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Q 9. hta7ls Hste] Ak 7|327
A Ol 371K Q21 & 271X| 0401 siZsi= ZR0| HAT|S Motz REsio] M Alae
|

A .
D 715 HAHOvarian reserve test)Z2n} 7|55}
<tAT|s AARZDE HIHA 715>

1) 27| whEo| AAl Fenlab o= Lol HhE (Antral follicle count; AFC)7} 67 0|5}
2) AMH ZARZT} 1.0ng/mLO[5}
3) FSH 12mlU/ml ofA¢

(2 POR(POOR OVARIAN RESERVE)2| 2{&QIA}
— L{o| 400|4¢, E{L{E=2(Turner syndrome), FMR1 premutation, 2EFES (Pelvic infection),
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(&2 2]

S| EEXt o|sH| X[HAIY iy Het 5 MHYold Het (224 J|F)
xHEZ
=SE" Z=2eE FZEeE

Q03.1 | HC-YAZES Dandy-Walker syndrome

Q04.2 | HNEE(EHIFE) Holoprosencephaly

Q04.3 | CHUOIMOIZS Polymicrogyria

Q043 | R:HF3 Hydranencephaly

Q043 | 2L0|HB Agyria of brain

Q04.3 | U-OH &52 Miller-Dieker syndrome

0Q04.3 A2 B Cerebellar agenesis

Q04.3 | FHE &&& Joubert syndrome

Q04.3 | 2405 Pachygyria

Q04.3 SEILS Lissencephaly

Q046 | 28-S Schizencephaly

Q05.0 | =& tist 0|2&8F Cervical spina bifida with hydrocephalus
Q05.1 552 st O|2dx Dorsal spina bifida with hydrocephalus
Q051 | 4538 S 02823 oy spina bifida wih

Q05.1 552 stet 0|28F Thoracic spina bifida with hydrocephalus
Q05.2 | #5532 Sttt 0|ZQMF Lumbosacral spina bifida with hydrocephalus
Q05.2 2258 SISt 0|22F Lumbar spina bifida with hydrocephalus
Q0.3 | 552 Stist 0|28x Sacral spina bifida with hydrocephalus
Q05.4 | 552 SHISH HMEHO| 0|£%%F | Unspecified spina bifida with hydrocephalus
0Q05.5 $EZ0| gl= 0|BEE Cervical spina bifida without hydrocephalus
0Q05.6 2EZ=0| G 0|BESX Thoracic spina bifida without hydrocephalus
0Q05.6 O0l2X= NOS Dorsal spina bifida NOS

Q05.6 0282 NOS Thoracolumbar spina bifida NOS

Q05.7 | #5&0| 8= 0|I22F Lumbar spina bifida without hydrocephalus
Q05.7 012233 NOS Lumbosacral spina bifida NOS

Q05.8 | #F&0| gi= 0|2M= Sacral spina bifida without hydrocephalus
Q059 | MMEHY O|2XF Spina bifida, unspecified

