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I [3-FA3-°RAA- Mg 3-Hydroxy-3-methylglutaryl-CoA lyase deficiency HMGCL a4 PAAE <1/500
Ad RYrE
2 |Beta FifREF A L 3-Ketothiolase deficiency ACATI i 4 ?5 B PAAE <1/500
_ _ 3-Methylcrotonyl-CoA W WEL
=0 Y LRk £ A
3|ETAvE AR L carboxylase 1 deficiency (3-MCC deficiency) Meccet i3 B 195
_ _ 3-Methylcrotonyl-CoA W WEL
=0 Y LRk £ A
4|ETAvE AR L carboxylase 2 deficiency (3-MCC deficiency) Mece2 f ] B 195
Ad RYrE
5 |&PRFY g Abetalipoproteinemia MTTP W " ?5 s 2AAE <1/500
. o . Achondrogenesis, type IB; Atelosteogenesis II; B y
HFEL2AF 2pEHE-1BI; FAFT A 2-113; | 5 > . . WE I MEN
6 AT QS *;é_; _:3,::& = L)lastro!)hlc dysplasia; Multiple epiphyseal SLC26A2 4 rAfE 1/158
vsplasia
24 M
VBRSS9 T Achromatopsia CNGB3 A ifi E3E FAfE 1/87
- . WA g
8 |HHEP SRR g Acrodermatitis enteropathica SLC39A4 a4 © PP <1/500
- . WE I MEN
9 |BEFPFALIFIVLE Acyl-CoA dehydrogenase-9 (ACADY) Deficiency ACAD9 " ~ ERE 1 <1/500
. . . . WAL g
10 ”?J%-vé WE LR Adenosine deaminase deficiency ADA a1 © FRY 1 1/224
; . . . WA RER
11 |Aicardi-Goutieres J i ¥ Aicardi-Goutieres syndrome SAMHD1 4 o ERE:t <1/500
A4 RE
12 |8 Rs Alkaptonuria HGD ﬁ*igmL 2 g 1250
S WA g
13 |4 @&8x Alpha-mannosidosis MAN2BI a1 = FRe 1 1/354
) ; g 1/20
A d P
14 |°4la g Alpha thalassemia HBA1/ HBA2 W 4 E B [ §H 1/8
" 8 L/ R 1/5
IR LEER L Tea
15 | ¥ a3 % 3#¥-COL4A3 Y Alport syndrome, COL4A3-related COLAA3 A DA 1267
IR LEER L Ted
16 | ¥ g % 3#¥-COL4A4Y Alport syndrome, COL4A4-related COLAA4 a0 DA 1267
Ad RYrE
17 |Alstrom % 5 % %% Alstrom syndrome ALMS1 o jfi Bt PAAE 1/500
¢ = . 2 b 25 PR ¢ . . . hai . a4 % )
13 fd 4 EEQ"E' v 2@ F i d 2 38 158 | Anauxetic dysplasna,.Car'tllage hair hxpopla;\sna, RMRP ML : ’A/}Q i [ <1500
TRV EGE Metaphyseal dyspl without hypotrichosis # @
Ad RYrE
19 (%@ Féx Andermann syndrome SLC12A6 oA 4 E Bt P <1/500
A4 RYIE
20 | HRppER LR Arginase deficiency ARGl1 wi 2 ?5 B PR 1/296
Ad RYrE
21 | - BEER LR Argininosuccinate lyase deficiency ASL wi 4 ?5 B P 1/132
A4 RYIE
22 |FEBEFRLE Aromatase deficiency CYPI19A1 wi A ?5 B PO <1/500
EEL R =N . . . W AE
23 , Arth tal retardat d SLC35A3 o A fh <1/500
P TIE AT rthrogryposis, mental retardation, and seizures a0 ER
A4 RYIE
24 | P LERIRER S BRI Asparagine synthetase deficiency ASNS wi 2 ?5 B P <1/500
Ad RYrE
25 |24 ERl R RORROR Aspartylglucosaminuria AGA " %‘jfi B rAfE <1/500
, . s S - . LEER L L
26 |BHAEHLEFBLABRE Ataxia with isolated vitamin E deficiency TTPA i RS ] <1/500
Ad RYrE
27 |£ALPHE FRFILREH Ataxia-telangiectasia ATM W " ?5 s PAAE 1/100
i i PR
2% lamans “ﬁ{lﬂ BEH17 glll’t:;mmune polyendocrinopathy syndrome AIRE L3 4:;‘}5 £ fow 1150
. L Autosomal Recessive Spastic WA RN
¢ f4" ¥ 3 [ A% Ay = A
T i T S A Ataxia of Charlevoix-Saguenay SACS f ] B <1/500
Bardet-Biedl syndrome 14; Joubert syndrome 5;
. - Leber congenital amaurosis 10; A REEE
- =y - |
30 |Bardet-Biedl <  #-14 3) Meckel syndrome 4; Senior-Leken syndrome 6; CEP290 fug ] L 17190
CEP290-related disorders
Ad RYrE
31 |Bardet-Biedl % jf i&$¢-2 4] Bardet-Biedl syndrome 2; Retinitis Pigmentosa 74 BBS2 W A E At PAAE 1/621
Ad RYrE
32 |Bardet-Biedl % i $¥-1 ) Bardet-Biedl syndrome type 1 BBS1 W 2 E B PAAE 1/367
Ad RYrE
33 |Bardet-Biedl % jr i& $-10 %] Bardet-Biedl syndrome type 10 BBS10 WA DA 1/395
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Bardet-Biedl g i 3-12 & Bardet-Biedl syndrome type 12 BB . DA 7
34 O % ] y V] S12 h%)j?; At # 1/791
TR L
Z Bl wmreiw by Bare lymphocyte syndrome, type 11 1T o 2AHE <1/5
35 |% 14 - y y Y] CIITA *E%j?;"‘ri # 1/500
R X
Bartter = Jj i ¥ Bartter syndrome BSND . DA 5
36 O R y S *E%j?;"‘ri # 1/500
. . Whd g
E g /|45 -A1F ernard-Soulier syndrome type . o
37 B4 FREHE-ALY B d-Soulier synd type Al GP1BA a0 > rAE 1/500
TR L2
BLx | FriEE-CH Bernard-Soulier syndrome type C P . DAFE 5
38 FREE | y ) GP9 *E%j?;"‘ri # 1/500
) . . . . Whd g
RIFR7R % /| "k @ A%y Bilateral frontoparietal polymicrogyria DGR " rAHE <1/5
39 f % 345 ly g ADGRGI a4 = 7 1/500
b L g R )
24 5 EFR Biotinidase deficienc BTD a > AR
40 |44 S y *‘“"4“;; A # 1/124
41 Bjornstad & ik #; Gracile ;& i ##; Bjornstad syndrome; GRACILE syndrome; BCSIL A REH fo <1/500
#5040 Complex III # £ 7 Mitochondrial complex III deficiency i$ @ —
! Wad g
Prx oom syndrome s LA
42 (FHRNEBE BI ynd BLM A = A 1/800
TR L
HETEW Canavan disease P. iy Ey A
43 |+ 5 ASPA *E%j?; At # 1/300
[ L
@ & B pEak Ly Carbamoylphosphate synthetase I deficienc P . DAFE 57
44 LB L Spee N y CPS1 'jlg'“ 7 1/570
[ L e
s & pFak £ ) -3 Carnitine palmitoyltransferase IA deficienc, PT . DA 5
45 WL AR % -4 ! y CPTIA 7 a4 = # 1/354
LR L e
s & pFak £ ) = 3 Carnitine palmitoyltransferase II deficienc PT . DA <1/5
46 WL AR % ! y CPT2 7 a4 = # 1/500
. o . Whd g
> ek 2 arnitine-acylcarnitine translocase deficienc . o
47 |R Wk pE S L Carnit vl tine t 1 defi y SLC25A20 A = A <1/500
TR L
48 |Carpenter j & 3% Carpenter syndrome RAB23 J‘E%’. ?E I rAFE <1/500
P Y @ #
SIREIRRRE I S R e iEE Catecholaminergic polymorphic ventricular WA g .
49 (CPVT)-CASQ2 %] tachycardia, CASQ2-related CASQ2 i3 2 1/224
SIREIRRRE I S R e iEE Catecholaminergic polymorphic ventricular WA g .
