B, B E R B

PRLEH A ki

# g

FEEAECHEMAR FFRY 274 AGATCREFINORFLF L CHL AL

Ao G )"

3aF-230R 5 AR FH Bk

A 2 A )

8 5 RhsE M
1 [3-§R4A3"AA-@mi R 3-Hydroxy-3-methylglutaryl-CoA lyase deficiency HMGCL %ﬂﬂ}bjfg as P <1/500
. : - WA I IS
2 |Beta mrf#pwak 2 e 3-Ketothiolase deficiency ACAT1 41 > A <1/500
_ 3-Methylcrotonyl-CoA LA L el
=9 i eapiar A iLarak L . . M 1 = > A f 1/95
S ETATERWFART L carboxylase 1 deficiency (3-MCC deficiency) cce 3 @ =t
_ 3-Methylcrotonyl-CoA A prElE
=9 i eapitar AL arak L . . M 2 = > A fE 1/95
dOET AT R ART L carboxylase 2 deficiency (3-MCC deficiency) cce 3 @ =t
8 4 RhsE M
5 |&paEky iR Abetalipoproteinemia MTTP ot ji; e PAFE <1/500
6 k4 A7 2pEE-1BA]; wAF T * &-113]; |[Achondrogenesis, type I1B; Atelosteogenesis 11; SLC26A2 L REN > 8 1/158
WAFET A LS FEFEE T 2R Diastrophic dysplasia; Multiple epiphyseal dysplasia 3@ ==
8 4 RhE M
7 | BRBLALE Achromatopsia CNGB3 %ﬂﬁbjg_ a5 2AFE 1/87
s . " : WA I I
8 |FEPERITF LR Acrodermatitis enteropathica SLC39A4 2 A <1/500
. J— . R R
9 |RWFAIIFILLIE Acyl-CoA dehydrogenase-9 (ACAD9) Deficiency ACAD9 g @ R ;] <1/500
, e : : - WA I I
10 sﬁug_pg W% fFak 2 e Adenosine deaminase deficiency ADA g @ A FE 1/224
N : - . : WA I RIS
11 |Aicardi-Goutieres Jg i ¥ Aicardi-Goutieres syndrome SAMHD1 g @ R ;1 <1/500
8 4 RbE M
12 |2 R Alkaptonuria HGD 1t ;—; as R 1 1/250
8 4 RbE M
13 |4 &R Alpha-mannosidosis MAN2B1 wA ;; as 2AH 1/354
EXE L1 = 1/20
14 (v F|Aa i Alpha thalassemia HBAL/ HBA2 = " ;; as LG 1/8
‘ 3 L/ R 1/5
). , L e
15 | X {p g & #¥-COL4A3T] Alport syndrome, COL4A3-related COL4A3 2 A 1/267
s ey WA HWEL
16 | X {p g & #¥-COL4ALR Alport syndrome, COL4A4-related COL4A4 2 A 1/267
8 g B2 M
17 |Alstrom = g ik ¥ Alstrom syndrome ALMS1 ik jig S > AFE 1/500
18 GRFERET 2 2 F c3cnfcF 4 3F ¥ 5T |Anauxetic dysplasia; Cartilage-hair hypoplasia; RMRP R4 R > <1/500
P gEa#E Metaphyseal dysplasia without hypotrichosis 3 @ .
, WA HEL
19 | Fé&¢ Andermann syndrome SLC12A6 41 PAFE <1/500
W g R M
20 | RphpEat L Arginase deficiency ARGl Wik ;; S 2AH 1/296
. - : - WA HEL
21 | - g LR Argininosuccinate lyase deficiency ASL 41 P 1/132
s J— . L el
22 |XABEFALIE Aromatase deficiency CYP19A1 4 PAFE <1/500
s s AKX 13 3 3] K';: 4
23 ’ﬁfﬁ% WP e Arthrogryposis, mental retardation, and seizures SLC35A3 %‘”'}‘L‘ ?ﬁ B RS 1 <1/500
Aty Ll @
e A 1 , . WA I WEL
24 |A P AR E SR L R Asparagine synthetase deficiency ASNS g @ RS 1 <1/500
g g g - WA HWEL
25 |R P4 @R R BORRCR Aspartylglucosaminuria AGA g @ RS 1 <1/500
- o T . WA I WEML
26 |ar #EFLEBLARR Ataxia with isolated vitamin E deficiency TTPA 41 PAFE <1/500
- s A i . : : : WA WAL
21 |£#AAAME EHELREGFHE Ataxia-telangiectasia ATM g @ > AFE 1/100
, , [ [ th d B¢ RETEN
28 |pWALR S RUEFHEI Y @l;teo'lmm”ne polyendocrinopathy syndrome AIRE wi i;; - o 1/150
: , Autosomal Recessive Spastic L e
2¢ WEMLE IR PEEFHLH . . ’ = A F <1/500
29 |WH I MELIGRFESHA AR Ataxia of Charlevoix-Saguenay SACS 3 @ =t
Bardet-Biedl syndrome 14; Joubert syndrome 5;
: . . Leber congenital amaurosis 10; L Mgl
- o W= - A) . ! = A é 1 1
30 |Bardet-Biedl = i #-14 3 Meckel syndrome 4; Senior-Lgken syndrome 6; CEP290 3 @ S 190
CEP290-related disorders
s s 2y : et i o AT R
31 |Bardet-Biedl = jx iE #-2 3] Bardet-Biedl syndrome 2; Retinitis Pigmentosa 74 BBS2 a2 A fE 1/621
s s 2y : AT RS
32 |Bardet-Biedl = jx ix#-1 7] Bardet-Biedl syndrome type 1 BBS1 a2 A fE 1/367
: ¢ s oom oy : A WEL
33 |Bardet-Biedl = ;& i #-10 3] Bardet-Biedl syndrome type 10 BBS10 2 > AFE 1/395
ks s ay : AT RIS
34 |Bardet-Bied| = g i #-12 7| Bardet-Biedl syndrome type 12 BBS12 2 A fE 1/791
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3B (¥ ABRHT wEREE Bare lymphocyte syndrome, type 11 CHTA 4 = AR <1/500
W, g RHE M
36 |Bartter iz Bartter syndrome BSND wA j?;; B > AFE 1/500
: Wi Mgl
37 |E % o) R FEE-ALT Bernard-Soulier syndrome type Al GP1BA 2 = > AFE 1/500
y : WA I IS
38 |E % -] FrigEE-Cal Bernard-Soulier syndrome type C GP9 2 = rAFE 1/500
: : : : Wi Mgl
39 |[BEPRIZETE 5 el W ALE Bilateral frontoparietal polymicrogyria ADGRG1 41 = PAFE <1/500
¥, g RHE M
40 |23 EpEain Biotinidase deficiency BTD wA ;;; S5 2AFE 1/124
Bjornstad ;e i ¥ ; Gracile jg i 3¥#; Bjornstad syndrome; GRACILE syndrome; WA I
41 _ . - BCS1L = > A fd <1
a4 Complex 1 # 2 5 Mitochondrial complex 111 deficiency CS 3@ S /500
¥, g R E M
42 | FHNREHE Bloom syndrome BLM R ji; B > A 1/800
¥, g RHE M
43 |Frmmtg Canavan disease ASPA 0k EE L= PAFE 1/300
. - WA I I
44 (O B LBIR & S pEat L Carbamoylphosphate synthetase | deficiency CPS1 4 < P 1/570
., " : - WA I RIS
45 |RieBbpF Lg% - A Carnitine palmitoyltransferase 1A deficiency CPT1A g = A FE 1/354
L . : . L e
46 |RieBEpFRLEF = Carnitine palmitoyltransferase I1 deficiency CPT2 e < R 1 <1/500
. . - L el
47 |p s pFak 2 Carnitine-acylcarnitine translocase deficiency SLC25A20 4 © PAFE <1/500
, WA ¢ A
48  |Carpenter J i ¥ Carpenter syndrome RAB23 2 e > A FE <1/500
LEFIRFR S VT HOE R Catecholaminergic polymorphic ventricular L e .
® lcpvT)-casQ2 tachycardia, CASQ2-related CASQ2 4 E i} 1/224
LEFIRFRE ST HOE R Catecholaminergic polymorphic ventricular LA Y e .
>0 (CPVT)-TRDN #) tachycardia, TRDN-related TRDN 3@ =7 1/354
Y, RHE M
51 |"a%sidf B Cerebrotendinous xanthomatosis CYP27A1 0 EE B 2AH 1/500
, " : , WA HEL
52 |fTPEA ST X HEaE-4B1 3l Charcot-Marie-Tooth disease, type 4B1 MTMR2 4 < 2A <1/500
, " : , WA HEL
53 |fTHEA ST X HgaE-4D Charcot-Marie-Tooth disease, type 4D NDRG1 4 < 2 A 1/22
, " : , WA HWEL
54 | SR X #iaE-GDAP1 A Charcot-Marie-Tooth disease, uUGDAP1-related GDAP1 4 < P 1/152
, " : , WA HEL
55 (&P p g X HgaE-SH3TC A Charcot-Marie-Tooth disease, SH3TC2-related SH3TC2 4 < P 1/69
: : : , : : : L el
56 |Chediak-Higashi s i ## Chediak-Higashi syndrome LYST g @ © RS 1 <1/500
, , Childhood-onset severe retinal dystrophy, L el
1:4 SE: 4 T - Al A
57 2R EERRENL £ E-AIPLL 3 AIPL L-related AIPL1 g @ rAFE 1/409
¢ : WA HWEL
58 |FESEGK - FRgE Choreoacanthocytosis VPS13A 4 A <1/500
B4 R M
59 (M p T LR Chronic granulomatous disease CYBA W j'Lég B > AFE 1/224
B 4 FYE M A 45 <1/500
60 |Citrin #* £ Citrin deficiency SLC25A13 Wi ;; B j:\ j’ UeE
R __;
) . i . B4 d R rAFE 1/119
61 |k Citrullinemia ASS1 =
VRER S i3 T 1/132
WA /e
62 |A qF PUF) N g iE Cockayne syndrome type A ERCCS8 g @ © > AFE 1/822
Cockayne syndrome type B; WA REN E i 1/500
Al ru
63 |BAFFATEGH DeSanctis-Cacchione syndrome ERCCE by p oA 1/74
B, 4 R RE M
64 |FEFE&x Cohen syndrome VPS13B Wi 2 g a5 > AFE <1/500
