IEAGT070601F-M.xls

GENE TESTRZ#EER GENE TESTRE#iB{EF & A EE HEERERR (KR HEERES (FR)
69 |Fabry Disease GLA BR%} WEAR NER Fabry disease T77V—K
Cardiac Variant Fabry Discase
Classic Fabry Discase
70 i al ystrophy D4Z4 (LOCUS) HENT faci lot I muscular dystroy ERER R ERRHS ANOT —
71 |Factor XI Deficiency Fll N factor XI deficiency SRMBERBREE SXIEFRIBE
72 | Factor XIII Deficiency F1341 INRE factor XIIIA deficiency KRMEBEREREE EXINARFRIBAE
73 |Familial Adenomatous Polyposis APC R familial ademomatous polyposis RIRMEBRIEMEARUR—2 X
Attenuated Adenomatous Polyposis Coli [Attenuated FAP] BRF} Gardner syndrome H—RF—EIRE
Gardner Syndrome
Adenomatous Polyposis Coli with CNS Tumors [Turcot Syndrome]
255 | Familial Atypical Mycobacteriosis IFNGRI, IFNGR2, ILI2B (ILP40), ILI2RBI N Familial atypical mycobacteriosis RIEMIEE BB RAE
74 | Familial Cavernous Hemangioma [Familial Cerebral Cavernous Malformation] cemi HENT familial cavenous angioma RIEMEERRNEE
Familial Cerebral Cavernous Malformation 1
75 | Familial ia [Riley-Day Sy | IKBKAP HENT Riley-Day syndrome RIEM B EHRKIE
76 |Familial Essential Tremor [Hereditary Essential Tremor] ETM1,ETM2 HENT familial sial tremor RIEMARREMIREE
77 | Familial Hemiplegic Migraine HENT familial migraine RIEMHH TR
Familial Hemiplegic Migraine 1 CACNL1A4
Familial Hemiplegic Migraine 2 ATPIA2
252 | Familial Hibernian Fever TNFRSFI1A INRE TNFalpha receptor 1 associated periodic fever syndrome(TRAPS) TNFE A4 B9 B A R IR B
78 | Familial Hypercholesterolemias NRE EZAE HYPERCHOLESTEROLEMIA, FAMILIAL RV 70— )V ME
Familial Hypercholesterolemia LDLR
Familial Hypercholesterolemia Type B APOB
79 | Familial Hyperinsulinism INRE HYPERINSULINISM-HYPERAMMONEMIA SYNDROME = AU MfE-& 7 =7 MAERER R
ABCCS-Related Hyperinsulinism ABCCS
GCK-Related Hyperinsulinism GCK
Hyperinsulinism-H: ia Syndrome [GLUD!-Related Hyperinsulinism] GLUDI
KCNJ11-Related Hyperinsulinism KCNJ11
80 |Familial Hypertrophic Cardiomyopathy MYH7,TNNT2, TPM1,MYBPC3,TNNI3,MYL3,MYL2,ACTC |$=M%} N2 Hypertrophic Cardiomyopathy RIEMHEAEREL U EREE
81 |Familial Hypocalciuric Hypercalcemia, Type I CASR INRE HYPOCALCIURIC HYPERCALCEMIA, FAMILIAL, TYPE I FIRMAECabR M S CallfE
82 | Familial Mediterranean Fever MEFV N Familial Mediterranean fever RithhiEH
Familial Mediterrancan Fever Type 1
Familial Mediterranean Fever Type 2
83 | Familial Myxoma [Carney Complex] PRKARIA F—oa atrial myxoma, familial RIEM U FEHRIE
84 |Familial Neuroblastoma NB NRR familial neuroblastoma RIEMEAESFIE
85 | Familial Non-Autoimmune Hyperthyroidism TSHR N HYPERTHYROIDISM, NONAUTOIMMUNE, AUTOSOMAL DOMINANT | iR FIRARIRE TIEERE