30 (CPVT)-TRDN ] tachycardia, TRDN-related TRDN Fg] 2 17354
. . Wad g
ki § % erebrotendinous xanthomatosis s LA
51 |sgubid B Cerebrotend thomat CYP27A1 an rAE 1/500
. . . Whd g
52 |iFHA gHF iiﬂﬁﬁ: -4B1 4] Charcot-Marie-Tooth disease, type 4B1 MTMR2 Lo rAdE <1/500
BT 5 Y lﬁ B
S . . Whd g
53 |gFpEAgpnE X e -4D 3 Charcot-Marie-Tooth disease, type 4D NDRGI a4 = P 1/22
. . . Whd WiEs
T g MBE - bl arcot-Marie-Tooth disease, u -relate N &
54 | g F i“ﬁﬁ: GDAP1 ] Ch t-M. Tooth di GDAP1-related GDAP1 d i = A 1/152
. . . Whd g
T g M - bl arcot-Marie-Tooth disease, -relate N &
55 | gl F i“ﬁﬁ: SH3TC2 ] Ch t-M. Tooth di SH3TC2-related SH3TC2 d i = A 1/69
. . - Wad g
ediak-Higashi J i ediak-Higashi syndrome o &
56 |Chediak-Higashi j i& % Chediak-Higash d LYST A = A <1/500
, Childhood-onset severe retinal dystrophy, WA RN
34 A S - il A
57 2 EEARREL £ 5 -AIPL1 F) AIPL1related AIPLI1 A1 rAdE 1/409
b L g R
58 | FEsiR ok s Choreoacanthocytosis VPS13A ol 4 f; s ] <1/500
b L g R )
59 R F Chronic granulomatous disease CYBA 1}574'_ ?E Bt DA 1/224
gl i 7
o . . WL RE ERE <1/500
60 |[Cit FEX Citrin defi SLC25A13 e
itrin # £ & itrin deficiency 4 s 65
s . . . WA HER oA 1/119
61 | A vphs & Citrullinemia ASS1 @ e U132
TR L
62 |AFfFPeFI N paE Cockayne syndrome type A ERCCS8 " 74). ?E At D AFE 1/822
yne sy ty @ 1
o Cockayne syndrome type B; WA g A 1/500
y Ly
63 |BANFIFI R iGHE DeSanctis-Cacchione syndrome ERCC6 d RIEN 1/74
b L g R )
64 |y Cohen syndrome VPS13B *“'4“_ ?‘“‘ At A <1/500
Y i ki
WA WER
65 |Fopz29 AF - iR Combined malonic and methylmalonic aciduria ACSF3 A = PAAE <1/500
. Combined oxidative phosphorylation deficiency, WA RN
L L T - A A
66 | - BEL -4k % g -GFM1 7 GFMi-related GFM1 a4 ESR i <1/500
. Combined oxidative phosphorylation deficiency, WL REN
L L I - Al A
67 | BB 4% % g -TSFM 4| TSFM-related TSFM a4 ESR i <1/500
, . - . Whd g
68 |TLMEEAiE-27) Combined pituitary hormone deficiency 2 PROP1 A = rAfE 1/45
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69 |TLMpEAt g3 Combined pituitary hormone deficiency 3 LHX3 A rAfE 1/45
EY I SR 4 i : befa. X4 REIE
70 % »f_'}_?’_ ?JQ_ B Congenital adren?l hyperplasia due to 11-beta CYPLIBI 1 74“ ?ﬁ £ o 1158
-llb ¥ AF S 4 g hydroxylase deficiency i$ @
EY I SR 4 i : ~ - X% REIE
71 % »f_'}_?’_ ?JQ_ B Congenital adren?l hyperplasia due to 17-alpha CYPI7AI Ha : ?ﬁ £ o 1/500
17a g g 4 hydroxylase deficiency i$ @
LR HE »ﬁuq EX 3 Congenital adrenal hyperplasia due to L d prE .
2 21 AR A R 21-hydroxylase deficiency CYP21A2 i$ @ B el
A X BT E{U-'ﬁ ¥ Congenital adrenal hyperplasia due to A REEE R
7 -3b ¥ i ERAE 4 R 3-beta-hydroxysteroid dehydrogenase 2 deficiency HSD3B2 fug ] SR <1/500
- o by . . . WE I MEN
74 |AXHEEYwE e P FERLE Congenital amegakaryocytic thrombocytopenia MPL @ A fE 1/102
R . . . WE I MEN
75 | AR EERAA )Fs -1a%) Congenital disorder of glycosylation type 1a PMM2 4 A fE <1/500
R . . . WE I MEN
76 |A X R A )Fs -1b4] Congenital disorder of glycosylation type Ib MPI @ A A <1/500
R . . . WE I MEN
AREAY 1. 3 SiP- i -1c3) Congenital disorder of glycosylation type Ic ALG6 4 A <1/500
. . 3 Congenital hyperinsulinism; L HWEN
AR A 4 ¥ ) A
78| RARRTE ﬂ%ﬁl)p’s Permanent neonatal diabetes mellitus KCENJH figd 2 1423
ey . - WA WEE
79 |2 R P R i o -DUOX2 3] Congenital hypothyroidism, DUOX2-related DUOX2 " ERE:t 1/366
oy . - WA WEE
80 |E=x 4L R "ﬁl ¥ & -DUOXA2 4] Congenital hypothyroidism, DUOXA2-related DUOXA2 4 ERY ] <1/500
oy . - WA WEL
81 |Ax @R Bﬁl 7 3% 5 -TSHB % Congenital hypothyroidism, TSHB-related TSHB 4 A 1/500
Lo . WH o WEL
82 |AIx ARk Congenital ichthyosis TGM1 4 1 1/224
e A s I . . WE I MEN
8 |AAPAEIRBLEUAEAR Congenital insensitivity to pain with anhidrosis NTRK1 @ A <1/500
- _— . . WA WEL
84 |A =% fvug 4 % ¥ -CHRNE 4| Congenital myasthenic syndrome, CHRNE-related CHRNE @ A fE 1/408
- P Congenital myasthenic syndrome, RAPSN-related; A REEE
4 3 - ] A
85 AR 4LYR A G H-RAPSN 1 Fetal akinesia deformation sequence RAPSN fiy 2 <1300
o az . . Wh o WEL
86 |%£ = 'L‘*_?’ﬁfz EE-13) Congenital nephrotic syndrome, type 1 NPHS1 4 2AFE 1/289
o az . . Wh o WEL
87 %=X 'L‘*_?’ﬁfz BE-2 3 Congenital nephrotic syndrome, type 2 NPHS2 4 A 1/289
N PRV . . WE I MEN
88 |[A X pLAREF UG Congenital secretory chloride diarrhea SLC26A3 4 ERY ] <1/500
) , WS ALER
89 |R&Wp Lk X Corneal endothelial dystrophy SLC4All @ A fE <1/500
R . . . WE I MEN
90 |AFm° AT FELn Corticosterone methyloxidase deficiency CYP11B2 4 A <1/500
- WH o WEL
91 |Costeff 5 & % Costeff syndrome OPA3 @ A <1/500
s 4 - . . WE I MEN
92 |RERPpBAEGHE Crigler-Najjar syndrome UGTI1ALl @ AfE <1/500
i i LEER L Tea i 1/32
93 3 K-l Clystic fib CFTR e
fokEe ystic fibrosis A % od
S 4 RHOE M
94 |mevRpti Cystinosis CTNS ﬁ*EEML ERE 1 1/158
- . . . . Wh o WEL
95 |D-B#aEv L D-bifunctional protein deficiency HSD17B4 @ ERY ] 1/158
. - . . . . WA WEE
96 |- & Fdmpoen g pv(E3)# L Dihydrolipoamide dehydrogenase deficiency DLD 4 A 1/500
- . N~ . WA WEL
97 |- &R g R LR Dihydropyrimidine dehydrogenase deficiency DPYD 4 A <1/500
K . . WE I MEN
98 |hx P&t 253 Dyskeratosis congenita type 5 RTEL1 @ 2AfE 1/500
- WA WEE
9 |@A SRR £ ¥ -POMTIL 14| Dystroglycanopathy, POMT1-related POMT1 @ rAfE 1/290
- . Wh o WEL
100 | & & A fadd-Rpe s Dystrophic epidermolysis bullosa COL7A1 @ rAfE 1/196
BRI ETEY B Ehlers-Danlos syndrome, Dermatosparaxis type A REE
101 ADAMTS2 = A <1/500
FhopnE VIIC S EL) 2R
- i iosi 24 M
102 B w-§it- <p@EEEF - PLODI 3 Ehlers-Danlos syndrome with kyphoscoliosis, PLODI L WMEN o 1/159

PLODI1-related
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Ellis-van Creveld syndrome,

Wh o HEL

103 (Bl mig#¥-EVCY EVC-related; Weyers acrofacial dysostosis, EVC- EVC @ 1 1/142
related =
Ellis-van Creveld syndrome, EVC2-related; WA AL
104 |HZ4l S g EE¥-EVC2Y) Weyers acrodental dysostosis, EVC2 =7 4 i; sl 2AAE 1/240
EVC2-related =
' Enhanced S-cone syndrome; WA g .
