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U | D39 | el 55 hwy e | COTION varble mmunodeticency

2 E34.5 |et=2AAegFS T Androgen resistance syndrome

3 | G12.20 | 7F5A 54 AAEY Familial motor neuron disease

4 | Gl2.21 | Ay 253 EE Sporadic amyotrophic lateral sclerosis

5 | G12.28 | AT H Kennedy disease

6 H185 | ZA2AH2EZY] Fuchs dystrophy

7 K56.0 | 7F4 & HA Intestinal pseudo-obstruction

8 L40.1 | AAls=d4d Generalized pustular psoriasis

9 Q82.8 | &HHFA AAZFAF Pseudoxanthoma elasticum

10 | Q87.0 | kXA FAo|d Oculodentodigital dysplasia

11 | F=%5 | Acox] &4 o] AcoxI related disorder

12 | =g} | Chopra-Amiel-Gordon &3 Chopra-Amiel-Gordon syndrome

13 | ==l | CTLA4 2+ CTLA4 deficiency

14 | mege CUL4B-34 A2 7ol CUMB felated inpelleptual disability
GHARk2 o] XFAA| At 227l | (X-inked intellectual disabity, Cabezas type)

15 | F=%5 | CUXIFZ A ¥ ol CUX1 gene mutation

16 | Z=9= | DLLIFA A 3HE H 3 DLLI-related disorder

17 | F=8l= | DOCKSTAA o]l &2 A< | DOCKS gene mutation or deletion

18 | F=8l= | Foxp4 B4 dF “ol Foxp4 related developmental disorder

19 | Z=gl= | Gabriele-de Vries Gabriele-de Vries

20 | F=%1 | GAND F3 GAND syndrome

21 | =92 | GRINZB-AA #3d WA GRINZB related developmental delay

o | st | e 5 | T T e,

23 | Z=8l= | LRBA 23 LRBA deficiency

24 | F=QE | Malan 3% Malan syndrome

25 | F=QIL | MEDILZE3 MEDI13L syndrome

26 | I=QE | METTL237 A2 34 2 AA | METTLZ3 related developmental delay

27 | F=QS | NKAPEHE o] NKAP related disorder

28 | F= | Pilarowski-Bjornsson &%+ Pilarowski-Bjornsson syndrome

29 | =R | ROSAH &35+ ROSAH syndrome
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2 | = =i d 3 F=dEH

30 | =8 | Takenouchi-Kosaki &3 Takenouchi-Kosaki syndrome
31 | =R | TRPMFAE o TRPM3related disorder

Encephalopathy, acute, infection-induced,3,

FEGE | AES s A F4 H¥E
32 B TSl A 54 =BT 3 susceptibility to

Mevalonate kinase deficiency

cojo | LHYSEEUADFT ST ) ,

33 | F=8= e e P v é Ivﬁlﬁg/e}rﬁrlglg)lunoglobuhn D syndorme
4 | F=Qs | AnF-AEEY] ST 2 Auriculo-condylar syndrome 2
35 | Z=Qe | A A ST Lamb-Shaffer Syndrome
26 | zzole He Ay, A, AZRA~ERIES | Immunodeficiency, developmental delay,

IE=We | = = . .

S and hypohomocysteinemia

37 | F=FS | Bxolrl AstaAAE S35 Monoamine oxidase deficiency syndrome
a8 | ol T, olgEsE, 18 Alacrima, achalasia, and impaired

I I Bl 1= EA intellectual development syndrome

Myelin oligodendrocyte

FEge | v)dY FAE7|olwAME A A X . .
39 WA L lobuA 4 glycoprotein-associated diseases

10 | I=oe AHA Yadolnol= ofyd Congenital nicotinamide adenine
o st dinucleotide deficiency disease

Cerebellar atrophy, visual impairment,

41 | FEQE | 2H9IES; AEA, 28] HAIR) :
w 9IS, AR, el A and psychomotor retardation

42 | FERS | TE T o)X H o] A 2~ Schuurs-Hoeijmakers
43 | z=ole A FE FRstE Multicentric Carpo-tarsal Osteolysis
T | O%Al FEE-ETE Z89) 537 | with nephropathy
44 | =G | A Bl F A F Renal tubular dysgenesis
45 | F=QS | AAANAFFEAE ST Renal coloboma syndrome
46 | Z=ae FrATE AgE=E, a8 Polyhydramnios, megalencephaly, and
TTVT 234 7HE((PMSE) 33 symptomatic epilepsy(PMSE) syndrome
47 | F=RE | Fotd Ay WA Infantile cerebellar retinal degeneration
_ Neurodevelopmental disorder with
O SHENE A= WU = o= . ) .
48 | F=F= %‘?O_ % /‘Jo7§ et %Zﬁ( Mzl 1(% ) dysmorphlc facies and distal skeletal
anomalies(ZMIZ1 related)
N - Developmental delay with or without
oVIFEE d= AFEe] AY sie . . .
S
49 | F=ZS B}oh | G TRRAP 72 dysmorphic facies and autism (7RRAP
related)
50 | F=gE | €A ZAAY FH A primary coenzyme Q10 nephropathy
51 | F=Qs | AVHY 234 S357 Autoimmune lymphoproliferative syndrome
52 | FEQ | FSFT Cantu syndrome
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