Q06.2 | M=x0|/45 Diastematomyelia

0Q07.0 Ot=E-7|0t21 55+ Arnold-Chiari syndrome

Q1.2 HXAOIASSH Lenz microphthalmia syndrome

013.1 2E=s Aniridia

013.8 | YMHE-2|0|H &2 Axenfeld-Rieger syndrome

Q141 - AN aorag| X=linked juvenile retinoschisis

Q142 | LEZE 352 Morning glory syndrome




VI. GR0F ARG 1z w

xHE=
E_%E’T Z=2etE FZEetH
016.1 (Q)OIE2| MEA 0| HAL B&H gjgigt:;srr;itigrz]a;?g:t(:e(arhaa};resia and stricture of
017.2 AO|B(INEE) Microtia
Q20.0 | sHztES Persistent truncus arteriosus
020.0 | E3igt Common arterial trunk
020.1 O|5&712ed Double outlet right ventricle
Q20.1 EIRAI-45Sd Taussig-Bing syndrome
020.2 O|ZEE1XAA Double outlet left ventricle
Q20.3 | Lo =M Dextrotransposition of aorta
020.3 &R (E)MQ Transposition of great vessels (complete)
Q20.3 | AAEHHAEUX] Discordant ventriculoarterial connection
Q20.4 | HUAAM Single ventricle
Q205 | YAAZEUX| Discordant atrioventricular connection
Q205 | AT Corrected transposition
Q205 | MALHH Ventricular inversion
020.5 EMY Laevotransposition
020.6 EE%OEE I:Hj;%% SHISH Aldf Isomerism o_f atrial appendages with asplenia
BLE9| 0|4EEY or polysplenia
020.6 | HEREE0] O|8HAY Isomerism of atrial appendages
Q212 | dMzAE4 Atrioventricular septal defect
021.2 ALetg7|da Endocardial cushion defect
021.2 | AN3HYEHEE(1 ) Ostium primum atrial septal defect (type |)
021.2 =4tal Common atrioventricular canal
021.3 | EEHE=Z Tetralogy of Fallot
HSW & E= H4, SO Ventricular septal defect with pulmonary
021.3 REX| L 2AMAMHIHE SHISH stenosis or atresia, dextroposition of aorta
HeEdde and hypertrophy of right ventricle
Q214 | LiSuEzAEs Aortic septal defect
021.4 HsHHsHSHAAL Aortopulmonary septal defect
021.4 Ci S OHT| S OH AL Aortopulmonary window
021.8 OfO| ™I A AL Eisenmenger’s defect
Q22.0 | HismmAM Pulmonary valve atresia
022.4 AR T A Tricuspid atresia
Q225 | OEAERI0[4 Ebstein anomaly
0226 | MKty 2ME5H Hypoplastic right heart syndrome
Q23.0 | iSHEe| MR Congenital stenosis of aortic valve
023.0 MEN CHS O A Congenital aortic atresia
Q23.0 | MY HEHERAL Congenital aortic stenosis
0231 hsume| MMy J|s8Ed Congenital insufficiency of aortic valve
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VI. GR0F ARG 1z w