105 |prd % %1-377) Retinitis pigmentosa 37 NR2E3 A Ey A 1209
b L g R )
106 |z A7F - frap® Ethylmalonic encephalopathy ETHE1 " %ifg Bt PAME <1/500
T
107 [$-+- 5&2 FIF# L5 Factor XI deficiency F11 W 4 f; s 2A8 1/500
b L g R )
108 |pEpp i ga iR ¥ Familial dysautonomia ELP1 ol jf; s 24 1/300
109 . T WA WER
FEM% Y %8 5 5 -ABCCS 7] Familial hyperinsulinism, ABCC8-related ABCCS8 a4 rAfE 1/112
T
110 | fids ¥ & fop Familial Mediterranean fever MEFV W j?; At P 120
R L
111 |Fanconi % ﬁ‘_\ﬁ A Fanconi anemia group A FANCA " %j?; Bt P A 1/239
T
112 |Fanconi % ﬁ‘_\ﬁ C 4 Fanconi anemia group C FANCC " %j?; Bt rAfE 1/535
b L g R )
113 |Fanconi % ﬁ‘_\ﬁ G 3l Fanconi anemia group G FANCG " %j?; Bt rAfE 1/632
b L g R E )
114 (a3 Rpesd L Fumarase deficiency FH W 2 ?; s P <1/500
T
LIS | & Fubgepvsd 2 Galactokinase deficiency GALK1 i 2 ?; B PAAE 1/110
b L g R )
16 (X R L Galactose epimerase deficiency GALE wi 4 ?; B ] <1/500
b L g R )
117 | Zf 8 Galactosemia GALT oA 2 ?; Bt PAAE 1/110
T
118 |B 2 <g Gaucher disease GBA " %j?; At 2AAE 1/77
b L g R )
119 |Gitelman = j i& 3 Gitelman syndrome SLC12A3 o j?; Bt rAfE 1/100
120 |a ) i . WH SRR
PERBIBEL ARSI LR Glutamate formiminotransferase deficiency FTCD a4 PR <1/500
b L g R )
121 %= g Ao -TIA 3 Glutaric aciduria IIA ETFA wh 4 f; i ] 1/500
b L g R )
122 | A= g A -1IB 3 Glutaric aciduria IIB ETFB W 4 f; At 2A48 1/500
2¢ AR A fh 1/250
123 | A= Pﬁf'—]'\ﬁ: -IIC 3] Glutaric aciduria IIC ETFDH A @ E &t i\ Ej— 7
b L g R E )
124 | A= g ioE-13 Glutaric aciduria, type I GCDH oA 4 ?; B PAAE 1/87
L VR 1 3 TR L
125 Zi’;?‘; o Glycine encephalopathy, AMT-related AMT wi 2 ?; B PR 1/373
L VR 5 T 2
126 §Gpl?lf‘(_3$1‘? R Glycine encephalopathy, GLDC-related GLDC wi 2 ?; B PAAE 1/193
b L g R E )
127 |s*ppeifn ¥ w3 Glycogen storage disease IV GBE1 wi " ?; B PAAE 1/387
T
128 |5 pEiafion ¥ = 3 Glycogen storage disease type I1I AGL wi " ?; B PAAE 1/158
b L g R E )
129 ([sF@makfkm ¥ 1 3 Glycogen storage disease type V PYGM wi @ ?; B PAAE <1/500
b L g R )
130 |s#mEaafin %~ 3 Glycogen storage disease VII PFKM wi 4 f; B 2A8 <1/500
T
31 sraEsfior ¥ 143 Glycogen Storage disease, type 1a G6PC wi " f; B 24 1177
b L g R )
132 |s*pEdsfim % 1b 3 Glycogen storage disease, type Ib SLC37A4 wi " f; B 24 1/158
- . W WEL
133 (RAc A ARBFE IR Guanidinoacetate methyltransferase deficiency GAMT a4 rAfE 1371
) . W WEL
134 | & vieph fp B 36 v it Lo Gyrate atrophy of choroid and retina OAT a4 ESR i <1/500
b L g R E )
135 | 35 Hartnup disorder SLC6A19 wi 4 f; B RS ] 1/87
T
136 | 467 ff 3 -2A A Hemochromatosis, type 2A HIV WA R AR 1/500
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137 | e fhg-3 3l Hemochromatosis, type 3 TFR2 a4 DA <1/500
W55 R A S DNA 428 i3 3 Hepatocerebral mitochondrial DNA depletion LR L e .
138 -MPV17 4| syndrome, MPV17-related MPV17 i$ @ B <1/500
Ad RYrE
139 @ fEpsicr & Hereditary folate malabsorption SLC46A1 o jfi I PAAE <1/500
Ad RYrE
140 iR @45 487 i Hereditary fructose intolerance ALDOB wi 4 ?5 B PAAE 1/122
. W WEL
141 |Hermansky-Pudlak j % $%-1 3] Hermansky-Pudlak syndrome 1 HPS1 a0 DA 1/354
. W WEL
142 |Hermansky-Pudlak f i $£-3 4] Hermansky-Pudlak syndrome 3 HPS3 a4 DA 1/354
, . W WEL
143 | $gpet@mdig Holocarboxylase synthetase deficiency HLCS a0 PAAE 1/500
Homocystinuria due to W WEL
B g, 4
144 1% YRR cystathionine beta-synthase deficiency CBS i3 B 11224
BeOREE Rk -F 2 A 3R i inuria- i i i A4 RYHE
145 Y :.-pi'i]l B-E® LhRETe Homocystinuria-megaloblastic anemia, cobalamin MTRR i 5 : ’A/}Q £ [ <1/500
-cobalamin E 4 E type i$ @
g4 RRE
146 |Hydrolethalus J % 3% Hydrolethalus syndrome HYLS1 oA 4 ?5 Bt rAfE <1/500
2330 5 ERE; 0 EARy L i inemi ; 24 HE
147 BABHIY 2 DapBHE; ? S AREKIREL Hyperlmmun(.)globulmer.ma D syndrome; MVK i 74" "/?Q &1 S04 <1/500
P Mevalonate kinase deficiency i3
e N , Hypermethioninemia due to WL REN
a3 [ELE L = 3 S
148 ﬁlﬂ FR R L3IAR 7RO adenosine kinase deficiency ADK i3 A <1/500
Hypermethioninemia due to deficiency of WA REp
149 | B ° moRp g S-"%%’fi g Bk fREEE L g S-adenosylhomocysteine AHCY ™ 4 e A <1/500
hvdrolase =
R bgh v A g iz aE g h . A4 RE S
150 3 LER-Ba g -3 AoRpsyrs pig# (HHHA 2 Hyperf)rmt. nia-hyperamm or SLC25A15 ki 74" "/?Q £ 1 fow <1500
#) homocitrullinemia syndrome (Triple H syndrome) i3
Ad RYrE
151 |Bofocpd gpH- 3 Hyperprolinemia type II ALDH4AL1 W 4 Iii s PAAE <1/500
) s Hy dotropic hypogonadism, WA RN
| o T R - ET Pos 4
152 };}_E{LI #% ¥ J£ -GNRHR 3] GNRHR-related GNRHR A ESR i 1/347
Hypomyelinating leukodystrophy, POLR1C- AL AREY
153 |Treacher Collins * j i #-POLRIC 3| related ; POLRIC b 4 = rAfE <1/500
Treacher Collins svndrome - POLR1C-related =
24 M
154 | MBHE R v Hypophosphatasia ALPL A ;5; E3E ERy 1 1/158
. ; Inclusion body myopathy WAL g R
155 | & saarep % type 2 (Nonaka myopathy) GNE 0 2| <Is00
2 d M
156 |74 safd EdF T3 & Infantile neuroaxonal dystrophy PLA2G6 A ;5; A1 PP 1/500
2 RE A fE 1/167
157 | & Aps Isovaleric acidemia IVD wi 4 ?i B }; j" 1/407
b i
WA HEL
158 |Joubert = j i #-2 4| Joubert syndrome 2; Meckel syndrome 2 TMEM216 7 " = A 1/141
PO Joubert syndrome 28; Meckel syndrome 1; Bardet- L WMEN
Ly -283] 4
159 |Joubert % jt i #-287) Biedl syndrome 13 MKS1 Y A 1/260
- Joubert syndrome 4; WA g
Ly -4 3 4
160 | Joubert *% 2 i ¥ -4 1| Senior-Leken syndrome 1; Nephronophthisis NPHPI figy A 1/480
2 d M