: : L s e
65 P2 AP-BiR Combined malonic and methylmalonic aciduria ACSF3 2 = > A <1/500
. Combined oxidative phosphorylation deficiency, A d et
1L L4 A A <
66 |¥ AR 4 A p-CEML 3] GFM1-related GFM1 21 =1 1/500
. Combined oxidative phosphorylation deficiency, A d prEld
1L L4 A A <
67 |§ A 4 4 2 -TSFM 3 TSFM-related TSFM 2 =1 1/500
: L - AT R
68 |TELHEERELRE-27 Combined pituitary hormone deficiency 2 PROP1 2 > AFE 1/45
. L - AT RIS
69 |TELMEES L E-3I Combined pituitary hormone deficiency 3 LHX3 4 P 1/45
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70 % r‘i%’“ _Pbsﬁug 4% Congenital adre_ngl hyperplasia due to 11-beta CYP11B1 i | ?g i [ 1/158
-11b g iv pRak 4 g hydroxylase deficiency 3@
J b i 4 - i i - - W g RHEE M
21 % ]ji%"_}bsﬁgg 4B Congenital adre_nql hyperplasia due to 17-alpha CYP17A1 L1 | ?P_ A > 1/500
-17a 5 fv pFad & hydroxylase deficiency 3@
. Y ,:" . H 1 @JT P 5 @JT K,?_: jl'
- % %‘ri%";j WH 2R Congenital adrenal_h_yperpIaSIa due to CYP21A? %s_,ﬁ’bv ?s. Y e [ 1/61
21 @iV AR Ak 4 21-hydroxylase deficiency 3@
. Y ,:" . H 1 @JT P 5 @JT K,?_: jl'
73 % :E‘f'i%"f WH 2 Congenital adrenal hyperplasna due to N HSD3B2 %7’1@‘ ?ﬂ i [ <1/500
-3b =2 i AR AR 4 3-beta-hydroxysteroid dehydrogenase 2 deficiency 3 @
: : . WA I I
74 |AxAPBPREFwiede [ F&Lg Congenital amegakaryocytic thrombocytopenia MPL 41 ER 1 1/102
. : WA I IS
75 | pE@EAtE :@-1513!'] Congenital disorder of glycosylation type la PMM2 41 PAFE <1/500
. : WA I I
76 | pE@EATE :@-1b§] Congenital disorder of glycosylation type Ib MPI 41 PAFE <1/500
. : WA I I
77 |RxpE@EAtE F-1c3l Congenital disorder of glycosylation type Ic ALG6 41 PAFE <1/500
: , Congenital hyperinsulinism; L e
A A Mg > ) . A 1/423
8 XA AL mﬂ%;}‘}% Permanent neonatal diabetes mellitus KCNJLL 3 @ S
, : - Wi Mgl
79 |2z ;pc-sﬁun_gﬁ it g -DUOX2 4 Congenital hypothyroidism, DUOX2-related DUOX?2 4 < P 1/366
, : . Wi el
80 |z @ ;pc-sﬁun_gﬁ it JE-DUOXA2 #) Congenital hypothyroidism, DUOXAZ2-related DUOXAZ2 41 < PAFE <1/500
, : . Wi MEl
81 |z ;pesﬁun_gﬁ it JE-TSHB ] Congenital hypothyroidism, TSHB-related TSHB 4 < P 1/500
o : WA MEH
82 |AxMASBEKkLElR Congenital ichthyosis TGM1 4 P 1/224
\ o . o . . L e
83 |AXAPRFE AP LERAR Congenital insensitivity to pain with anhidrosis NTRK1 4 PAFE <1/500
: : WA HEH
84 |4 X Hwvg 4 7 i3 3¥-CHRNE 4] Congenital myasthenic syndrome, CHRNE-related CHRNE 4 P 1/408
. . Congenital myasthenic syndrome, RAPSN-related; WL d prEl
Mvg 4 B - il .. ] A & <1/500
8 |A AR miEE-RAPSN Fetal akinesia deformation sequence RAPSN 3 @ S
: : WA MEH
86 |&£= .rg_%":},ia:};gﬁ; #-1 4 Congenital nephrotic syndrome, type 1 NPHS1 4 P 1/289
: : UL ed
87 |&£= P Fop R 5 #¥-2 3 Congenital nephrotic syndrome, type 2 NPHS2 4 P 1/289
: A WA WAL
88 | ML REE LIFHEIF Congenital secretory chloride diarrhea SLC26A3 41 < PAFE <1/500
: WA WAL
89 M ANP AL HE Corneal endothelial dystrophy SLC4A11 4 < PAFE <1/500
: : . WA WAL
0 |AF@m° A @RI Corticosterone methyloxidase deficiency CYP11B2 4 = PAFE <1/500
B g Y EE M
91 |Costeff ;5 i& #¥ Costeff syndrome OPA3 K ;; S8 2A <1/500
: . WA HWEL
92 [ PpBRARBHE Crigler-Najjar syndrome UGT1Al g @ > AFE <1/500
- : A RE > A fE 1/32
- CFTR
93 |k Cystic fibrosis g T Y
8 3 3 3] K‘_§l +
94 |wkimptd g Cystinosis CTNS %%jgwh 2A 1/158
: : : - s WEs
95 |D-fEF v LR D-bifunctional protein deficiency HSD17B4 g = PAFE 1/158
: : : - WA I WEML
96 |z & mi3Epsem § pv(E3)# L Dihydrolipoamide dehydrogenase deficiency DLD g @ = PAFE 1/500
: - - A WEls
97 |z Evpermiprerin Dihydropyrimidine dehydrogenase deficiency DPYD e < ER ] <1/500
: : A WEs
98 [ X & iv7 2m-57 Dyskeratosis congenita type 5 RTEL1 g @ © > AFE 1/500
WA e
99 |pEA PR & £ p-POMTL 3 Dystroglycanopathy, POMT1-related POMT1 4 S 2AHE 1/290
R : s e
100 |4 4 A f3p ke Dystrophic epidermolysis bullosa COL7Al 2 > AFE 1/196
» - ST e _ H 8 3 g 1] K%I o3
101 9?-& ‘3‘»:1 3 ,! ¥ B 34 31 Ehlers-Danlos syndrome, Dermatosparaxis type ADAMTS? i | ?E F e > 48 <1/500
Tk - \piE VIIC 3
, . v ot e K 1e 4 Ehlers-Danlos syndrome with kyphoscoliosis, A d prEld
i R L T R A PLOD1 LB 1/159
102 | #h 8- i - R F L 18 - PLODL 3 PLOD1-related @) g Eni i
Ellis-van Creveld syndrome, WL S AR
103 | I fF < g i ¥-EVCT EVC-related; Weyers acrofacial dysostosis, EVC- EVC =7 4 g e PAHE 1/142
related =
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Ellis-van Creveld syndrome, EVC2-related; Weyers WL ¢ RETE
104 & 4l iF < g & ¥-EVC23) acrodental dysostosis, EVC2 = " ;; = A 1/240
EVC2-related =
Enhanced S-cone syndrome; FoLd RrEl
-3 M- ) = N A
105 | 47ed & RL-37 1 Retinitis pigmentosa 37 NR2ES BB =R 1/209
: Bad Wil
106 [z &7 = p&ﬁ?&yﬁa% Ethylmalonic encephalopathy ETHE1 g @ = > AR <1/500
W, g RHE M
107 |%L+-&e F3 840 Factor XI deficiency F11 gﬂﬂ}bjfg L R 1 1/500
¥, g R E M
108 |goEprp il mst i B Familial dysautonomia ELP1 R J; Bl > 1/300
- . L e
109 |[§3%&%% % %i8 5 g-ABCCS 4| Familial hyperinsulinism, ABCC8-related ABCCS38 g @ = > AfE 1/112
- : L el
110 |gXEHP ¥ ﬁé‘n}?‘:, Familial Mediterranean fever MEFV 41 = PAFE 1/20
¥, g R E M
111 |Fanconi % £ 5 A ] Fanconi anemia group A FANCA %4%?; A1 ESR ] 1/239
¥, g R E M
112 |Fanconi % g4 C % Fanconi anemia group C FANCC ok EE S A8 1/535
Y, g R E M
113 |Fanconi % #4 G % Fanconi anemia group G FANCG gﬁ%jg L PAFE 1/632
Y, RbE M
114 |u¢ 4@ is Fumarase deficiency FH 1 ;; B [ <1/500
S : - Wi MEl
115 |2 ' ppe s Lo Galactokinase deficiency GALK1 4 o 2AH 1/110
. : - WA I RIS
116 (2R fpest Lo Galactose epimerase deficiency GALE g @ = rAFE <1/500
Y, g RbE M
117 | e i Galactosemia GALT %”}‘Ljf; S PAFE 1/110
Y, RbE M
118 |3 2 1 Gaucher disease GBA %”}‘Ljf; B PAFE 1/77
: P . : L e
119 |(Gitelman = g ik ## Gitelman syndrome SLC12A3 4 P 1/100
. . L e
120 |BE R BT =ARBIE LR Glutamate formiminotransferase deficiency FTCD g @ = PAFE <1/500
Y, g BB M
121 | Nz B AoRE-1A 3] Glutaric aciduria 1A ETFA W ﬂib;; a5 2A 1/500
Y, g RBE M
122 | X = g ARe-11B 3] Glutaric aciduria 11B ETFB %”}‘L;; a5 2A 1/500
. . W4 AR > AR 1/250
123 | AN - @ AgE-1IC F Glutaric aciduria 11C ETFDH =
fi& AR IE Al gt Y EE 1/74
Y, g BB E M
124 | A = peFog-l 3] Glutaric aciduria, type | GCDH %”)‘Ljf; B P 1/87
P AL o R . WA SRR
125 - AMT = A f& 1/373
AMT 2 Glycine encephalopathy, AMT-related 2 A A
2t 7 BRAL o . Y 5 RYE M
126 ] GFED%ZTI R Glycine encephalopathy, GLDC-related GLDC Tt 1;; A > AFE 1/193
: A REs
127 PFpEHE s = 3l Glycogen storage disease 1V GBE1l ’ g @ = > AFE 1/387
: A REs
128 PFE#HFREF =T Glycogen storage disease type 111 AGL ’ g @ = > AFE 1/158