HHER oxis oxis
= aens eI
Q44.2 SO HiA Atresia of bile ducts
Q446 | MHd 2t HRE Congenital liver Fibrosis[fibrotic]
Q447 | LetREsH Alagille’s syndrome
061.1 CHM M BEHMHEY Polycystic kidney, autosomal recessive
061.1 Chedd A%, gord Polycystic kidney, infantile type
Q61.9 | HASEZ Meckel syndrome
Q64.1 ghae|ut Exstrophy of urinary bladder
Q64.1 Bt QI Extroversion of bladder
064.1 BIU0|AS Ectopia vesicae
Q74.0 | MEFNE0IES Cleidocranial dysostosis
Q743 | MYY OUAHIES Arthrogryposis multiplex congenita
Q748 | 2t2M 52 Larsen's syndrome
Q75.0 =y el Craniosynostosis
Q75.0 | FE9 =R Imperfect fusion of skull
Q75.0 | ®HEH2Z|S(Acrocephaly) Acrocephaly
Q75.0 | H=M2|E5(0Oxycephaly) Oxycephaly
Q75.0 | AZMEE Trigonocephaly
Q75.1 FHRIHEOIES Craniofacial dysostosis
Q75.1 3=y Crouzon's disease
Q75.4 EYX-SEHA 5L Treacher Collins syndrome
Q75.4 Ot AHE S5 Franceschetti syndrome
Q75.4 olARIHZO0| 2S5 Mandibulofacial dysostosis
Q76.1 SLE-IUS=L Klippel-Feil syndrome
Q77.0 | HERLMS Achondrogenesis
Q77.0 | HELYXotE Hypochondrogenesis
Q77.1 XA EHdl Thanatophoric short stature
Q77.2 | EHAM EESMOIM[FL] Asphyxiating thoracic dysplasialJeune]
Q772 | M2=s323582 Short rib syndrome
Q77.3 X-At 2d HEFHH0lY X-=linked dominant chondrodysplasia
Q77.3 | OEd =H FH0& Multiple epiphyseal dysplasia
077.3 0177HJ;_'_%§ Eé;* _ Rhizomelic chondrodysplasia punctata (type
AEYYOIH(1H-33) 1-3)
Q77.3 | B HASHYOH Chondrodysplasia punctata
Q77.4 MEN BHsE Osteosclerosis congenita
Q77.4 HESRANS Achondroplasia
Q774 | HEYMXGIE Hypochondroplasia
Q77.5 | CIAEZIN HAMO0A Dystrophic dysplasia
Q776 | d|A-HIFHHESZSH Ellis-van Creveld syndrome
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Q77.6 HZ S A0 A Chondroectodermal dysplasia
Q77.7 | S MEEHIAHOIY Spondyloepiphyseal dysplasia tarda
Q77.7 | HFEHILO0Y Spondyloepiphyseal dysplasia
077.8 TYS A HFY JPYZFLES S | Other osteochondrodysplasia with defects of
7|EF SASYHOH growth of tubular bones and spine
Q77.8 -9 =52 Leri-Weill syndrome
Q77.8 | LHUA SO Acromicric dysplasia
AT 9 MEO| MEHAS ZHiE Osteochondrodysplasia with defe_‘cts of
Q77.9 AHE3O| ZOIZEA0A growth‘Qf tubular bones and spine,
unspecified
Q78.0 | ZF|25(Fragilitas ossium) Fragilitas ossium
Q78.0 | EF2UZE(Osteopsathyrosis) Osteopsathyrosis
Q78.0 | SAXEIY Osteogenesis imperfecta
Q78.1 CES M4 401y Polyostotic fibrous dysplasia
Q78.1 HHBI0|E(-MHI)(-AEHH D) ESSH Albright(-McCune)(-Sternberg) syndrome
Q78.2 =35 Osteopetrosis
Q78.2 | gH|2A-&H2OFSH Albers=Schonberg syndrome
078.3 | FIR2tE-dAnEE 2 Camurati-Engelmann syndrome
Q78.4 UWHEES Enchondromatosis
078.4 OFEXSE T Maffucci’s syndrome
Q78.4 =029 Ollier's disease
Q785 | S7HHASIHOIY, FOIEH Metaphyseal chondrodysplasia, Schmid type
Q785 | Hs=Ez Pyle’s syndrome
Q78.6 S{MEMIAIAA Diaphyseal aclasis
Q786 | CHHMHMASS Multiple congenital exostoses
Q78.6 | R4H LUES Hereditary multiple exostoses
078.9 7t AZ2SAN SM0|A Pseudoachondroplastic dysplasia
Q79.0 MY gAoies Congenital diaphragmatic hernia
Q791 A9 &E Eventration of diaphragm
Q79.1 24940 Absence of diaphragm
Q79.1 | &A9f9] J|Et MMI|Y Other congenital malformations of diaphragm
Q79.1 2lAeto] MAM7IE NOS Congenital malformation of diaphragm NOS
079.2 HiELH AR Exomphalos
Q79.2 | MH=EHEY Omphalocele
Q79.3 | EHIIES Gastroschisis
0Q79.4 U2AXFHIZSE R Prune belly syndrome
0795 =eo| J|EH MAT|E \(I?glwler congenital malformations of abdominal
Q79.6 HAHYA-LHZAZSH Ehlers-Danlos syndrome
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Q708 | 2BAAB JIEk 37| sttt sy

Q79.8 | 289 ZA(¢ Absence of muscle

079.8 22 Accessory muscle

Q79.8 | MY 2¥= Amyotrophia congenita

Q79.8 | MHY H2BE Congenital shortening of tendon

Q79.8 | MHH A Congenital constricting bands

079.8 EUCESH Poland’s syndrome

079.8 2=l 20 Absence of tendon

079.9 2DAHEO| ANEHO| AHT[H S&?Srg?’itiln;)aeliﬂriem;tion of musculoskeletal

079.9 STAAE| MHEE NOS ;?Srl%ir:itslogeformity of musculoskeletal

079.9 SZAAE| MO NOS Sssq%?itsggnomaly of musculoskeletal

080.1 X-ALH|EZ X-linked ichthyosis

080.1 X-CITH|SS, AH|Z0|SAIERZY ?j(;iigzéendc;chthyosis; steroid sulfatase

Q80.2 | EMHI=ES Lamellar ichthyosis

0803 | Huy 4By vsRygAmps | o0 dulovs idhihyosiom

080.4 2| #HE{O} Harlequin fetus

081.0 | H& 22y HIOMEE Epidermolysis bullosa simplex

0Q81.1 | XA =24 BEIE2S Epidermolysis bullosa letalis

081.1 gL =SS Herlitz” syndrome

Q81.2 CAEZION £ HOERZS Epidermolysis bullosa dystrophica

082.0 | |NY HERZ Hereditary lymphoedema

Q82.3 MAMEZS Incontinentia pigmenti

0824 | (R3HY) 2AbiHSA0A Ectodermal dysplasia (anhidrotic)