161 |Joubert = & ¥ -AHI-1 %] Joubert syndrome, AHI-1 related AHI1 WA ;5; S R 1/448
; WH o WEL
162 |Joubert = & i #-ARL13B 3| Joubert syndrome, ARL13B related ARLI13B @ ESR i <1/500
. Junctional epidermolysis bullosa, LAMA3-related; A REEE
£ A B 14 - 1| A
163 | #% & 312 433 -kt -LAMAS 3 Laryngo-onycho-cutaneous syndrome LAMAS B 2 17781
A& RYIE N
164 (& &A% A 3 f3-kieg -LAMB3 ¥ Junctional epidermolysis bullosa, LAMB3-related LAMB3 A @ g EAE R 1/781
. . . WE I MEN
165 |#& & A4 43 f3 ke -LAMC2 1) Junctional epidermolysis bullosa, LAMC2-related LAMC2 4 A 1/781
& g . WE I MEN
166 |Krabbe <t (% fgd F4 1) Krabbe disease GALC @ A fE 1/158
: e Tt irie 4 s REIEL
167 |# 6% 23 HRER-21); ¢ 3 HARREL 201 ;A;ber congenital amaurosis 2; Retinitis pigmentosa RPEGS 1 M i{i £ g 1298
. . WE I MEN
168 [ igs L X (B g -57) Leber congenital amaurosis 5 LCAS 4 A 1/500
: e Tt ie L s REIEL
169 |# 6% L% HR AR -81); ¢ 3 HARRAEL 127 fzeber congenital amaurosis 8; Retinitis pigmentosa CRBI 1 M i{i £ g 104
MWL RN
170 [# i< L X B g -13 4) Leber congenital amaurosis type 13 RDHI2 7 = AfE <1/500
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Leigh s i #-SURF1%);

Ao )

Leigh syndrome, SURF1-related ;

LEER L L

A
17 A Bt X555 -SURFL 4] Charcot-Marie-Tooth disease, SURF1-related SURFI i@ B <1/500
94 AR
172 |Leigh % #% 3 -complex IV (COX) f##% 2 Leigh syndrome with Complex IV deficiency LRPPRC wi a Iii B P 1/447
94 AR
173 |x» 4= »ﬁ_§$ﬁ I-$3 Lethal congenital contracture syndrome 1 GLE1 o 4 ?i I rAdE <1/500
1 o e AT . - . W WEL
74 e ?)ﬁ? Hage 4R Leukoencephalopathy with vanishing white matter EIF2B5 " PAAE <1/500
1 s . . WA REN
75 (¥ Feep & K -2A7) Limb-girdle muscular dystrophy type 2A CAPN3 " rAfE <1/500
24 vE M A <
176 |3#% qlwep £ £ 73 2B Limb-girdle muscular dystrophy type 2B DYSF Wi @ g s }_H jﬁ 11//353020
Ad RYrE
177 |sc¥ Aovp & £ -2CH) Limb-girdle muscular dystrophy, type 2C SGCG W a ?i Bt PAAE 1/381
1 s . . WA REN
78 ¥ Avep % £ g -2DF) Limb-girdle muscular dystrophy, type 2D SGCA " P <1/500
Ad RYrE
179 [3¥ 4vep £ £z -2ES Limb-girdle muscular dystrophy, type 2E SGCB wi 4 Iii B PAAE 1/500
Ad RYrE
180 |sk¥ Alevp & £y -2F3) Limb-girdle muscular dystrophy, type 2F SGCD W 4 ?i Bt P <1/500
¥ A eup 4 % gk -2HF; Bardet-Bied] X & #- |Limb-girdle muscular dystrophy, type 2H; [ L e .
181 114] Bardet-Biedl syndrome 11 TRIM32 i$ @ B <1/500
. o e - . . WA REN
182 (X Rt ﬁ{’% A2 Lipoid congenital adrenal hyperplasia STAR a4 DA <1/500
Ad RYrE
183 |&ATL 27 F% B Liver failure, acute infantile TRMU k %‘jfi I ] <1/500
- . . , Long-chain .
= #35 $»EE3 -52 g e #* Ad RN
184 ;’ R LR R AR 3 FEA % prak 3-hydroxyacyl-CoA dehydrogenase (LCHAD) HADHA A #“ﬁg B A <1/500
i deficiencv: Trifunctional protein deficiencv =
24 RYrE A <
185 |Lysunyruc ¢ Faf€ 2 L Lysinuric protein intolerance SLC7A7 W Lﬁfi s }:E j’é‘ 11//151090
. . o . Wh o WEL
186 |Bavpi »iFd L g Lysosomal acid lipase deficiency LIPA " AR <1/500
Wh o WEL
187 |¥ s oy £7 2 -CHST6 3] Macular corneal dystrophy, CHST6-related CHST6 " ERY 1/79
ine di A4 RYE
188 4% sk -Ta 2] ?;;gll?yr“p urine disease BCKDHA A 3 ?ﬁ E3E 2 1321
ine di YR LI
189|484 ok -Tb 4 ?;;gllisyr“p urine disease BCKDHB A 3 g s 2 1/364
i i 2 d M
190 | A 1T i\;;glle; syrup urine disease, DBT L1 M ’fi (e r 48 1/481
. . 24 PE 4
191 |Meckel 2  #: Joubert %z i # ls\;lle:fll;i:)llljzndrome 5; Joubert syndrome 7; COACH RPGRIPIL L} #“ﬁ’fi £t 28 1/259
. s Medium-chain acyl-CoA dehydrogenase (MCAD) WA RN A HE 1/69
W M) 3
192 | ¢ ghoy g d & prik Lo deficiency ACADM a2 ix 1/198
g e s - Megalencephalic A REEE
(IR 5 1 T EY - X
193 | B et d T‘}l‘ﬁ HIAET RS- leukoencephalopathy with subcortical cysts MLCL ] 2 <1/500
PRV . WA MEN
194 (2R FERE Metachromatic leukodystrophy ARSA " ERY ] 1/100
X e R Metachromatic WA HEL
- | 2 12 4L g 5 N
195 [saposin-b # £ 318 R $ 40 Fi¥it g leukodystrophy due to saposin-b deficiency PSAP ] 2 <1500
Ad RYrE A
196 @ &A@ - e g-MUTH Methylmalonic acidemia, MUT-related MUT oA 4 Iii Bt }; g’é‘ 11//15935
- s
A A 43 RBIEL
197 |9 47 = fts 7 o 3 BIRAE % 2 -cb1C 3] B:féhfyl:?l"mc aciduria and homocystinuria, MMACHC Wi 3 g G 2 1134
A A 4 s REIEN
198 |9 7 = At 7 o 3 BIRAE % 52 -cb1D 4] B:f]t)hfyl:?l"mc aciduria and homocystinuria, MMADHC Wi 3 g s 2 <1/500
A A 4 s REIEL
199 [0 7 = @ # B S IERL 2 chIF 4 x:;hty;:;alomc aciduria and homocystinuria, LMBRDI i %’*Lﬁ’fi £ 2 <1/500
A A 4 RHIE
200 |? %[ - g A B B A -cbl] 4] xﬁh&ﬁal(’m aciduria and homocystinuria, ABCD4 A jg s 2 <1/500
e S Wh o WEL
201 |° A7 - g g -cb1AT) Methylmalonic aciduria, cblA type MMAA 4 A 1/301
e S Wh o WEL
202 |° A - g g -cb1BA| Methylmalonic aciduria, cblB type MMAB 4 A 1/435
o _ . . Wh o WEL
203 AP - BREBNF AR EFRLE Methylmalonyl-CoA epimerase deficiency MCEE @ A fE <1/500
S RVE
204 | P Microphthalmia, isolated 3 RAX M Mg A 1/289

@i
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205 |/ FRegE Microphthalmia with or without coloboma VSX2 a4 DA 1/91
. . ) SR Mitochondrial complex I deficiency (Leigh U4 RIE M
206 %ﬁ%gﬂ?ﬂ*iﬁ@wh&ﬁ syndrome), NDUFAF5 ﬁ*igmL ERY 1 1/447
- =+ NDUFAF5-related =
., . IS Mitochondrial complex I deficiency (Leigh A4 R
207 *;QN?;SEZIE?X,II Lt (Leigh 23 syndrome), NDUFS6 wi ifi B P A <1/500
) 2 NDUFS6-related =
RARHR & AP Mitochondrial myopathy and W WEL i
208 B LL -8 & sideroblastic anemia 1 PUSI 4 EE <1/500
o s R . |Mitochondrial neurogastrointestinal WA RN
B J i § O A R ¥ .