: A RE
129 (" FERMFARES T 3 Glycogen storage disease type V PYGM ’ g @ = P <1/500
: A REs
130 (@RS = 73 Glycogen storage disease VII PFKM ’ g @ = P <1/500
: A HEs
131 [**ERHAES 1A F) Glycogen Storage disease, type la G6PC ’ g @ = > AFE 1/177
: A iy
132 @M E % 1b 3 Glycogen storage disease, type Ib SLC37A4 ’ g @ = > AFE 1/158
- - L WEN
133 Afle peAe RSk L Guanidinoacetate methyltransferase deficiency GAMT 4 ~ 2AFE 1/371
: : s e
134 | § Siephpp ph i vepF 4k 4 Gyrate atrophy of choroid and retina OAT g = P <1/500
W, g RhE M
135 |w 3 S Hartnup disorder SLC6A19 W T'}Lﬁ ?g S ER: 1 1/87
: A WEL
136 |= 4B Ak E-2A 3 Hemochromatosis, type 2A HJV a2 A fE 1/500
W, g RHE M
137 | 4B Ak -3 3l Hemochromatosis, type 3 TFR2 A " ?g Bl PAFE <1/500
0 % 3RS DNA 4 B ik ¥ Hepatocerebral mitochondrial DNA depletion LA L Y
1 MPV17 > A F <1
38 | mpv17 ) syndrome, MPV17-related i =t 500
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139 [ @M FERs T 2 Hereditary folate malabsorption SLC46A1 4 rAFE <1/500
. : . WA HEL
140 | @ %87 @ Hereditary fructose intolerance ALDOB q >AFE 1/122
. WA I I
141 |[Hermansky-Pudlak ;e i& #-1 4] Hermansky-Pudlak syndrome 1 HPS1 2 > AFE 1/354
. WA I IS
142 |Hermansky-Pudlak 3t i #-3 4] Hermansky-Pudlak syndrome 3 HPS3 2 A fE 1/354
1a s L R - WA RES
143 |3 g M i i Holocarboxylase synthetase deficiency HLCS 2 > A 1/500
Homocystinuria due to Wi gl
144 o BiehE B s S . B = > A fd 1/224
R cystathionine beta-synthase deficiency CBS 3 @ S /
AR R - 2 4 n IBH B inuria- i i i B 4 FBE M
L5 'y *ﬁ";_ RE-E* et Homocystinuria-megaloblastic anemia, cobalamin E MTRR %4‘ ?.a Y e > 48 <1/500
-cobalamin E #) type 3@
. WA I I
146 |Hydrolethalus & i ## Hydrolethalus syndrome HYLS1 4 @ A <1/500
., - v 1o s e Hyperimmunoglobulinemia D syndrome; Mevalonate AR L el
IR : b - 9 ym A BEES 42 b . o A <
147 B BRIy g DR, "5 SREPRELE Kinase deficiency MVK g @ rAFE 1/500
e ) 2o . , Hypermethioninemia due to WA I
R w4k l42 F 9 FioRAl o s : : - = A <
148 T Jrpe - L3IACK T AR A adenosine kinase deficiency ADK BB =R 1/500
Hypermethioninemia due to deficiency of WL & RE
149 |3 9 FRoRp W SORF X g kAR R L S-adenosylhomocysteine AHCY =7 " ;; D PAFE <1/500
hydrolase =
£ 2o _ » _ "\8"" ‘aﬁl%-b: 1‘ s2 s 1‘ - - in_ in_ ﬁf‘g ﬁ‘%'i
150 r‘%‘ EEB-B g -% AMBEESEEEHHHEZ Hypergrmtf_nnemla hyperamm onemia SLC25ALS %4\ ?g A [ <1/500
3) homocitrullinemia syndrome (Triple H syndrome) BB
N WA MEH
151 By %= 3 Hyperprolinemia type |1 ALDH4A1 41 PAFE <1/500
s e Hypogonadotropic hypogonadism, oL d prEl
‘ = T Jr - il A
152 f'g‘_ﬂﬁg it KT e -GNRHR 4 GNRHR-related GNRHR g @ rAFE 1/347
R Hypomyelinating leukodystrophy, POLR1C-related ; L e
S _ E-1 ) A <
153 |Treacher Collins *% g & #-POLRIC 3 Treacher Collins syndrome - POLR1C-related POLRIC 3 @ S 1/500
8 5 B2 M
154 | M BHE B B e Hypophosphatasia ALPL wA ;; as ERS: 1 1/158
L Inclusion body myopathy WA WIS
ST B Ul > A <
195 | & i agrp T # type 2 (Nonaka myopathy) GNE 3 @ = 1/500
s e a g : WA WIS
156 |74 24 EdhEF ¥ 2 2 Infantile neuroaxonal dystrophy PLA2G6 4 > AFE 1/500
, . : AL RE A 1/167
157 A Isovaleric acidemia IVD =
P ARKS R 3@ i 1/407
s ax WA HEL
158 |Joubert = jx iE #-2 7| Joubert syndrome 2; Meckel syndrome 2 TMEM216 2 >AFE 1/141
¢ v Joubert syndrome 28; Meckel syndrome 1; Bardet- oL d RrEl
% s E 2y A ] A
159 |(Joubert = g ik #¥-287) Biedl syndrome 13 MKS1 2 > AFE 1/260
s Joubert syndrome 4; WA F I
X EERE-4 A ) .. A
160 | Joubert % s i -4 I Senior-Lgken syndrome 1; Nephronophthisis NPHPL 3R S 1/480
. g WA I MEML
161 |(Joubert = jJr i #-AHI-1 7] Joubert syndrome, AHI-1 related AHI1 2 A A 1/448
. g WA I HMEL
162 |(Joubert = jJx & #-ARL13B 4] Joubert syndrome, ARL 13B related ARL13B 2 > AFE <1/500
: , Junctional epidermolysis bullosa, LAMA3-related; L el
> A SR 23 L1 P A = A
163 |3 & 3% A B R kpe gz -LAMAS 1l Laryngo-onycho-cutaneous syndrome LAMAS 3 S 1/781
, : : : s WEls
164 (4 & 31 & A 3 f3-Rpe g -LAMBS3 7] Junctional epidermolysis bullosa, LAMB3-related LAMB3 2 A HE 1/781
, : : : s WEs
165 (4 & 31 & A 3 f3-kpe g -LAMC2 3] Junctional epidermolysis bullosa, LAMC2-related LAMC?2 2 A HE 1/781
< L o . A WEls
166 |Krabbe < j& (Fk w7 *ad F 4 % ) Krabbe disease GALC 41 P 1/158
. —— PP TR LI
167 | o &% R ERE-21; § % BRSO L-20 7 Iz_gber congenital amaurosis 2; Retinitis pigmentosa RPEGS ’gﬁﬂi‘jfg F e > A4 1/228
o : : WA HES
168 |# A kx4 2 g -57) Leber congenital amaurosis 5 LCAS 4@ rAFE 1/500
' is 8: initis pi B, 4 RYRE M
169 % oS £ % 2 BR8], ¢ # HARREL-12 7 '1‘26 ber congenital amaurosis 8; Retinitis pigmentosa CRB1 W g ?g S > 48 1/104
o : : WA HES
170 [® i A X & B B -13 4] Leber congenital amaurosis type 13 RDH12 a2 A fE <1/500
Leigh j i #-SURF13]; Leigh syndrome, SURF1-related ; s e
171 : : RF1 A F <1
#EFHEA G2 F X $E-SURFL 3] Charcot-Marie-Tooth disease, SURF1-related SU 3@ =t 500
B 4 ROE M
172 |Leigh jt i #-complex IV (COX) p#4* £ Leigh syndrome with Complex IV deficiency LRPPRC wi 2 ?; A1 > AFE 1/447
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173 |R>L I PP L R Lethal congenital contracture syndrome 1 GLE1 oL > A <1/500
4w t
. e sy : . _ BT RUTEM
174 |* % ?*},ia gy T4k Leukoencephalopathy with vanishing white matter EIF2B5 41 e PAFE <1/500
. : : oL d RrEl
175 [ F)yep £ & g -2A7) Limb-girdle muscular dystrophy type 2A CAPN3 Lo > A <1/500
4w t
- , : 4 MEN E A <1/500
176 |3 q|vepg & £ x-2BF Limb-girdle muscular dystrophy type 2B DYSF L
F]pep fE-2B3 g ystropny typ i3 P& 1/332
- : : WA I I
177 |3 ¥ q)yep £ % x-2CH) Limb-girdle muscular dystrophy, type 2C SGCG 4 © PAFE 1/381
. : : L d RrEl
178 [ F| g & #Fp-2DA) Limb-girdle muscular dystrophy, type 2D SGCA o >AH <1/500
4 t
. : : L d RrEl
179 [ F)vep & &g -2EF) Limb-girdle muscular dystrophy, type 2E SGCB o > A 1/500
4 t
. : : L d RrEl
180 [mF F|vep 4 & p-2FF) Limb-girdle muscular dystrophy, type 2F SGCD o >AHE <1/500
4 t
s A pep & % -2HA]; Bardet-Biedl = g i #¥-11 |Limb-girdle muscular dystrophy, type 2H; A REN
181 Y Bardet-Biedl syndrome 11 TRIM32 3 @ S <1/500
. L — : . B RHE N
182 g A X BT Hﬁi%;‘ T A2 Lipoid congenital adrenal hyperplasia STAR g @ R ;1 <1/500
8 4 RbE M
183 |& HAT4 257 % B Liver failure, acute infantile TRMU %ﬁﬂ}bﬁ?; S PAFE <1/500
. q . N s s e Long-chain ‘ j
ZH NPV RILIEE L - 53 A 2 e B, g REE M
184 " o dd S L2 RSB EARE PRk L 3-hydroxyacyl-CoA dehydrogenase (LCHAD) HADHA 0 EE B A FE <1/500
b deficiency; Trifunctional protein deficiency =
, < . . WL d prEl > AFE <1/500