082.4 ilil—%'ﬁ%é—} (QHARA-HIHA Hay-Wells syndrome (Ankyloblepharon—
A) ectodermal defects)

0828 | RERE(-E2) 54 Rothmund(-Thomson) syndrome

085.0 | MAMRESE(HIAY) Neurofibromatosis (nonmalignant)

085.0 | MNAMRIEHIYLY) 18, 2™ Neurofibromatosis(nonmalignant) type 1, type 2

0Q85.0 | =HZZ5MY Von Recklinghausen’s disease

085.1 A8N A3 Tuberous sclerosis

085.1 ] Bourneville’s disease

085.1 Ol 20|ot Epiloia

085.8 | AHX|-HH(-CDIEZ]) 55 Sturge-Weber(-Dimitri) syndrome
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085.8 | ZO|=-HAHA 55 Peutz-Jeghers syndrome
Q85.8 | E olE-8lt? &8+ Von Hippel-Lindau syndrome
086.0 | (OIJENY) EHOIYTEES Fetal alcohol syndrome (dysmorphic)
Q87.0 27| 552 Kabuki syndrome
Q87.0 NE-AREZ-BA 557 Gorlin-Chaudhry-Moss syndrome
Q87.0 | =45t 5= Goldenhar syndrome
Q87.0 | HeHE Cyclopia
087.0 | =Hl &5+ Robin syndrome
087.0 02 A AL -HY %-3.;—11 Marchesani-weill syndrome [Weill-marchesani
[HIL-OIZAALY 5 F] syndrome]
Q87.0 | ZHIRA B5F Moebius syndrome
087.0 O%ﬂ SR8 UHE Ax Jacobsen syndrome(11q distal deletion
) syndrome)
Q87.0 | Y-g=-2 3= Oro-facial-digital syndrome
Q87.0 | A=EUHEERL Cryptophthalmos syndrome
087.0 F2 JIFH0| SYS == UH7IZ | Congenital malformation syndromes
= predominantly affecting facial appearance
Q87.0 HEOXRES Acrocephalopolysyndactyly
Q87.0 | HFREXS Acrocephalosyndactyly(Apert)
087.0 | 7IHE z53 Carpenter’s syndrome
Q87.0 o0l 522 Fraser's syndrome
087.0 | o= o= Whistling face
0Q87.1 =X -0l Campomelic dysplasia
Q87.1 FH 522 Noonan syndrome
087.1 FHIAZ ZFL Dubowitz syndrome
Q87.1 L gX 537 De Lange syndrome
087.1 -4 =2 Russel-Silver syndrome
087.1 ZH|-AHD-ADA S542 Robinow=Silverman-Smith syndrome
087.1 HAad-2tE ST Sjogren-Larsson syndrome
Q87.1 ADA-HZ|-RIX E5+ Smith-Lemli-Opitz syndrome
0Q87.1 NERkSChs Seckel syndrome
Q87.1 ol2AZ] B52 Aarskog syndrome
o1 e e e ipsse | SOl pelo s
0Q87.1 ALl EFL Cockayne syndrome
087.1 oeiy-ge 552 Prader-Willi syndrome
087.2 ZHIAERI-H0|H &2 Rubinstein—Taybi syndrome
Q87.2 | HHEZE &&& VATER syndrome
087.2 | 2LUEDREW =53 Nail patella syndrome
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0Q87.2 | SYE-EL2U40|-HH ST Klippel-Trénaunay-Weber syndrome

Q87.2 | EE-% &L Holt-Oram syndrome

087.3 HIHE-HIHTt 52 Beckwith-Wiedemann syndrome

087.3 | AEA =53 Sotos syndrome

Q873 | ?H &L Weaver syndrome

0874 | II2H3&EL Marfan’s syndrome

0875 | RW-2R2 &5+ Coffin-Lowry syndrome

087.8 AD;NP ZSA(SARZH-HIH 20} ADNP syndrome(Helsmoortel- VanDerAa
=54 Syndrome)

087.8 ZHAA-Z(-HIZH)-HIE &5+ Laurence-Moon(-Bardet)-Bied| syndrome

Q87.8 | OPtO|-H-41Y BFF Branchiootorenal syndrome

087.8 UAEE BSA Alstrom syndrome

Q87.8 URE S5 Alport syndrome

Q87.8 | BHA &L Zellweger syndrome

087.8 A B2 CHARGE syndrome

087.8 j/ﬂ.{—i—."EIELIE SSH(22%2 13.3 Phelan-McDermid syndrome (22913.3
dd Z57) deletion syndrome)