209 |MNGIE s & $4 SUR A 32§ 7% 250 ok 5 9 encephalopathy (MNGIE) disease TYMP a0 E i 1 <1/500
. _ Mucolipidosis IIT alpha/beta; W WEL
5= il = Al _. A
210|425 % = A% = 4| -alpha/beta Mucolipidosis IT alpha/beta GNPTAB A DA <1/500
A4 RYrE)
211 (A5 % = 3] -gamma Mucolipidosis ITT gamma GNPTG wi 4 ?5 B 2AAE <1/500
A4 RYrE
212 (s Mucolipidosis IV MCOLN1 m%igmﬁ RS ] 1/300
. Mucopolysaccharidosis ITIA W HEL
4 B - A Xy A
213 14k 5 g -3A (B IR < 2) (Sanfilippo syndrome A) SGSH 3@ =B las4
. Mucopolysaccharidosis ITID W HEL
4 B - A Xy A
214 1465 phaz-3D (X EHH < 2) (Sanfilippo syndrome D) GNS 3@ B 11300
Mucopolysaccharidosis IVA LEER L L
4 B - A X g A
215 AR5 g -AA 2 2 wCOR) (Morquio syndrome A) GALNS 3@ B 1224
[T Mucopolysaccharidosis type ITIB (Sanfilippo WL RE A <1/500
216 % pEr-3B ¥ 48 %3 NAGLU ,
A5 P38 (T =K ) syndrome B) fu ] (A 1/298
. Mucopolysaccharidosis type ITIC (Sanfilippo [ L
4 B - A e A
217 |45 @Ee-3C 3 (FEfH < R) syndrome C) HGSNAT A A 1/434
GLBI1-related disorder :
GLBUp M % f : cer .
218 |-265 BB I (F 2T SR) - Mucopo.lysaccharldosm type IVB GLBI ki : ’fﬁ £ (A r g8 /134
W R (Morquio syndrome B) bl
* H e b - GM1 gangliosidosis
g4 REE M
219 (4% g9 Mucopolysaccharidosis type IX HYALIL A @ g A1 ERE 1 <1/500
. Mucopolysaccharidosis type VI WH o WEL
4% BER-6 —F 3k Ky A
220 4R35 R0 (R 24—k ) (Maroteaux-Lamy syndrome) ARSB 3l 2 1230
- U4 RHIE M
21 |45 w3 ‘D;IIlIlcopolysaccharldosm type GUSB kil #jﬁi £ 2 g 1/250
i
Mucopolysaccharidosis, type I WH o WEL
4 B -1 A BN A
222 |45 Bl AEB < R) (Hurler syndrome) IDUA Y A fE <1/500
g4 REE M
223 | SFBEREREGH Multiple pterygium syndrome CHRNG Wi @ g B A <1/500
) . . Wh o WEL
224 \SF MRS L Multiple sulfatase deficiency SUMFI1 a4 ERE:t 1/500
o h e ey en Muscular dystrophy - dystroglycanopathy, WE I MEN
5 v . | X
225 |wup & K pEE o E e-FKRP 4] FKRP-related FKRP Y A A 1/158
Muscular dystrophy - dystroglycanopathy, B AER 24 <1/500
226 |wup & g pEH & F-FKTN 3 FKTN-related; Fukuyama FKTN a =
congenital muscular dystrophy = p A 1/82
o h e ey en Muscular dystrophy - dystroglycanopathy, WE I MEN
5 v . | X
227 |#up & HoppER a4 -POMT2 4 POMT 2-related POMT2 4 R 1371
; N Muscular dystrophy - dystroglycanopathy; WE I MEN
3 L A i g ) 1] A
228 (wup % HgEpER T H AN I-RRd & P 767 Retinitis pigmentosa 76 POMGNT1 @ ESR i 1/462
] ' Muscular dystrophy, Wh o WEL N
229 |sup 4 %3 -LAMA2 3| LAMA2-related LAMA2 @ EE <1/500
. N-acetylglutamate synthase WH o WEL
~ gt & p 2
230 |N-z FRiROREL & SR LG deficiency NAGS @ R <1/500
] . Wh o WEL
231 |y R Nemaline myopathy NEB @ ER 1112
a4 REE M
232 | B g Nephrogenic diabetes insipidus AQP2 Wi @ )fi s 2AFE <1/500
g R TTEA R Neuronal ceroid lipofuscinosis, WE I MEN N
>3 -CLN3 3] CLN3-related CLN3 B Ea A 1/230
g R TTE AR Neuronal ceroid lipofuscinosis, WE I MEN N
> -CLNS 3] CLNS5-related CLN5 EE Ea A <1/500
g R TTE AR Neuronal ceroid lipofuscinosis, WE I MEN N
> -CLN6 3] CLN6-related CLNG6 B Ea A <1/500
g R TEA R Neuronal ceroid lipofuscinosis, WE I MEN N
6 -CLNS 3] CLNS8-related CLNg B Ea A <1/500
g R TTEA R Neuronal ceroid lipofuscinosis, WE I MEN N
>7 -MFSD8 3] MFSDS8-related MEFSD8 B Ea A <1/500
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238 fi)ﬁ’;“ i;].fi TR AR lljle)lrlrrl(?;:llac;;oid lipofuscinosis, PPT1 W ; ‘fﬁ i [ 1/368
239 ﬁf‘i)’;“ i;].fi TR AR l:le)l;)li(i:::ac;?id lipofuscinosis, TPPL W ; ‘fﬁ i [ 1252
240 |R§ ™ p-A/B 3 lt\;i:;"z’l;"l) iek disease, SMPDI ol ; fi R A4 1/250
241 |R§ ™ &5-Cl3 lt\;i:;"é'lm'l) ick disease, NPC1 W ; fi i 204 1/194
242 |R§ ™ Rg-C27 lt\;i:;"é;"'l) ick disease, NPC2 W ; fi L S A4 1/194
243 |Nijmegen $7 % j i& ¥ Nijmegen breakage syndrome NBN wi ; E s > AR 1/158
oaq |PFREFULGELRE Non-syndromic hearing loss, MYO7A-related; MyOoTa AR 'griig B/ 2 1/206
-MYO7A %]; £ & %% &7 1B 4| Usher syndrome, type 1B FSaE R ] e 1/62
245 fgf(f)‘?;’ﬂ b g pe2. 4] Nonsyndromic hearing loss, OTOF-related OTOF wi ; fi w e <1/500
o [ e e I e e v A
7 ??Hlf? 11‘1‘1,%‘2&“&;1 % 1C 1 ﬁ;I}li-?g-(:::ei:l;hljz;ie:llrgslyo;:rome, type IC usic |"* Jf'*‘l]%wjriﬁ VE 2 ! 17353
248 iﬁgzﬂ BRERR Nonsyndromic hearing loss, GJB2-related GJB2 W th;i;f bR r;é; ;Eii;i 11//1‘:28
249 féiff;jﬂlii [Je3: 4. 3 Nonsyndromic hearing loss, GIB6-related GIB6 Wi fﬁ;ﬁ R # 1/423
250 ?gf;;?g}i [L2=2: 4, 3 Nonsyndromic hearing loss, LOXHDI1-related LOXHDI W ; fi i 2 1/500
251 | P SR & #-RAGL 7] Omenn syndrome, RAG1-related RAGI W ; ?ﬁ s 2AAE 1137
252 | @ P R & #F-RAG2 7] Omenn syndrome, RAG2-related RAG2 W ; ?ﬁ s 2AAE 1137
253 |2k 3 2EH AT Osteogenesis imperfecta, type VIII P3H1 W ; ?ﬁ i rAdE <1/500
254 | % ﬁ" % v & -TCIRG1 %] Osteopetrosis, TCIRG1-related TCIRG1 oA ; ?ﬁ i rAfE 1/250
255 [EBBHIEHA NN LIT AR ::ﬁi;ﬂﬁxfﬂwmmw PANK2 &%éﬁﬁﬁ gE | 1289
256 |Pendred ™= j ¥ Pendred syndrome SLC26A4 WA ; E e ifgji iﬁg
257 ’;i ;;:?itiﬁp‘i A Peroxisomal acyl-CoA oxidase deficiency ACOX1 W ; E i PAAE <1/500
258 ¥R (¥ RREA B LR) fli‘]f:jy";‘l‘j;‘;ﬁflr"ii;‘r°"y‘”° deficiency PAH *M;*‘i Rt i;f 1;22
259 |BAERRE BFE L E Phosphoglycerate dehydrogenase deficiency PHGDH wi ; ?ﬁ w rAfE <1/500
261 Rk S ECHREKEF - 3 Pompe disease GAA w ; ?ﬁ s iafgji 12(1)(2)
262 |4t s T A 2-1AT) fy"p’:‘;f:rebe"ar hypoplasia VRK1 W ; fi i A4 <1/500
263 |4f%1 54 T 3 2-1BY fy‘::‘;:’rebe"ar hypoplasia EXOSC3 W ; fi i S A4 <1/500