185 |Lysunyruc 3-v Hafx # % Lysinuric protein intolerance SLC7A7 Lo
ysunyruc F-v 't T y P 4 i A 1/119
A g . . . .. A RYEM
186 |3 peRipe iy peak Lo Lysosomal acid lipase deficiency LIPA 4 PAFE <1/500
s R
187 (R s &y £ 2 x-CHST6 7 Macular corneal dystrophy, CHST6-related CHST6 o > A 1/79
4 t
i i 8 g B2 M
188 |4 o-la 7 L\)/llséollzsyrup urine disease BCKDHA i 1;; £ >4 1321
i i 8§ B2 M
189 |m#% F-1b 7 xsg"lebsyr“p urine disease BCKDHB wA " E‘ as [ 1/364
i i 8 g R M
190 |48 A-11 3 xsg"ﬁ Syrup urine disease, DBT wi 5;; S [ 1/481
. . 8 4 B2 M
191 |Meckel % Joubert = & i & Is\gllf]gl:ilrﬁgndrome 5; Joubert syndrome 7; COACH RPGRIP1L %ﬂ’bé?‘; £ > AHE 1/259
. . Medium-chain acyl-CoA dehydrogenase (MCAD) WA I REN > A 1/69
192 |7 4Py skpe 3 i 2 .. ACADM =
by e d & PR LR deficiency i g LI 1/198
. . Megalencephalic LI REM
L R 513 s TEMEE - A : : = A
193 |EFarray ?}Fﬁ M AT RET - leukoencephalopathy with subcortical cysts MLCL 3 @ = <1/500
. g g : s WE
194 (R &P o Fi¥ivp Metachromatic leukodystrophy ARSA s > AFE 1/100
4 t
. e s R Metachromatic WA F I
-b # | 5 > e 7 givs . . . =
195 |saposin-b # £ 515 A Ao Tt leukodystrophy due to saposin-b deficiency PAP b1 S <1/500
i i . VL d RYrEM A 78 1/195
196 |7 A{F = g E-MUTH Methylmalonic acidemia, MUT-related MUT %‘”'}L‘ ?ﬁ B =l
L LN 1/53
: : : H H 8 4 B2 M
197 |® B = pts g o B % 9%p % g -cb1C 3 mféhf;sealon'c aciduria and homacystinuria, MMACHC A ;; S [ 1/134
. — S 3 A8
198 |® B 75 - fts g o B B 9%p % 7 -cb1D 3 ngéh{;r;ealomc aciduria and homacystinuria, MMADHC wH iy mRE 248 | <1/500
H H : 1 1 113 3 3] K_‘_%I 4
199 |9 A5 - s & & B %R g -CblF 4] x)tlelt:htillrr;alonlc aciduria and homocystinuria, L MBRD1 %ﬁﬂ’bj?‘; AL > <1/500
H H : 1 1 113 3 3] K_‘_%I 4
200 |9 AP - B g ® B BORK L E-cbld 3 mquillgzalomc aciduria and homocystinuria, ABCDA %aﬂ’bj?‘a e > 48 <1/500
, L s WEs
201 |® A7 - e g-cblAF) Methylmalonic aciduria, cblA type MMAA P > A 1/301
P - 3@ 1
, L s WEls
202 |® A7 - s g-cblBA) Methylmalonic aciduria, cbIB type MMAB N > A 1/435
f R 4 i
. . ., : - AT R
203 (" AP - RERKI ARV LE Methylmalonyl-CoA epimerase deficiency MCEE q A <1/500
W g RYE M
204 |/ PR Microphthalmia, isolated 3 RAX g’“'i;;g Bl > AFE 1/289
: . : s e
205 |[/] Px3E Microphthalmia with or without coloboma VSX2 a2 A fE 1/91
, ) : , Mitochondrial complex I deficiency (Leigh ‘ B
o h 4 % A T
206 i;)f‘le*i nggéegll # Z gz (Leigh 3 % syndrome), NDUFAF5 WA ;; & ER ] 1/447
i NDUFAF5-related =
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# s 4 Complex | # £ 5 (Leigh 2 i Mitochondrial complex I deficiency (Leigh W ¢ R
207 #)-NDUFAF6 7 syndrome), NDUFS6 2 rAFE <1/500
* 2 NDUFS6-related =
R PO RR Y R Mitochondrial myopathy and A RrEN -
08 |1 e =X sideroblastic anemia 1 PUST 4@ E A <1/500
f ot g a2 o : . Mitochondrial neurogastrointestinal encephalopathy oL d RrEl
FF WE "3 ‘' g 3@ 3 ORE RY s SFE WE . = N A
209 |[MNGIE g i#E Ry $5 % @ B iEH (MNGIE) disease TYMP q >AFE <1/500
. Mucolipidosis 111 alpha/beta; WHd WEL
B - = A _ N A
210 (A% ¥ = 3]4c¥ = 3)-alpha/beta Mucolipidosis 11 alpha/beta CNPTAB 4 i = <1/500
. Wi Mgl
211 |&k%q 3 % = A)-gamma Mucolipidosis 11l gamma GNPTG q @ > AR <1/500
8 g RhsE M
212 |gpr i e A Mucolipidosis IV MCOLNL R jf; B ™ 1/300
e a1 Mucopolysaccharidosis 1A AR L el
5 k- ! w = > A
213 |&k % pEE-3A A (T =f14p S ) (Sanfilippo syndrome A) SGSH 4@ > AR 1/454
e a1 Mucopolysaccharidosis 111D AR Yl
5 k- ! w = > A
214 |&k % pEE-3D A (¥ =f14p <) (Sanfilippo syndrome D) GNS 4 @ > AR 1/500
B Mucopolysaccharidosis IVA oL d RrEl
EA S - V&= -y Q A
215 |4k % PE-4A A (X 2 % R (Morguio syndrome A) GALNS 4 2AFE 1/224
a1 Mucopolysaccharidosis type 111B (Sanfilippo A REM > A fA <1/500
216 % BEE - | (B = %3 NAGLU
35 38 A= S 8) syndrome B) L i % 1/298
a1 e Mucopolysaccharidosis type 111C (Sanfilippo WL d RrEl
FA e - 1 K . A
217 |4k % pER-3C 3 (T =114 %) syndrome C) HGSNAT 4 ERS 1 1/434
GLB14p M 5 5 - Ghl;ligg)gﬂﬁ;::cgf:?rrigigi; type IVB s WE
21 -3k % O - | (B 2 %N i LB1 A A 1/134
8 z:&' ::FV%}E 4B UG EEtE) (Morquio syndrome B) G 3 @ =R 13
-HEEH REMARE i0sidosi
- GM1 gangliosidosis
. Wi el
219 (& % -9 ) Mucopolysaccharidosis type 1X HYAL1 4 e PAFE <1/500
: s Mucopolysaccharidosis type VI WL d prEl
5 0EE-6A1(8 23 —F F X = X
220 (&b %P6 AN(B BFE —P K Lg) (Maroteaux-Lamy syndrome) ARSB g @ > AR 1/250
i i 8 5 B2 M
221 |4 % pE-7 A \'\;'ITCOpO'ysaCCha”dOS'S type GUSB wA @g as [ 1/250
p Mucopolysaccharidosis, type | oL d prEl
% -1 A (T ¥ X = A <
222 |4k % EER-1 S g) (Hurler syndrome) IDUA 4 2AFE 1/500
: ., : : WA R
223 |5 HERRGHE Multiple pterygium syndrome CHRNG 2 > AFE <1/500
: - : - WA HEL
224 | 5B MR LR Multiple sulfatase deficiency SUMF1 g @ > A 1/500
, . Muscular dystrophy - dystroglycanopathy, WL d RrEl
U b L = Rl P Joc A 2
225 [vup & HppE A ¥ 4 e FKRP ) FKRP-related FKRP g @ > AR 1/158
o Muscular dyst!’ophy - dystroglycanopathy, W ¢ R A B <1/500
226 [#vp % K ppEA e # i # R FKTN 3 FKTN-related; Fukuyama FKTN g @
congenital muscular dystrophy = p 1/82
, ., Muscular dystrophy - dystroglycanopathy, L e
s U5 2 AP N Al A
227 |pvp & REpEA T # KaPOMT2 4 POMT2-related POMT?2 4 > A fE 1/371
, ., Muscular dystrophy - dystroglycanopathy; L e
3 L g Ak e iR d D q . A
228 |uR A RgEpER T2 R Sk S § R4 76 Retinitis pigmentosa 76 POMGNTL i 0 =4 1/462
Muscular dystrophy, s WEs
P A A <
229 |»vp £ &£ E-LAMAZ2 7] L AMA2-related LAMAZ2 4 A 1/500
‘ . N-acetylglutamate synthase B¢ Mg
- BALE MREE A 4% 5 A
230 [N-z Fp#EoRpt & S pvik L g deficiency NAGS 4 > AFE <1/500
8 g R e M
231 |k R % Nemaline myopathy NEB %”'}‘Lj?; Ss A 1/112
8, 5 R RE M
232 | RAH g Nephrogenic diabetes insipidus AQP2 %ﬁﬂ}‘bjg B rAFE <1/500
HEAERRBTTF R I Neuronal ceroid lipofuscinosis, A LM .
23 -CLN3 3| CLN3-related CLN3 A e 1 1/230
HEAERRBTTF R I Neuronal ceroid lipofuscinosis, A LM .
<
234 -CLN5 ) CLN5-related CLNS 3 @ =41 1/500
HEAERRBTTF R I Neuronal ceroid lipofuscinosis, A LM .
<
235 -CLN6 7 CLNG6-related CLNG 3@ =41 1/500
g AW T E A R Neuronal ceroid lipofuscinosis, WA I HEL .
<
% |cing 1 CLN8-related CLNS 4@ ER ! 1/500
g AW T F A R Neuronal ceroid lipofuscinosis, WA I HMEL .
<
3" |-MFsDs 1 MFSD8-related MFSD8 g ER ! 1/500
HEARBEREBTITEAR I Neuronal ceroid lipofuscinosis, A HE .
238 -PPT1 3] PPT1-related PP il =R 1/368
g AW T F A R Neuronal ceroid lipofuscinosis, WA I HEL .
239 -TPP1 | TPP1-related PPl {9 =R 1252
- _Pick di TEE L
240 |% g = -A/B 1 sllggnﬁg Pick disease, SMPDL1 %Eﬂ’big?‘; 1 o 1/950




