 OAEZyA Ao Dystrophic dysplasia

Q77.6 A -t YHAE ST Ellis—van Creveld syndrome

Q77.6 A= ud g ol Chondroectodermal dysplasia

Q77.7 | FIe o] A) Spondyloepiphyseal dysplasia

Q77.7 kb A EF g Aot Spondyloepiphyseal dysplasia tarda

Q77.8 ool A JAJ o)At Acromicric dysplasia

Q77.8 g2 -dd S5 Leri—Weill syndrome

Q77.8 = 4 FHF9 ‘é?}é—’é% 0kt | Other osteochondrodysplasia with defects

71} S =AY of growth of tubular bones and spine

AT 9 H3o) HYAES Fuleh Osteochondrodysplasia with defec.ts of

Q77.9 A BT o) ol 2 o] A growth of tubular pgnes and spine,

unspecified
Q78.0 FAH=YA Osteogenesis imperfecta
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Q78.0 =3 Osteopsathyrosis

Q78.0 =H S5 Fragilitas ossium

Q78.1 oEA AR dA]ol A Polyostotic fibrous dysplasia

Q78.1 | dBF|E(—HI)(—2EIH1)FF | Albright(—McCune)(—Sternberg) syndrome

Q78.2 =35 Osteopetrosis

Q78.2 dHEA-HHE 0TI Albers—Schonberg syndrome

Q78.3 7H7etE - AN S Camurati—Engelmann syndrome

Q78.4 S =24 Ollier’s disease

Q78.4 yWd=F< Enchondromatosis

Q78.4 vpSEA] ST Maffucci’s syndrome

Q78.5 SR Yo, 7n] = Metaphyseal chorgi;oedysplasia, Schmid

Q78.5 QY F$ Pyle’s syndrome

Q78.6 =Rl s Multiple congenital exostoses

Q78.6 A A AA Diaphyseal aclasis

Q78.6 A4 e Es Hereditary multiple exostoses

Q78.9 7 AR Aol Pseudoachondroplastic dysplasia

Q79.0 A FA9GS% Congenital diaphragmatic hernia

Q79.1 949 2= Eventration of diaphragm

Q79.1 3 A utA o Absence of diaphragm AV
Q9.1 | BTl Ale 44713 e e .
Q79.1 Aol AH71E NOS Congenital malformation of diaphragm NOS $
Q79.2 IR R g s Exomphalos Z‘j} f{
Q79.2 AR E e Omphalocele 3 g]-
Q79.3 EWadF Gastroschisis 2::
Q79.4 DA A0l S Prune belly syndrome

Q79.5 Bl et 4779 Other conjsgci)trilmr;llal\ioarﬁnations of

Q79.6 A A-—GZAZTT T Ehlers—Danlos syndrome

Q79.8 <59 A Absence of muscle

s | g g | 0% oo i o

Q79.8 TS5 Poland’s syndrome
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Q79.8 sl=o] Ao Absence of tendon
Q79.8 A Congenital constricting bands
Q79.8 B Accessory muscle

Q79.8 MAAE 9= Amyotrophia congenita
Q79.8 A #edd=E Congenital shortening of tendon

Congenital deformity of musculoskeletal

Q79.9 = A4AEe AR EY NOS system NOS

Congenital malformation of musculoskeletal

Q79.9 | TIEAA T e HH7Y e
system, unspecified

Q79.9 2mAAS A70]4 NOS Congenital anomaly of musculoskeletal

system NOS
Q80.1 X-dA#dn =5 X—linked ichthyosis
Q80.1 X—AFH =5, B X—linked ichthyosis; steroid sulfatase
' 2 H 2 o] = A I ebA| 2 deficiency
Q80.2 SHH =5 Lamellar ichthyosis
080.3 AN A H)S L okE Al B Congenital bullous ichthyosiform
erythroderma
Q80.4 stz P e o} Harlequin fetus
Q81.0 s A gy S Epidermolysis bullosa simplex
Q81.1 EYEZEZ Herlitz" syndrome
Q81.1 AW XA Ryee] S Epidermolysis bullosa letalis
Q81.2 | YzE=RIA FIA Zydg=E Epidermolysis bullosa dystrophica
Q82.0 AN X HEF Hereditary lymphoedema
Q82.3 MANZS Incontinentia pigmenti
Q82.4 o] - AT (bFE-2 Y Hay —Wells syndrome
A=) (Ankyloblepharon—ectodermal defects)
Q82.4 (&) Qg ol Ectodermal dysplasia (anhidrotic)
Q82.8 SEARAA ARG E Pseudoxanthoma elasticum
Q82.8 AR ol ¢ sk Congenital dyskeratosis
Q82.8 ZEFE(-FS) 5%+ Rothmund(—Thomson) syndrome
Q82.8 EF S5 Bloom syndrome