264 |4t wE T A 267 fy‘::‘;cerebe"ar hypoplasia RARS2 W ; fi i S04 <1/500
265 |45l %% T3 2207 gﬁ;?mmmemmm SEPSECS &%éﬁﬁﬁ g8 | <1500
266 | & 1338 R T A RN 2 R ;oiz:l;itez;)lh]z;gvl::}sli:eeizures and brain atrophy MED17 w jﬁ ?ﬁ i 2R <1/500
o [het e
271 -}gl-qu‘zg_g‘:o Eo g s 33 i’:imary ciliary dyskinesia, type CCDC39 i ; ‘l}§ i o 1211
272 -}gl-q;gsi.;}_g‘:o Eo g s 33 i’;‘imary ciliary dyskinesia, type CCDC103 i ; ‘l}§ i o 1316
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¢ 14 4k 5 3T §0 . - A P
a7y | BE T i Primary ciliary dyskinesia, type CCDC151 Wi . ‘f,,_ £ 1 2l 1365
30 4] 30 dm
T
274 |RBg L= »[:}_f ;A Primary congenital glaucoma CYPI1B1 o @ ?; I > AR 1/50
T
275 |REg R TR RR-13) Primary hyperoxaluria type 1 AGXT W @ ?; s rAfE 1/120
T
276 | R R TR R 23 Primary Hyperoxaluria type II GRHPR W @ ?; s PAAE <1/500
T
277 |Rgd TR g3 Primary hyperoxaluria type ITI HOGA1 W @ ?; s rAfE 1/184
Progressive external ophthalmoplegia;
. Alpers-Huttenlocher syndrome; Ataxia neuropathy L REN
Bt g 3
278 B R nm)ﬁ-_)j_ spectrum; Myocerebrohepatopathy syndrome ; POLG g S V3
POLG-related disorder
179 | . e Famil : : Wh S WER
79 |RFRFERITARAFTR Progressive Familial Intrahepatic Cholestasis ABCBI11 a4 P A 1/112
. ' Propionic acidemia, LEER L L
280 |/ gks E-PCCA %) PCCA-related PCCA a4 DA 1/224
A Propionic acidemia, LEER L L
e - A A
281 | @i 5 -PCCB % POCB retatod PCCB a1 Y- 1/224
Ty
282 |mpELEr 2 Pycnodysostosis CTSK wi 4 f; B 24 <1/500
, . Pyruvate carboxylase WA R
4 {L 3 A
283 | ERERE T pReA L deficiency PC a4 ESR i 1/250
. 45 Pyruvate dehydrogenase WA g .
24 |FmpRAREE El-betadh L El-beta deficiency PDHB ] 2 <1300
. , Renal tubular acidosis with WL WEMS
At ¢ 3y =
285 | ERmTAEER R deafness ATP6V1BI 4 PAAE <1/500
T
286 |ARLAeS F W25 4 Retinitis pigmentosa 25 EYS W @ ?; s rAfE 1/66
T
287 |ARAeTd H H1E-26 1) Retinitis pigmentosa 26 CERKL W @ ?; s rAfE 1/148
T
288 |ARLAeSd H H1E-28 1) Retinitis pigmentosa 28 FAMI161A W @ ?; s rAfE 1/296
T
289 (AR F H1E-59 4 Retinitis pigmentosa 59 DHDDS W @ ?; s rAfE 1/296
' Retinitis pigmentosa, W WEL
290 |gmd % $4-CNGALT CNCA Lot CNGALI am 24 1/210
. Retinitis pigmentosa, W WEL
291 |gad 4 $4-CNGB1Y CNGBLtod CNGBI am 24 1/296
' Retinitis pigmentosa, W WEL
292 |gwd 4 ¥ 4-IDH3BT IDHBorotod IDH3B am 24 1/296
' Retinitis pigmentosa, W WEL
293 |gwd % ¥4-PDEGAT PDESA oted PDE6GA am 24 1/133
g . . . Whd g
294 |skippAlEkEFET A 25 - T Rhizomelic chondrodysplasia punctata, type 1 PEX7 a4 = PAAE 1/158
g . . . Whd g
295 |BirRAlE R EFE T LR T Rhizomelic chondrodysplasia punctata, type 3 AGPS a4 = P <1/500
T
296 |Roberts i i 3% Roberts syndrome ESCO2 o 4 ?;‘ Bt 24 <1/500
Sandoff . W HEL
297 R . . e Sandhoff disease HEXB . DAFE 1/600
(¥ £ GM2 4 .84 % 442 ) 29 !
. . S . Whd g
298 |Schimke L. & -FF 7T * 2 Schimke immunoosseous dysplasia SMARCALI a4 = PAAE 1/500
e ay Schopf-Schulz-Passarge syndrome; WL REN .
299 |Schopf-Schulz-Passar ge i i $¥ Odontoonychodermal dysplasia WNT10A a4 rAdE <1/500
T
300 |Segawa g ix ¥ (31 " <) Segawa syndrome TH wi @ ?; B rAfE 1224
EKEHLYUALER LR Severe combined immunodeficiency, W EN .
301 -JAK3 4| JAK3- related JAK3 Fg] 2 1/299
, X Severe combined immunodeficiency with WA RN
£ A P E R AL 3 Y X
302 R & AR Lo LR B4 sensitivity to ionizing radiation DCLREIC R B <1/500
EEiAa e B me gty Severe Congenital A REH .
303 -HAX1 4 Neutropenia, HAX1-related HAXI Fg] 2 1/224
EEiAa e B me gty Severe congenital A REE .
304 -VPS45 4| neutropenia, VPS45-related VPS45 Fg] 2 1/224
B s Short branched chain acyl-CoA dehydrogenase WL RN
5 Fx i
305 ‘et dbpiEs A2 FRLn (SBCAD) deficiency ACADSB am 2A 1/368
. - Short-chain acyl-coA dehydrogenase (SCAD) WL RE A 1/85
306 |4E4drg¥ F ACADS
R L Deficiency ¢ il & I/ R 1/51
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307 |eEREEE TR Sialic acid storage disorder SLC17A5 2 ESR i <1/500
El A 1/158
1 a2 ob s op 30l ok o . . Sickle cell di Beta thal ia; hemoglobin C L HWEN n
308 |4k7 flirs g WAFE T8 2R CAB | ficonce HBB a4 i 1/50
L 1/25
WL RN
309 |Sjogren-Larsson :f ik # Sjogren-Larsson syndrome ALDH3A2 7 @ B ERY ] 1/250
. P " . P WE I MEN
310 |Smith-Lemli-Opitz % i # Smith-Lemli-Opitz syndrome DHCR7 4 A 1/30
s : : TPEE T ;
311 (A PH™ L aR-151] Spastic paraplegia 15 ZFYVE26 4 A fE <1/500
, , WA ED
312 | PHT LR -49 1] Spastic paraplegia 49 TECPR2 T ERY 1 <1/500
, , WA I ED
313 |aPETLAERS S Spastic paraplegia type7 SPG7 Y ERY ] 1/159
, . WH o WEL
314 (SPG11 |4 Fovg 5 Fi SPG11-related Neuromuscular Disorders SPG11 @ A fE 1/159
# i LEER L Tea E A 1/54
315 |4 4 e E=P Spinal lar atroph SMN1 o
ik - d e i{#ﬁfg pinal muscular atrophy i g 1/59
% 34 . WA g
316 |¥favEE T2 2 Spondylocostal dysostosis MESP2 @ AfE <1/500
" WA g
317 |4wdm i Steel syndrome COL27A1 @ A <1/500
. " - WA AR
318 |Stuve-Wiedemann j i % Stuve-Wiedemann syndrome LIFR 4 2AFE <1/500
A fE 1/129
o . N was ey 1
319 |REHE %25 Systemic primary carnitine deficiency SLC22A5 a2 [ 1/77
" % L/e R 1/51
Ad RYrE
320 R ESITE Tay-Sachs disease HEXA W " ?5 s ] 1/300
. . . W WEL
321 |2 & Aed B L Tetrahydrobiopterin deficiency PTS A rAfE 1/354
i AESL R Tetrahydrobiopterin deficiency, [ L .
22 -PCBD1 3 PCBDI1-related PCBDI 4 E 4 <1/500
i AESEILR Tetrahydrobiopterin deficiency, A REE .