B A E RS

# ¥

PR A Pl i
FEEAECHEMAR  FF R 274 AGAHEPET IV OBFLF L FELAKEE

3aF-230R 5 AR FH Bk

A EAE(T %)

Ao LA )

Niemann-Pick disease,

WA HEL

241 |2 % T 5 E-Cl 3 type C1 NPC1 4 ER -] 1/194
. Y 5 B 4 R M
242 |R g ™ 33-C2 3 E{'S;nggn Pick disease, NPC2 WA i;; S [ 1/194
" . . WA HEL
243 |Nijmegen %74 e ik ¥ Nijmegen breakage syndrome NBN 2 > AFE 1/158
raEYE OERE Non-syndromic hearing loss, MYO7A-related; Usher . o L A 1/206
244 MYOT7A B4 REME
-MYOT7A 4]; £ & X% &5 1B ) syndrome, type 1B WOk MR i 1/62
A HEd dERRB . : RL 4 HE
24 N d h loss, OTOF-related OTOF ) > A FE <1/500
5 | OTOF onsyndromic hearing loss g > A F
A EE R LR Non-syndromic hearing loss, . P
PCDH1 U, RYRE MR > A FE 1/395
240 -PCDH154]; * & <3 & % 1F 4] PCDH15-related; Usher syndrome, type 1F CDHI1S WS WELL R =t
g EReHERR Non-syndromic hearing loss, . P
H1 B 4 RHEE M R > A fd 1/353
241 “USHIC 4]; * 2 * 3% & & 1C 4 USH1C-related; Usher syndrome, type IC USHIC WA WELAR =t
p iR B HE B prEeig g/t > A fE 1/42
248 G?Bl;%?i]i B Nonsyndromic hearing loss, GJB2-related GJB2 wA gj‘ Wﬂujf ;_f BIE =
- 3 S & /e B 1/148
s igdEHd BPRB . . WA e /g
249 Nonsyndromic hearing loss, GJB6-related GJB6 ) A F& 1/423
-GJB6 I y ' 'ng 4w @ =1
2E 2 XA & @, 2 . . é’r:“g é’rngli
250 L(};I);T—I%Slﬁ lﬁf BALRR Nonsyndromic hearing loss, LOXHD1-related LOXHD1 A ﬁ?; B >4 1/500
B , WA HEH
251 | P % i 3¥-RAGL A Omenn syndrome, RAG1-related RAG1 41 > A 1/137
B , WA MEH
252 %P % i 3¥-RAG2 A Omenn syndrome, RAG2-related RAG2 41 > A 1/137
. WA MEH
253 |3 F A 2% A A Osteogenesis imperfecta, type VIl P3H1 " > A <1/500
i B
. Wi el
254 | % ¥ # i g-TCIRG1 3 Osteopetrosis, TCIRG1-related TCIRG1 2 > AR 1/250
: . Pantothenate kinase-associated AR L el
255 LR RPOEFER MMLA DL AR neurodegeneration PANKZ o # fg T = 1/289
< , R4 R > A A 1/80
256 g TE R Pendred syndrome SLC26A4 .
Pendred = j i % y i i1 1/74
. L A Fe e 3 o ) ) o W 3 L g Ry ‘_;3_5 :':l'_
257 Sﬁi ',j’pq PR A A A Peroxisomal acyl-CoA oxidase deficiency ACOX1 %‘”)L‘ ?‘”‘ S A FE <1/500
UL $ B
, . Phenylalanine hydroxylase deficiency A REH > A fh 1/93
T ARCE(ED M re B VARt 5 ) PAH
258 \FPR AR (% P ORRE A Ak L) (Phenylketonuria) B g e i 1/59
_ . WA MEH
259 |ERpL & iRk L Phosphoglycerate dehydrogenase deficiency PHGDH L *AHE <1/500
i [ 3
EH I EMETE i Polycystic kidney disease, A REM
g PKHD1 A F& 1/70
260 -PKHD1 7] PKHD1-related i 1 =1
. : L MEN > A fE 1/100
261 LR (TR RE AR - ¥ Pompe disease GAA =
BE NRECFRESESY - ) pe di 3 N 1/112
. W g RYEE M
262 |Hfi%sel % T A 2-1A7 fyop';tiCAerebe"ar hypoplasia VRK1 " i;; S >4 <1/500
. W g RHEE M
263 |H-l %e% T 3 2-1B7 fyopgti‘grebe"ar hypoplasia EXOSC3 WA i;; S [ <1/500
. W g RHEE M
264 |H%-l E T 3 267 fyop';t‘gcerebe"ar hypoplasia RARS2 Wi i;; S > 448 <1/500
. W g RHEE M
265 |47l %% T 3 2-2D7 fyop';t‘;‘grebe"ar hypoplasia, SEPSECS Wi i;; S [y <1/500
. . Postnatal progressive s WEls
BB M 5L RE R & P K 4 i ) : ) A 44 <1/500
266 (A 1SEBE R EDERE BEH microcephaly with seizures and brain atrophy MED17 ] =t
RS Fh Primary ciliary dyskinesia, WA WAL
DNAH5 A F& 1/142
267 -DNAHS5 ] DNAH5-related i 1 =1
RS Fh Primary ciliary dyskinesia, WA WAL
DNAI1 A F& 1/230
268 | bNAIL A DNAI1-related i =1
RS Fh Primary ciliary dyskinesia, WA WEL
DNAI2 A F& 1/447
269 -DNAI2 7 DNAI2-related 3 @ =t
RS Fh Primary ciliary dyskinesia, WA WEL
DNAL1 A Fa <1/500
210 -DNAL1 %) DNAL1-related 3@ =41
REBEL FTHHBER Primary ciliary dyskinesia, type L Rl
CCDC39 A 4 1/211
ZZE N o 14 4 @ =
S WERT & T L K i ili i i B4 ¢ HW'E
979 REHBELEFFRRE Primary ciliary dyskinesia, type CCDC103 i | ?z EE > 1/316
-17 A 17 i1
5,' ‘;‘C ‘E > 2 - ap - - ﬁf‘é' ﬁl%li
273 REHBELEFFRRE Primary ciliary dyskinesia, type CCDC151 i | ?z EE [y 1/365
-30 30 i3
: : L el
274 |R3 L X B ki Primary congenital glaucoma CYP1B1 o > AFE 1/50
F 3 g
. : WL el
275 |RFER I EP FoE-13 Primary hyperoxaluria type 1 AGXT >AFE 1/120