} } N fi i li 1
Q85.0 AR SEZ( ) 15, 23 eurofibromatosis(nonmalignant) type 1,

type 2
Q85.0 EAFY 544 Von Recklinghausen’s disease
Q85.0 AN FES (A A) Neurofibromatosis (nonmalignant)
Q85.1 Ravad Bourneville's disease
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Q85.1 of g & o] o} Epiloia
Q85.1 244 435 Tuberous sclerosis
Q85.8 E 3|A-dos ST Von Hippel—Lindau syndrome
Q85.8 Fo|A2—AAx S5 Peutz—Jeghers syndrome
Q85.8 | 2HA-HH (YW EY) FF Sturge—Weber(—Dimitri) syndrome
Q86.0 | (o] EA) Holdm TS Fetal alcohol syndrome (dysmorphic)
Q87.0 YH] 92 ST Moebius syndrome
Q87.0 7HY S5 Carpenter’s syndrome
Q87.0 oFerAl S (1178¢h ek A& | Jacobsen syndrome(11q distal deletion
=) syndrome)
Q87.0 AFEA S Acrocephalosyndactyly (Apert)
Q87.0 AT g5 Acrocephalopolysyndactyly
Q87.0 T2 o "%ﬂ]oﬂ 0362}% T Congenital malformation.syndromes
A7 S5+ predominantly affecting facial appearance
Q87.0 AEO ST Cryptophthalmos syndrome
Q87.0 d-d=-&d 57 Oro—facial—digital syndrome
Q87.0 xyolA F Fraser’s syndrome
Q87.0 T A=A =T Gorlin—Chaudhry—Moss syndrome
Q87.0 29 F35 Robin syndrome
Q87.0 Stghi= A= Whistling face
Q87.0 Sles Cyclopia
Q87.0 e i Goldenhar syndrome
Q87.0 PREAAY —Bk e S Mar.chesani—weill.—syndrome
(B} —mE2AAY S5 ] [Weill-marchesani syndrome]
Q87.0 7M7) St Kabuki syndrome
Q87.0 oFx] x| o] Aot Oculodentodigital dysplasia
Q87.1 AN T Cockayne syndrome
Q87.1 gy -ge 57 Prader—Willi syndrome
Q87.1 =2 GAol4 Campomelic dysplasia
Q87.1 | 2 oz BEE AR 82ET Congenital malfo.rmatior.l syndromes
predominantly associated with short stature
Q87.1 A1d-etE S Sjogren—Larsson syndrome
Q87.1 2uA—Adg -0 u=x =3 Smith—Lemli—Opitz syndrome
Q87.1 ZH -2 g-An s F3 Robinow—Silverman—Smith syndrome
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Q87.1 o2~z ST Aarskog syndrome

Q87.1 HA-A S5 Russel—Silver syndrome
Q87.1 = g2 Z54 De Lange syndrome

Q87.1 TRYE ST Dubowitz syndrome

Q87.1 NE 3T Seckel syndrome

Q87.1 T S5 Noonan syndrome

Q87.2 S g ST Nail patella syndrome

Q87.2 v 2 S35 VATER syndrome

Q87.2 SE-QOF S5 Holt—Oram syndrome

Q87.2 FRIZERI - o]H] F3 Rubinstein—Taybi syndrome
Q87.2 | FEE¥-Egw=9vo]-wH ¥+ | Klippel-Trénaunay —Weber syndrome
Q87.3 a9 S5 Weaver syndrome