323 -QPPR 4| QDPR-related QDPR i$ @ B <1/500
, . Thyroid dyshormonogenesis, W HEL
° 4k V3 - \ A
324 ;{&’lﬁ{—i £ 32 E-IYDH IYD-related IYD A > 7}@ <1/500
, - Thyroid dyshormonogenesis, WL REN
9 4k V3 ! Al A
325 |° ok &+ R ¥ -SLCSAS 3 SLCSAS-related SLCSAS 4 ERS i1 <1/500
, - Thyroid dyshormonogenesis, WA RN
9 4k V3 _ ) A
326 ;R"ﬁt-,% &£ 3R ¥-TGH TCorelated TG a0 rAdE 1/241
, - Thyroid dyshormonogenesis, WL REN
0 2 K | X
327 |° ki &+ R ¥ -TPO T TPO-related TPO A 2AHE 1373
. . . W WEL
328 | B e Trichohepatoenteric syndrome TTC37 A rAfE 1/500
RAE & i P WA REE A 1/99
329 |3 pevRpbs -17) Tyrosinemia, type 1 FAH a PR 172
WA WE
330 | peokpia -2 7l Tyrosinemia, type II TAT 7 a0 B rAfE 1/250
A RErEM R
331 |k <ixE&E-1DF Usher syndrome, type 1D CDH23 Wi ggﬂué%f B/ 24 1/285
W WEL
332 | A ENIFEE-1G T Usher syndrome, type 1G USHIG 2 DA 1/434
W WEL
333 | ENIFEE-2AF) Usher syndrome, type 2A USH2A a0 > AR 1/126
WAL
334 |k g N3xE&E-2D A Usher syndrome, type 2D WHRN a4 > AR 1/282
WAL
335 |AENixEE-3A 1 Usher syndrome, type 3A CLRNI1 a4 > AR 1/500
» . Very long-chain acyl-CoA WAL gl A 1/118
336 L4k FALEpRLE dehydrogenase (VLCAD) deficiency ACADVL fug ] 3 /5 B 1/73
Ad RYrE
337 |REHR Wilson disease ATP7B ol 4 'fi s 2A8 1/87
. . W WEL
338 |Wolcott-Rallison s i 3% Wolcott-Rallison syndrome EIF2AK3 a4 DA <1/500
24 AR A fh 1/500
339 |Fd MithAp-Ad Xeroderma pigmentosum, group A XPA Wi @ E £t }_H j‘ 174
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340 ¥ HiEAE-CA Xeroderma pigmentosum, group C XPC oA 4 ?; I 2AAE 1/500
LR g Zellweger syndrome, L d pE .
341 -PEX1 ) PEX1-related PEXI Fg] B 17147
140 BERREAREGHE Zellweger syndrome, PEX10 MW g > AfE 1/500
-PEX10 3 PEX10-related ] p A 1/354
LR g Zellweger syndrome, AL prE .
343 -PEX12 ¥) PEX12-related PEX12 f ] 2 1373
BEREAEGHE Zellweger syndrome, L prE .
344 -PEX2 %) PEX2-related PEX2 Fg] B 1/300
LR g Zellweger syndrome, AL prE .
345 -PEX6 ) PEXG6-related PEX6 Fg] B 1/280
o g . X % ¢ 4015
346 |pEmR T niué‘,v T4 EY3 Adrenoleukodystrophy, X-linked ABCDI1 a4 PAAE 1/21,000
P X % ¢ 415
347 |Allan - Herndon - Dudley j i %% Allan-Herndon-Dudley syndrome SLC16A2 A DA <1/500
oA FEE R Alpha thalassemia X-linked X % ¢ BT .
348 e h LRl -9 intellectual disability syndromef} ATRX Fg] 2 <1/250,000
a4 M B
349 | ¥ {p g B3 -COL4ASS Alport syndrome, COL4A5-relatedt COL4A5 X% 4 Tﬁ 155 PR 1/139
Arts syndrome; Rosenberg-Chutorian syndrome;
. g i 2. . S 4 R
150 Arts i & #; Rosen!)erg Chutoriank iz #; Phosphot*ll.)osylpyrophosphate synthetase PRPSI X % : fﬁ ERzH o <1/250,000
PRPS1 3 F14p b 05 3 superactivity; # @
Non-syndromic hearing loss, PRPS1-relatedf
N Charcot-Marie-Tooth disease X % ¢ &40
[ % EFEBAN R g -1 A ’ 7 X
351 |4l BT A B f {:ﬁﬁ& 13 X-linked type 1+ GJB1 a4 rAdE 1/667
. . . X % ¢ 415
352 |(PEiR e REFET A - A Chondrodysplasia punctata type 1, X-linkedt ARSE a4 rAdE 1/250,000
a4 Jo:
353 | B A Choroideremiat CHM X 4 ?ﬁ P 2AfE 1/25,000
- . . . X % ¢ 415
354 (e REEE T ﬂj_;ﬁ Chronic granulomatous disease, X-linked CYBB a4 PAAE 1/149,254
X % ¢ gHm
355 |AA T ﬂﬁtiﬁi I DCER E ] Congenital adrenal hypoplasia,X-linked{ NROB1 7 a4 - PR 1/6,250
Jo— . . X %4 481 m
356 |[uphst L i Creatine deficiency syndromef SLC6AS8 a4 rAfE 1/3,434
¢ REp
357 |Lowe % j &% Dent disease 2; Lowe syndrome+ OCRL X @ Tﬁ s rAfE 1/250,000
P 3 M %i
358 {%& VR % K Duchenne muscular dystrophy+ DMD X# 4 Tﬁ 5% RS ] 1/2,350
P 3 M %i
359 [k % Emery-Dreifuss muscular dystrophy+ EMD X 4 Tﬁ 1.5 ] 1/81,967
P 3 M %i
360 | F 3SR Fabry diseasef GLA X4 2 Tﬁ s PAAE 1/25,000
P 3 M %i
361 |X % & Wik Fragile X syndromef FMRI1 X# jfﬁ 1 2AfE 1/151
- EpEe sy A& R
362 &iﬁ ) BERL G L Glucose-6-phosphate dehydrogenase deficiencyt G6PD X ‘j?ﬁr il rAfE 177
JE 3
P 3 M %i
363 [k A A Hemophilia A+ F8 X jfﬁ 1.5 o 113,250
2 ¢ KT
364 |& % B Hemophilia B+ F9 X4 j?ﬁ s 2AfE 1/15,000
. X % ¢ 415
365 |XHIM syndrome Hyper IgM syndrome, X-linked{ CD40LG a4 PAAE 1/50,000
. N . X %4 R
366 |tk 2 L Hypohidrotic ectodermal dysplasiat EDA a4 rAfE 1/14,167
. . . . - . X % ¢ 4015
367 |1 AR ARE S s Juvenile retinoschisis, X-linked RSI a4 rAfE 1/2,500
P 3 M %i
368 (L1 iz 3 L1 syndromef L1ICAM X# jfi 15 rAfE 1/15,000
P 3 M %i
369 |11l T e Lissencephaly, X-linked} DCX X# 4 Tﬁ 5% PR 1/42,500
Lujan-Fryns J i # Lujan-Fryns syndrome, X % ¢ gm .
370 -UPF3B 4| UPF3B-related UPF3B f ] 2 <1/50,000
Lujan-Fryns J i # Lujan-Fryns syndrome, X % ¢ gHm .