gL
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: : : Wi Mgl
276 |R#F B X R fog-23) Primary Hyperoxaluria type |1 GRHPR 4 P <1/500
: : : Wi el
277 | B3 X R -3 Primary hyperoxaluria type 111l HOGA1l g @ > AFE 1/184
Progressive external ophthalmoplegia;
-y Alpers-Huttenlocher syndrome; Ataxia neuropathy WA d L lE
BB 4} < Uk = N A
278 | BHEML A RV spectrum; Myocerebrohepatopathy syndrome ; POLG 3 @ =R 1113
POL G-related disorder
8 5 RbsE M
279 [ FIEPIFR B E g Progressive Familial Intrahepatic Cholestasis ABCB11 R ;; S ESR ] 1/112
. ] Propionic acidemia, WA I I " 4
280 |/ pes J£-PCCA 3] PCCA-related PCCA B g S 1/224
. ] Propionic acidemia, WA RESL " x
281 |p g g-PCCB ) PCCB-related PeeB ] = L2z
8 4 RhsE M
282 |&BHEAF A 2 Pycnodysostosis CTSK 1t ji; e > AR <1/500
S Pyruvate carboxylase B RHE N
L 1L fig 3k 5 o N &
83 |FmpEitpEaly deficiency PC 3 =4 1/250
e Pyruvate dehydrogenase L e
i R - i+ 2 . = A <
284 |Fpppa@s & pF El-betadr 2 J E1-beta deficiency PDHB g @ > AR 1/500
. Renal tubular acidosis with oL d RrEl
"ﬁﬁ ‘a‘] 23 g J.:]. 38 2 <
285 %] PR F g2 B deafness ATP6V1B1 4 A 1/500
: . Wi MEl
286 |ARLCd % W E-257) Retinitis pigmentosa 25 EYS g @ A 1/66
o 4 e
287 (AR % B 1-26 ) Retinitis pigmentosa 26 CERKL ’ 2 = A8 1/148
o L e
288 AL d % % 4-28 7 Retinitis pigmentosa 28 FAM161A ’ 2 = > AFE 1/296
: o WA HEH
289 |AReEJ % $-59 F Retinitis pigmentosa 59 DHDDS 4 e R ;] 1/296
Retinitis pigmentosa, WL d prEl
) ™ - A A
290 |5 d 3 #H-CNGALA) CNGALrelated CNGA1l g @ rAFE 1/210
Retinitis pigmentosa, WL d RrEl
e B 4 M A A
291 | ¢ % #14-CNGB1% CNGB1-related CNGB1 g @ rAFE 1/296
Retinitis pigmentosa, oL d RrEl
e B 4 M A A
292 |jnCd % %14-IDH3BR |DH3B.related IDH3B 4 PAFE 1/296
Retinitis pigmentosa, WA WIS
e RE- S - il A
293 |3nC¢ % % |+-PDEGAZ) PDEBA.related PDEGA g PAFE 1/133
8 4 B2 M
294 |[skigsAle ki FE T A L - ) Rhizomelic chondrodysplasia punctata, type 1 PEX7 i j'Ljig B P 1/158
: : : : WA HWEL
295 [BiTHAE KR EFET A L5 = 1) Rhizomelic chondrodysplasia punctata, type 3 AGPS 4 < ERE ] <1/500
W4 R M
296 (Roberts i # Roberts syndrome ESCO2 i ;5 S > A <1/500
Sandoff ¢ . A REE
297 Sandhoff disease HEXB = A F& 1/600
(% &3] GM2 4 23 54 % Wi ) 25 e
8 3 3 3] K‘_§l +
298 [Schimke £ -¥ 8 ¥ 2 2 Schimke immunoosseous dysplasia SMARCAL1 %‘”'}‘ng S > AFE 1/500
e a Schopf-Schulz-Passarge syndrome; L e .
- - P <
299 |Schopf-Schulz-Passar ge s i ## Odontoonychodermal dysplasia WNT10A 2 > AFE 1/500
8 3 3 3] K‘_§l +
300 |Segawa i i # (3 " X ) Segawa syndrome TH WA " g S A 1/224
EEH LY Li R Severe combined immunodeficiency, WA I MEL X
301 -JAKS3 7] JAKS3- related JAK3 3 @ =1 1/299
- s an = e Severe combined immunodeficiency with sensitivity L e
A ST AR N ST a = A <
302\ BeE A & AL Rdk Lok HRERES B 4 to ionizing radiation DCLRELC 3 g =i 1/500
BEAX P Mk wmie oty Severe Congenital LN L el .
303 -HAX1 3] Neutropenia, HAX1-related HAX1 3 @ =1 1/224
BEAX P Mk wmie oty Severe congenital LN L el .
304 -VPS45 A neutropenia, VPS45-related VPSA45 3 =1 1/224
L - Short branched chain acyl-CoA dehydrogenase WAL F I
Ey:8 4 3 i 2 . = A
305 |[‘miiafppipr Al EIFE LR (SBCAD) deficiency ACADSB 4 @ rAFE 1/368
- — Short-chain acyl-coA dehydrogenase (SCAD) A REM A fE 1/85
B AAN BB 3. 7 . .
306 |mehrympkd § pRS L Deficiency ACADS g P 1/51
: : o : WA HES
307 |EREEEE TR Sialic acid storage disorder SLC17A5 2 > AFE <1/500
Sickle cell disease; Beta thalassemia; hemoglobin C A WE B U158
308 |7 His e WA FRPh R CAR | ’  Emod HBB e i % 1/50
‘ & /5 B 1/25
. LR L el
309 |[Sjogren-Larsson jg ik ¥ Sjégren-Larsson syndrome ALDH3A2 2 A fE 1/250
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310 [Smith-Lemli-Opitz jJ ix # Smith-Lemli-Opitz syndrome DHCR7 44 S PAFE 1/30
, : : WA R
311 (& BT & ER-15 3 Spastic paraplegia 15 ZFYVEZ26 g @ > AR <1/500
, : : WA R
312 | B BT L ERH-49 3 Spastic paraplegia 49 TECPR2 g @ > AR <1/500
, : : WA R
313 | BBHET EERS - F Spastic paraplegia type7 SPG7 g @ rAFE 1/159
: : WA I I
314 |SPG11 A4 sgwvp ﬁ}ﬁ SPG11-related Neuromuscular Disorders SPG11 2 > A 1/159
. U RYIE > A fE 1/54
315 | ¥ Weirep X Spinal muscular atrophy SMN1 1t " i‘;" A La\ g e
I8 i
X 1o : : L el
316 |¥#H¥EFF T 2> Spondylocostal dysostosis MESP2 41 > A8 <1/500
8 g RhsE M
317 |&w 4B F ¥ Steel syndrome COL27A1 ok éi’;‘ s ER 1 <1/500
: : WA e
318 |Stuve-Wiedemann g i #¥ Stuve-Wiedemann syndrome LIFR ’ 4 = P <1/500
. > A 1/129
: , o .. - WA HEH
319 (B Bp @I E Systemic primary carnitine deficiency SLC22A5 2 G /77
B 3 L/ R 1/51
8 4 RbE M
320 R ERETRE Tay-Sachs disease HEXA 1 ;; B 2AHE 1/300
o : : . WA MEH
321 |w & REeked 3 4 Tetrahydrobiopterin deficiency PTS 4 P 1/354
T A p Tetrahydrobiopterin deficiency, WA I I .
<
322 -PCBD1 ) PCBD1-related PCBD1 3 @ S 1/500
T Al Tetrahydrobiopterin deficiency, WA I I .
<
323 -QPPR #] QDPR-related QDPR 3 @ =R 1/500
, , Thyroid dyshormonogenesis, WL d RrEl
9 4y 3 B Al = A <
324 3 ﬁz;‘% £ 3 2 E-1YDF] 1Y D-related YD 2 rAFE 1/500
, o Thyroid dyshormonogenesis, WL d RrEl
v 4ty A - A = A <
325 3 ﬁz;‘% & 3 B ¥ -SLC5AS 4] SLCEAS-related SLC5A5 2 rAFE 1/500
, @ Thyroid dyshormonogenesis, WL d prEl
9 4k ¥ L - A 128 2
326 (PiHRME &SR F-TGH TG-related TG 4 rAFE 1/241
, @ Thyroid dyshormonogenesis, oL d RrEl
9 4k ¥ L - M 138 2
327 3 x}g;‘% L3 B ¥-TPO 7] TPO-related TPO 2 rAFE 1/373
: : B REE M
328 |B-AF-5p g Trichohepatoenteric syndrome TTC37 ’ 4 = P 1/500