Q87.3 H A E v d7 S5 Beckwith—Wiedemann syndrome
Q87.3 LES ST Sotos syndrome

Q87.4 e R e Marfan’s syndrome

Q87.5 AN -29-8 S5 Coffin—Lowry syndrome
Q87.8 ANA T Zellweger syndrome

Q87.8 AETE ZZ Alport syndrome

Q87.8 | RUA—F(—vl2H)-H]E £33+ | Laurence—Moon(—Bardet)—Bied! syndrome

=
Q87.8 op7tu| - A=A FIFT Branchiootorenal syndrome

Q87.8 Ag—aiju|= %—?_E(ZZ;E}% 13.3 Phelan—McDel.”mid syndrome(22q13.3
AE FF) deletion syndrome)
Q87.8 GrER ST Alstrom syndrome
Q87.8 ADNP %—?L(@?—?E%—itﬂio} ADNP syndrome(Helsmoortel—VanDerAa
=9) Syndrome)
Q87.8 HA F55 CHARGE syndrome
Q90.0 21 A A S, RN EE Trisomy 21, meiotic nondisjunction
Q90.1 2_1’}}5‘*—‘,4;?1]%—, Trisomy 21, mosaicism (mitotic
: 228 (fAHEAH H ) nondisjunction)
Q90.2 214 G A A = A Y Trisomy 21, translocation
Q90.9 2172 M A S NOS Trisomy 21 NOS
Q91.0 184 MAS, g Trisomy 18, meiotic nondisjunction
Q91.1 ) 1‘8%3&.&‘“%, Trisomy 18, .m.osaic.ism (mitotic
AASE (ARG =) nondisjunction)
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Q91.2 184 A S, A9 Trisomy 18, translocation
Q91.4 134 SAA S, it dn g Trisomy 13, meiotic nondisjunction
Q91.5 p O}élgﬁ)%ﬁjli,}ﬂ Trisomy 13, .m'osaic.ism (mitotic
NYTH (FAREE ) nondisjunction)
Q91.6 1349 A S, A9 Trisomy 13, translocation
Q91.7 1343 A A 53 Trisomy 13 Syndrome
Q92.2 10EHHAF A A A = Trisomy 10p
Q92.3 TEI-EA7] Z25F Potocki—Lupski syndrome
Q92.3 711,23 nAFE ST 7q11.23 microduplication syndrome
Q92.3 | 15F11-13 vASE S35+ 15q11q13 microduplication syndrome
Q92.8 | 208 A Treke] A MAF Trisomy 20p
Q93.2 1573k A}Eﬁ%ﬂ(%)(_”é}%ﬁé 159 Tetrasomy 15q (isodicentric 15
AAA T chromosome syndrome)
Q93.3 AT -_FHs=2=37 Wolff—Hirschorn syndrome
093.3 4 Thel QA BE A% Partial deletion of the short arm of
chromosome 4
Q93.4 Aol e ST Cri—du—chat syndrome
Q93.4 5H AAA Thebe] A& Deletion of short arm of chromosome 5
Q93.5 1874 dati AE ST 18q distal deletion syndrome
Q93.5 MNF 2255 CATCH22 syndrome
Q93.5 dedx =34 William's syndrome
Q93.5 AT A Angelman syndrome
Q93.5 2u|A—vpA Y2 S Smith—Magenis syndrome
Q93.5 188U A A A = 18q monosomy
Q93.5 15 F¢13.3 vAdE S5 15q13.3 microdeletion syndrome
Q93.5 27 A37 MMAE ST 2q37 microdeletion syndrome
Q93.5 3 AY429 M AE ST 3929 microdeletion syndrome
Q93.5 19936 M AESSET 1p36 Microdeletion Syndrome
Q93.5 18 Tk A A& 18 short arm chromosome Deletion
Q96.0 ;45 X Karyotype 45, X
Q96.1 ;NG 46, XE2A2HXq) Karyotype 46, X iso(Xq)
Q96.2 K XE 1115_’45_} ol AAAE Karyotype 46, X with abnormal sex
) 7H #1346, X chromosome, except iso(Xq)
Q96.3 | Y=, 45, X/46, XX E&= XY Mosaicism, 45, X/46, XX or XY
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B =2 A9 3 AnY

Q964 o]z oA AMA S 71 45, | Mosaicism, 45, X/other cell line(s) with
' X/71eF A2 abnormal sex chromosome

Q98.0 | FFAHAEFIZ 7, A;F 47, XXY | Klinefelter's syndrome karyotype 47, XXY

Q98.1 FeolAEF5 T, F 7 o]4e] | Klinefelter's syndrome, male with more
' XGAAE 717 FAd than two X chromosomes

Q98.2 S AHFIT, AE 46, XXE | Klinefelter's syndrome, male with 46,XX
. 7HR A karyotype

Q99.2 HAIXET T Fragile X syndrome

Q99.8 A~y - d S5 Pallister—Killian syndrome
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