371 -ZDHHC9 4| ZDHHCY-related ZDHHCY f ] 2 <1/50,000
P 3 M %i
372 |Menkes % i% ¥ Menkes diseaset ATP7A X# jfi 5% rAfE 1/50,000
N Mucopolysaccharidosis type IT X % ¢ w1
% -2 4 LY A
373185 pha-2 G TE) (Hunter syndrome) DS id i B 1/50,000
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374 |peegiR @ve) i # Myotubular myopathy, X-linked MTM1 a4 rAdE 1/25,000
B L
, PR L
375 RN Norrie disease NDP X% ) fﬂ 155 RS ] <1/50,000
i
. o ) X % ¢ B
376 | b vepi i v ARSI LR Ornithine transcarbamylase deficiencyt OTC A DA 1/7,000
b1
N . . . X % 4 R po
377 |BAERY M EREE 1%L Phosphoglycerate kinase 1 deficiency PGK1 A ] <1/50,000
b1
e . . X % ¢ RUp
378 | prE @R & fFEl-alpha 3 £ Pyruvate dehydrogenase El-alpha deficiencyt PDHAI1 A P <1/250,000
a4 R T
379 |Renpenning jE & 3 Renpenning syndrome PQBP1 X j*; 155 PR <1/500
b1
. , \ o ) ] X 4 ¢ 4 1m
380 | EEH LR LR Severe combined immunodeficiency, X-linked+ IL2RG e P 1/25,000
Wiskott-Aldrich X jz i ##; {458 @ - 4 L  |Wiskott-Aldrich syndrome; Thrombocytopenia, X- X 44 R
381 | ﬁvﬁ EEAx linked; Severe Congenital Neutropenia, WAS- WAS i @ l,; = rAfE 1/125,000
¢ IR -WAS A relatedt =
. . . X % ¢ REp
382 |4eu:d B Aarskog Scott JE 1 3 X-linked Aarskog-Scott syndrome FGD1 a4 > AR <1/50,000
B L
R X-linked epilepsy with variable X 4 & #4455
383 | By e NE 5 )
B BRSNS Y Hise Jearning disabilites SYNI A1 AR | <1/50,000
[e2:-R g Fe2 o 3 X-linked hearing loss. X 4 & R T
384 g 7
-POU3F4 %) POU3F4-related POU3F4 @ 448 | <1/50,000
. . o ot X-linked intellectual disability with cerebellar X 4 & #4455
385 |1 2 LI ISE T A 22 5 3
5938 AR RaE L] EET 2R G MK hypoplasia and distinctive facial appearance OPHNI ] A <1/50,000
ea b e B 33 X-linked intellectual disability. X % 4 AT
386 ’ 7
-AP1S2 3 AP1S2-related AP1S2 a4 E 4 <1/500
ea b g B 33 X-linked intellectual disability. X %4 AT
387 ’ 7
-ARX 4| ARX-related ARX R E A <1/50,000
ea b e B 33 X-linked intellectual disability. X % 4 AT
388 ’ 7
-BRWD3 ] BRWD3-related BRWD3 q E A <1/50,000
ea b e B 33 X-linked intellectual disability. X %4 AT
389 ’ 7
-CUL4B ¥ CUL4B-related CULAB @ 448 | <1/50,000
il @A B X-linked intellectual disability X % ¢ R
390 ’ 7
-DLG3 4| DLG3-related DLG3 d i A | <1/50,000
ea b e B 33 X-linked intellectual disability. X %4 AT
391 ’ 7
-FTSJ1 4 FTSJ1-related FTSI1 d i x4 | <1/50,000
ea b g B 33 X-linked intellectual disability. X % 4 AT
392 ’ 7
-ILIRAPL1 %) ILIRAPLI- related ILIRAPLI a4 2448 | <1/50,000
ea b e B 33 X-linked intellectual disability. X % 4 AT
393 ’ 7
-KDM5C 1| KDM5C-related KDM5C a4 2 AHE | <1/50,000
ea b e B 33 X-linked intellectual disability. X % 4 AT
394 g 7
-PAK3 F] PAK3-related PAK3 d E 4 <1/50,000
ea b e B 33 X-linked intellectual disability. X %4 A
395 ’ 7
-Siderius %] Siderius type PHF8 a4 PR <1/50,000
ea b e B 33 X-linked intellectual disability. X % 4 AT
396 ’ 7
-THOC2 1 THOC2-related THOC2 @ 44| <1/50,000
ea b e B 33 X-linked intellectual disability. X %4 AT
397 ’ 7
-ZNF711 4 ZNF711-related ZNF711 a4 24| <1/50,000
PR @REy Cp¥- X-linked Ocular albinism. X % 4
398 4 7
-GPR143 | GPR143-related GPR143 a4 2A4E | 1/25000
R @ e F R X-linked Retinitis pigmentosa, X % ¢ BT
399 4 7
-RP2 3 RP2-related RP2 q E 4 1/4,000
R @ R X-linked Retinitis pigmentosa, X % ¢ BT
400 > 7
-RPGR 1 RPGR-related RPGR @ 2 173,000
- . Surfactant metabolism dysfunction WL WES
401 |% PR , %
ER R Rk 1 50 pulmonary 3 ABCA3 i PAAE 1/116
a4 R T
402 (X% ¢ WIEITRE-AFF2 4 Fragile XE syndrome AFF2 X% 4 *; 1275 2AAE <1/50,000
b1
) TR
403 |4 ¥ THiT 1 M TR BaE-107) Spinocerebellar ataxia 10 ANO10 A 4 J}; e 2AAE 1/93
B L
T
404 |Joubert= j &% $¥-97| Joubert syndrome 9 CC2D2A A 4 1}; wi PR 1/201
b1
T
405 &= EoR%SE-13 Congenital hydrocephalus 1 CCDCS88C oA 2 1}; w rAfE 1/137
b1
U I . . . W WEL
406 W% HERB B LI PrupE oy Autosomal recessive congenital myotonia CLCN1 A ESR i 1/176
b1
T
407 | xBTS Bﬁ{# i Y3 Congenital adrenal insufficiency CYP11A1 WA AR > AR 1/114

H
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3T 2R AR R i

AR L 2 A L) £ % FAF
b L g R E )
a2 FDRFEHEE-1T Vitamin D—dependent rickets, type 1 YP27B a4 rAfE
408 a4 3 | CYP27B1 WA WEH 1/181
§ 1 ag E R L S - . X . : P
409 FAMMA kR EE A L SR Short-rib thoracic dysplasia 3 with or without DYNC2H1 L : ‘/&a £ [ 1/68
-34) polydactyly i g
R X
Bz %E- DA Xeroderma pigmentosum, group D ER A Er A 5
410 |¥ ¢ B h | cC2 WA WEH 1/6
b L g R E )
Z 0 AREE- Trimethylaminuria FM . ESR i
411 N 03 h%_g‘,}; s 7 1/139
b L g R )
% ES: S ¥ Friedreich ataxia FXN e A
412 |4 RABEF £ RL h%égmﬁ ; 1/80
b L g R E )
Fraser * jJ i& ¥ Fraser syndrome RIP . D AFE
413 kg y GRIP1 h%_g‘,}; s 7 1/84
b L g R )
Donnai-Barrowjg i& 3% Donnai-Barrow syndrome LRP: . DA
414 i 3 y 2 h%_g‘,}; s 7 1214
b L g R )
R B R R -1 Primary microcephaly 1, recessive MCPH A ESR i 7
415 £ ] #® ] CPH1 WA WEH 114
a4 M B
Opitz GBBBJE i 3%-14] Opitz GBBB syndrome, type I MID . D AHE <1/50,
416 |Op -3 Y Y, 1 X*;ﬁr’ ' # 1/50,000
b L g R E )
Schindler * Schindler disease types 1 and 3 N " > AHE
417 = ty] AGA W 2 ?; s 7 1/94
b L g R )
[ 6 1 -27] Oculocutaneous albinism, type IT a4 ESR i 7
418 LW A OCA2 WA WEH 1/76

Spastic paraplegia type 2/ Pelizaeus-Merzbacher X 2 ¢ w1

A9 | RRHRPET LR 22 R ARE o | PLP1 4 2448 | <1/50,000
, : : . L . o WA REN
420 | Rkt SR BT BRI 2 g 23] Hemophagocytic lymphohistiocytosis, familial, 2 PRF1 a4 rAdE 1/149
Ty
421 |Aicardi Goutieres j & $¥-27] Aicardi Goutieres syndrome 2 RNASEH2B oA 2 ?; Bt PR 1217
. ., . . . WA REN
422 |3z 48 Complex IV#k: £ Mitochondrial complex IV deficiency SCO2 a4 PR 1/150
. Refsum disease/ Biotin-responsive basal ganglia WL REN
K i /4 Yy
423 |G ARPpRAFEF BEAARAR disease SLC19A3 A Ey A 1/109
T
424 AAHRESFY R Atransferrinemia TF W 4 ?; s P 1/116
" . Ehlers—Danlos-like syndrome due to tenascin X WL WEMS
. } 4 5 A
425 A AHEEH e R R ¥ -tenascin X # £ 7 deficiency TNXB A DA 1/28
RBEA K6 v g-13)/ Oculocutaneous albinism, type I / Oculocutaneous [ L .
426 BpA K tp-1A% 2 1B albinism types 1A and 1B TYR Fg] 2 1720
. . . . W WEL
427 | iE i By B L Butyrylcholinesterase deficiency BCHE a4 rAfE 1/28
T
428 |5 FF AR M BB Prothrombin-related conditions F2 W 4 ?; At 2AAE 1/33
Ty
429 |$37 8 FIF R¥L R Factor V deficiency F5 ke %j?; s 2AAE 1/36
T
430 |k 4T R Hereditary Hemochromatosis HFE oA 4 ?; Bt P 1/10
T
431 | REEF RABRL R Familial Hypercholesterolemia LDLRAP1 W 4 ?; s P 1/8
T
432 | RIEHB RS R Familial lipoprotein lipase deficiency LPL W 2 ?; s PR 1/500
T
433 | ERAHATRF Homocystinuria, MTHFR-related MTHFR wi " f; B 24 1/224
T
434 |al-F% 3-8 BRiE LG Alpha-1 antitrypsin deficiency SERPINAL1 W 4 ?; s P 1/33
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