090.0 | 21MEMANE, Z+2EH 2L Trisomy 21, meiotic nondisjunction

090.1 21{5*%:_'15(1%, Trisom_y 21., mosaicism (mitotic
HRUSH(RAIRLH|EE]) nondisjunction)

090.2 | 21HEMAIE, M Trisomy 21, translocation

Q90.9 | 21MYAMFHS NOS Trisomy 21 NOS

0Q91.0 | 18MBMANE, L-E2EH 2 Trisomy 18, meiotic nondisjunction

Q911 18’.5.*%:_'17'(1%, Trisom_y 18., mosaicism (mitotic
HRUSHH(RAIRZH|EE]) nondisjunction)

091.2 18 MRS, M Trisomy 18, translocation

Q91.4 | 13¢gMAE, d=-EEHE Trisomy 13, meiotic nondisjunction

091.5 13*.:*%4:_'15(1%, Trisom_y 133 mosaicism (mitotic
MASH(FAIRGHIRL]) nondisjunction)

091.6 134 MRS, ML Trisomy 13, translocation

Q91.7 | 13MAMHESEL Trisomy 13 Syndrome

Q92.2 | 10HAAMHMF|ZS Trisomy 10p

0923 | BEIJ|-EAI| Z5F# Potocki-Lupski syndrome

Q92.3 7H211.23 ONEE 352 7911.23 microduplication syndrome

Q92.3 15%211-13 DHEE SFL 15911913 microduplication syndrome

Q92.8 | 20 AR Cheto] MAEAMHZS Trisomy 20p

093.2 1582 M_j:.“&.*iﬂ%)(*g%é"g 15 Tetrasomy 15q (isodicentric 15 chromosome
SMAN BSFL) syndrome)

093.3 o543 2SS Wolff-Hirschorn syndrome
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Q93.3 | 4 Het EMy BE Z& Partial deletion of the short arm of chromosome 4

093.4 | 1Y0|2ez52 Cri-du-chat syndrome

Q93.4 | b FMK A9 A: Deletion of short arm of chromosome 5

Q935 | ADA-OMHUA &S5+ Smith-Magenis syndrome

Q935 | dHBESH Angelman syndrome

Q935 | H2jgA B2 William's Syndrome

093.5 INF2255+ CATCH22 syndrome

0935 | 1CHA36 O|MZAaz5Z 1p36 Microdeletion Syndrome

Q93.5 2X2A3T7 O|MEE BFL 2937 microdeletion syndrome

Q93.5 3 AE29 DiMEE: 2L 3929 microdeletion syndrome

Q935 | 15 H213.3 O|MZL 55+ 15013.3 microdeletion syndrome

Q93.5 18 T2 SEMF Z& 18 short arm chromosome Deletion

Q935 | 18%& LHE A& Z57 18q distal deletion syndrome

Q935 | 18HAHUAMK S 18g monosomy

0Q96.0 | &ld4h, X Karyotype 45, X

Q96.1 | SH346, XZOIXKXq) Karyotype 46, X iso(Xq)

096.2 gglx_x;q)g Helgt ofy HPMKME | Karyotype 46, X with labnormal sex
IRl aiSda6, X chromosome, except iso(Xq)

096.3 | M= 45, X/46, XX E= XY Mosaicism, 45, X/46, XX or XY

0964 | S OIIIBHAIS JHE 45, Mosaicism, 45, X/other cell line(s) with
X/7\Et NEL abnormal sex chromosome

Q98.0 | EIHHZZH, A 47, XXY Klinefelter's syndrome karyotype 47, XXY

098.1 —;iam_rgagéa, = 74 0Ate Klinefelter's syndrome, male with more than
XGMHE 7+ 5 two X chromosomes

098.2 SIUES ST, A 46, XXE Klinefelter's syndrome, male with 46,XX
A=t karyotype

Q99.2 FAXSELD Fragile X syndrome

099.8 | We|AH-Z2H E52 Pallister—Killian syndrome
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7,894,000 284,769 264,991 291,898
8,697,000 309,670 293,801 320,126
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