_ _ B g REE M A FE 1/99
329 |3 phompte -1 1) Tyrosinemia, type 1 FAH i ;5 S _i /j’#fi 175
IE @ _; H
8§ B2 M
330 |3 periept s -2 A Tyrosinemia, type 11 TAT '%%jgwh 2A 1/250
331 |2 & & m-1D Usher syndrome, type 1D CDH23 LA R YRy A FE 1/285
. WA HEL
332 X EVEFEE-1GF Usher syndrome, type 1G USH1G g @ > AFE 1/434
. WA HWEL
333 | A & VIFEE-2A ) Usher syndrome, type 2A USH2A 2 >AFE 1/126
: e L MWMEN
334 | A g IFE&E-2D 4 Usher syndrome, type 2D WHRN 2 > AFE 1/282
: e L MWEN
335 |A & AIFEE-3A T Usher syndrome, type 3A CLRN1 " >AFE 1/500
Very long-chain acyl-CoA L RMEM Eo 1/118
N N 32 - L
336 |k AT AL L pa L dehydrogenase (VLCAD) deficiency ACADVL ta: L s T/ B 1/73
B, d RYRE M
337 |REHFVRE Wilson disease ATP7B ot 4 g B 2AHE 1/87
: . , A /e
338 |Wolcott-Rallison s i ## Wolcott-Rallison syndrome EIF2AK3 2 > AFE <1/500
5 - WA I WEL > A 1/500
339 ¢d MBIt A E-AF Xeroderma pigmentosum, group A XPA e
i s A g-Adl pig group 3 B A 1/74
- " . AT R
340 |¥F ¢ B3z A E-CA Xeroderma pigmentosum, group C XPC g > AFE 1/500
REREVRGEHE Zellweger syndrome, WALz
41 PEX1 = A fh 1/147
3 -PEX1 3] PEX1-related 3 = /
342 BRERBRSREEH Zellweger syndrome, PEX10 e L el > A 1/500
-PEX10 #) PEX10-related 3@ A 1/354
REREVRGEHE Zellweger syndrome, WAz
4 PEX12 = A fh 1/37
343 -PEX12 %] PEX12-related 3@ =4 ;373
BERBENREE Zellweger syndrome, oL d Mgl
44 PEX2 = > A fd 1
34 | pEx2 3 PEX2-related i = /500
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RESRVRFHE Zellweger syndrome, oL d prEl
4 PEX = > A fd 1/2
3 | pExs 91 PEX6-related 0 4 i =R /280
. L e ) X 44 B85
346 (Mm@ wvg v A &R Adrenoleukodystrophy, X-linked ABCD1 41 P 1/21,000
. X % ¢ RE
347 |Allan - Herndon - Dudley j i # Allan-Herndon-Dudley syndrome SLC16A2 41 PAFE <1/500
U AsEE R Alpha thalassemia X-linked X 4 %8 1o
4 ATRX > A FE <1/2
348 IR B4 R i intellectual disability syndrome- i3 =t /250,000
L y X 4 %8 1o
349 (Y {p g i #¥-COL4AST] Alport syndrome, COL4A5-related COL4A5 2 A 1/139
Arts syndrome; Rosenberg-Chutorian syndrome;
Arts i i #; Rosenberg-Chutorians i ##; Phosphoribosylpyrophosphate synthetase X 43¢ 5o
350 ) PRPS1 > A fd <1/250,000
PRPS1 # Fl48 M 7 i 3% superactivity; i S
Non-syndromic hearing loss, PRPS1-related¥
, g se - Charcot-Marie-Tooth disease X % ¢ 89128
M e A R ! ’ A\ &
351 |f2iid e (7 iiA g o F X aEue-1 3 X-linked type 17 GJB1 4 2AfE 1/667
. : : : X G4 %812 m
352 (pPEidE ki FFET A - F) Chondrodysplasia punctata type 1, X-linked ARSE 4 P 1/250,000
SRR CFCR:
353 |P%k Bogi & g Choroideremiat CHM X % j?;; |- % ENRN 1 1/25,000
. - : . : X %4 %812
354 |MEEEREPER T "ﬁ.}’% Chronic granulomatous disease, X-linked+t CYBB 2 A 1/149,254
, : ) . . . X %4 %812 m
355 [P Ft sﬁug 4oE-X4d W@ Congenital adrenal hypoplasia,X-linked NROB1 4 P 1/6,250
SRR CFCR:
356 |reptik £ 5 Creatine deficiency syndromet SLC6A8 X F ;g 5% e 1/3,434
B
SRR RN
357 |Lowe = jJr &% Dent disease 2; Lowe syndromef OCRL X EE |- % A FE 1/250,000
SRR RN
358 | % SR B Duchenne muscular dystrophyf DMD X% EE 5% > A FE 1/2,350
SRR RN
359 [sv4d Hog Emery-Dreifuss muscular dystrophy EMD X% EE 5% > A FE 1/81,967
SRR RN
360 |;2F g Fabry diseaset GLA X EE |- % A FE 1/25,000
SRR RN
361 |X % d WEITHR Fragile X syndromet FMR1 X %ng |- % > A 1/151
Bk _ 5 Ao mle 4 ) a 4 él",i"_ 5
362 ﬁ‘ﬁ_*% Gt Sl Rl R Glucose-6-phosphate dehydrogenase deficiencyt G6PD X F ‘ ?ﬁr & A 1/7
(£ 2 8) 3 g
SRR RN
363 | 4 AT Hemophilia A+ F8 X ;; 255 o 1/3,250
SRR RN
364 | 4 Bl Hemophilia B+ F9 X ;; 255 44 | 1715000
g B M ER
365 |XHIM syndrome Hyper IgM syndrome, X-linkedt CD40LG XA ;; 5% 2AH 1/50,000
: S . X % ¢ g2
366 |FrehrR A 2 Hypohidrotic ectodermal dysplasiat EDA 2 > AFE 1/14,167
b . . . . . . X % ¢ g2
367 1Pk DAL PR EARE E Juvenile retinoschisis, X-linked RS1 g @ > AR 1/2,500
A4 R M
368 |L1 gz L1 syndrome? L1CAM XA ;; 5% RS 1 1/15,000
g B M ER
369 |[fmaif BT rg Lissencephaly, X-linked DCX X%jgp% RS 1 1/42,500
Lujan-Fryns Jg i 3¥ Lujan-Fryns syndrome, X 4 d 48183 .
<
°"% .upFas 3 UPF3B-related UPF3B g B | <1/50000
Lujan-Fryns Jg i 3¥ Lujan-Fryns syndrome, X 4 d 48183 .
<
371 -ZDHHC9 %) ZDHHC9-related ZDHHCI 3 =41 1/50,000
g B M ER
372 |Menkes = j ix ## Menkes disease’ ATP7A XA j?; 1255 RS ] 1/50,000
s Mucopolysaccharidosis type 11 X % J 48288
373 $BEE-2 A (RN IDS A fh 1/50,000
&5 -2 G F ) (Hunter syndrome)+ 3@ =t
2 L5 . X %l“ 5 'Eg'ri%ﬁ
374 |1BHE G| B i % Myotubular myopathy, X-linked+t MTM1 2 > AFE 1/25,000
g B M ER
375 |2 N Norrie disease NDP X # ;g =5 ER ] <1/50,000
. " o . X % ¢ %495
376 |LEfE P MARBIFM LG Ornithine transcarbamylase deficiency¥ oTC 4@ > AFE 1/7,000
L : . X % ¢ %8495
377 |Aped S EEEEF 1 ¥ L5 Phosphoglycerate kinase 1 deficiency PGK1 4 > A <1/50,000
N . X % d 58 {25
378 |f gr B & p¥El-alpha # £ % Pyruvate dehydrogenase E1-alpha deficiency¥ PDHA1 4 P <1/250,000
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379 |Renpenning e i ¥ Renpenning syndrome PQBP1 X 41§§ 1255 rAFE <1/500
3 ¢ - ) .. . . X %4 By
380 (HmME@REREHFEANLAMALE Severe combined immunodeficiency, X-linked+t IL2RG 4 P 1/25,000
Wiskott-Aldrich = jx i #,; {83 ® 5 -] 44 £ J&; [Wiskott-Aldrich syndrome; Thrombocytopenia, X- X o A1
381 15,:% Ef 4= linked; Severe Congenital Neutropenia, WAS-related WAS é " ;; - 2AAE 1/125,000
@ 3R -WAS ) + }
. . : X % d R8s
382 |Hmig @4 Aarskog Scott e i ¥ X-linked Aarskog-Scott syndrome FGD1 4 > AR <1/50,000
) e X-linked epilepsy with variable X 4 ¢ %8458
, 43 B 1 RE S L 33 =2 ) ! - N A fE <1 ’
383 |Mmpil MR LE S REEY Bs learning disabilites SYN1 4 R ] /50,000
el B i Re® qi) X-linked hearing loss, X 4 4 §8pm -
il <1
384 | pousra = POU3F4-related POUSF4 @ =R /50,000
. - ' , X-linked intellectual disability with cerebellar X 4 ¢ %8455
B @an R E T 22§ N . o . > A fE <1/50,
385 B @A RREE ]I RFTAEZRNER hypoplasia and distinctive facial appearance OPHNL i3 =t /50,000
18538 @A ek X-linked intellectual disability, X 4 4 B84 58 o
il <1
%% | ap1s2 3 AP1S2-related AP1S2 4 ER /500
15558 @A s X-linked intellectual disability, X 4 ¢ B84 X
<1
%7 | ARx 1 ARX.related ARX 4 > 44 | <1/50000
1558 @ A7 R X-linked intellectual disability, X 4 & 18185 .
<1
*% | .BRWD3 71 BRWD3-related BRWD3 A 4 /50,000
1555 @A RLaR X-linked intellectual disability, X 2 d g8 .
<1
% |cuLes CUL4B-related CuL4B 4 ERS 1 /50,000
1555 B AR R X-linked intellectual disability, X 4 ¢ gopms .
<1
%0 -DLG3 3] DLG3-related DLG3 ) AR /50,000
1558 @ A7 R X-linked intellectual disability, X 4 & 181485 .
&l <1/50,000
| ersi 4y FTSJ1-related FTSI1 @i S
B @A B X-linked intellectual disability, X % ¢ %148 .
<1/50,000
392 -ILIRAPL1 7] ILIRAPLI1- related ILIRAPLL 3 S
B @A B X-linked intellectual disability, X % ¢ %148 .
<1/50,000
393 -KDM5C 3] KDM5C-related KDMSC g =
B @A s X-linked intellectual disability, X % ¢ %148 .
&l <1/50,000
394 -PAK3 F) PAK3-related PAKS 3@ =t
el Ry R iR~ X-linked intellectual disability, X 4 ¢ §8 1455 .
L & <1/50,000
395 -Siderius %) Siderius type PHFS 3 @ =
1558 @ sk X-linked intellectual disability, X 4 ¢ g8 .
<1/50,000
39| THoc2 1y THOC?2-related THOC2 4 i 24
ol AR s X-linked intellectual disability, X % d R .
<1/50,000
397 -ZNF711 %) ZNF711-related ZNF71l 3 S
o @REY RS - Al X-linked Ocular albinism, X 2 d R0 .
1/25,000
398 -GPR143 #) GPR143-related GPR143 3 =
e b QUECE Ly & - d X-linked Retinitis pigmentosa, X A4 T .
&l 1/4,000
399 -RP2 4] RP2-related RP2 3 @ =t
eRE QLR L A £ L X-linked Retinitis pigmentosa, X 4 d B0 .
il 1/3,000
400 -RPGR 9] RPGR-related RPGR 3 @ =t
Surfactant metabolism dysfunction L el
W2 e EA 3 NSRS ’ = A A 1/116
401 |45 %+ 4 S Bt oulmonary 3 ABCA3 4 =R
o4 B M E%
402 X% & WIBIFR-AFF2 4 Fragile XE syndrome AFF2 XA ;; 1255 > | <1/50,000
X . : : A REN
403 | ¥ B] TR i M d (T3 Bag-107) Spinocerebellar ataxia 10 ANO10 4 > AFE 1/93
s av s WEs
404 |Joubert= jt % ¥#-97) Joubert syndrome 9 CC2D2A 2 > AFE 1/201
. : WA HEL
405 | & X R AgugE-13] Congenital hydrocephalus 1 CCDC88C g @ > AR 1/137
: 3 ¢ . : : : A WEls
406 |MA I WERLRFERELI PR TR Autosomal recessive congenital myotonia CLCN1 2 A HE 1/176
. : : - WA MEH
407 |AR X BT ijtﬁﬁ A I 3 Congenital adrenal insufficiency CYP11Al g @ > A 1/114
. rers S . s WEs
408 |4 ZDkiglEin ut.:lﬁ',-l’_.‘g] Vitamin D—dependent rickets, type 1 CYP27B1 a2 > AFE 1/181
409 FAMEA R EEEL T EE S ha Short-rib thoracic dysplasia 3 with or without DYNC2H1 LA L Y N 1/68
-33] polydactyly 3@ -
- : L el
410 |¥ ¢ Mz A E- DA Xeroderma pigmentosum, group D ERCC2 q A 1/65
TRE LI
411 |z @ Rorkg- Trimethylaminuria FMO3 %Eﬂf@;;; S rAAE 1/139
TR LI
412 |5 R F S AR Friedreich ataxia FXN W 4 ?g S ER ] 1/80
TR LI
413 |Fraser = jJg g # Fraser syndrome GRIP1 gﬂﬂijz Bl > AFE 1/84
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414 |Donnai-Barrowsg ik ¥ Donnai-Barrow syndrome LRP2 A 2 ?; B 1/214
. : : : : Wi el
415 |'g M FERF M SE-17 Primary microcephaly 1, recessive MCPH1 2 1/147
: . : X 4 ¢ 58455
416 |Opitz GBBBt ik #-17)] Opitz GBBB syndrome, type | MID1 g <1/50,000
8§ RbsE M
417 |Schindler % Schindler disease types 1 and 3 NAGA o " ?; B 1/94
8 4 RhsE M
418 |EprA B v p-27) Oculocutaneous albinism, type 11 OCA2 R ;; B 1/76
i i i - A& RY M EH
419 | @R PHT L RR-22 /R 1 21 A6 g jf)sizts'g paraplegia type 2/ Pelizaeus-Merzbacher PLP1 X H ;;; 5% <1/50,000
: . : - L d RrEl
420 |pEMEL REH T ’9_% ¥ 2 E-23) Hemophagocytic lymphohistiocytosis, familial, 2 PRF1 2 1/149
: : : . : : : L d RrEl
421 |Aicardi Goutieres st i #-23) Aicardi Goutieres syndrome 2 RNASEH?2B 2 > 1/217
, : : . Wi Mgl
422 |p-smfgComplex IV4r 2 e Mitochondrial complex 1V deficiency SCO2 2 1/150
p . Refsum disease/ Biotin-responsive basal ganglia WL d RrEl
42 i W - AR ; s P ) LC19A = 1/1
3 |BARPAHE/LZFEF BEARYAR disease SLC19A3 g @ /109
8 4 RbE M
424 A2 REFHF9 R Atransferrinemia TF gﬁ%jg B 1/116
, ) Ehlers—Danlos-like syndrome due to tenascin X A F RYrEM
i :‘E | 3_&1 ‘g 3 _ 2 3 A o [N\3Y
425 |% 1558 w8 & ¥ -tenascin X # £ 3] deficiency TNXB 41 1/28
426 PR Ko fop-13)/ Oculocutaneous albinism, type | / Oculocutaneous TYR WL d RrEl 1/20
PRpA Ko tm-1A7) 2 1B albinism types 1A and 1B i
. : - WA HEH
427 | B 2 bk o fe 4% 2 Butyrylcholinesterase deficiency BCHE 2 = 1/28
8 5 B2 M
428 |3 B¥ RAP B 1 Prothrombin-related conditions F2 ot " E B 1/33
8 5 BbE M
429 (%71 #Ex FI3 2 ¥rRE Factor V deficiency F5 L " E B 1/36
8 g B2 M
430 | 4B fi A Hereditary Hemochromatosis HFE ik " E S 1/10
, . : WA HEL
431 |REMEBEFHRE R Familial Hypercholesterolemia LDLRAP1 2 1/8
. e - . L REN
432 | p2EMR PR B Familial lipoprotein lipase deficiency LPL 2 1/500
: _— WA HWEL
433 | S S TR ¥ Homocystinuria, MTHFR-related MTHFR 2 1/224
— : : - WA HEL
434 |al-Fuhh F-v pEAE LG Alpha-1 antitrypsin deficiency SERPINA1 2 1/33
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