86 |Fanconi Anemia MR Fanconi anemia 77 A=HM
BRCA2-Related Fanconi Anemia
FANCA-Related Fanconi Anemia FANCA
FANCC-Related Fanconi Anemia FANCC
FANCDI-Related Fanconi Anemia BRCA2
FANCD2-Related Fanconi Anemia FANCD2
FANCE-Related Fanconi Anemia FANCE
FANCF-Related Fanconi Anemia FANCF
FANCG-Related Fanconi Anemia FANCG
FANCL-Related Fanconi Anemia FANCL
87 |Farber Disease ASAHI N FARBER DISEASE T7—N—%
88 | FGFR-Related Craniosynostosis Syndromes FGFRI1,FGFR2,FGFR3 INRE Apert syndrome TRIVNEREE
FGFRI1-Related Craniosynostosis Syndromes INRE Crouzon syndrome 0% EREE
Pfeiffer Syndrome Type 1,2 and 3 INRE Pfeiffer syndrome T74 77— fEMRRE
FGFR2-Related Craniosynostosis Syndromes
Apert Syndrome
Beare-Stevenson Syndrome
Coronal Synostosis
Crouzon Syndrome
Jackson-Weiss Syndrome
Pfeiffer Syndrome Type 1,2 and 3
FGFR3-Related Craniosynostosis Syndromes
Coronal Synostosis
Crouzon Syndrome with Acanthosis Nigricans
Muenke Syndrome
89 |FH-Related Disorders FH MR FUMARATE HYDRATASE DEFICIENCY TRIVERERS S —tERIBAE
Fumarate Hydratase Deficiency
90 |Fragile X Syndrome FMRI N Fragile X syndrome HaSSXAEIREE

Fragile X-Associated Tremor/Ataxia Syndrome
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91 |Free Sialic Acid Storage Disorders SLC1745 INRE Salla disases (infantile free sialic acid storage discase) Y55
Infantile Free Sialic Acid Storage Discase
Salla Discase
92 | Fructose 1,6 Bisphosphatase Deficiency FBPI INRE FRUCTOSE-1,6-BISPHOSPHATASE DEFICIENCY TINOb—=R-15-ERRRT75—t RIBEE
93 | GALE Deficiency [Galactose Epimerase Deficiency] GALE INRE GALE DEFICIENCY HZOP—RIEAS—ERIBIE
94 | GALK Deficiency [G i ficiency| GALKI INRE GALK DEFICIENCY HZOMFF—ERBEE
95 | GALT Deficiency [Galactosemia] GALT INRE GALT DEFICIENCY HZOM=R 1V BOVDIINS L R T2 5—ERIBE
96 | Gangliosidosis NRE RE SANDHOFF DISEASE YURKRTE
GM!I Gangliosidosis GLBI MNRE BRE Tay—Sachs disease TA—YVIRIE
GM2 Gangliosidosis (t inidase A-Deficient) [} inidase A Deficiency] HEXA N TAY-SACHS DISEASE, AB VARIANT FTA—HYIRIE, AB NUT b
Chronic and Adult-Onset Hexosaminidase A Deficiency
Juvenile (Subacute) Hexosaminidase A Deficiency
Acute Infantile GM2 Gangliosidosis [Tay-Sachs Disease]
GM2 Gangliosidosis (Hexosaminidase A- and B-Deficient) [Sandhoff Disease] HEXA,HEXB
GM2 Gangliosidosis, AB Variant [Tay-Sachs Disease, AB Variant][GM2 Activator GM24
Deficiency]
97 |Gaucher Disease GBA N GAUCHER DISEASE dI—-1fR
Gaucher Disease Type 1
Gaucher Disease Type 2 (Acute)
Gaucher Disease Type 3 (Subacute/Chronic)
Gaucher Disease, Cardiovascular Form
Gaucher Disease, Perinatal-Lethal Form
98 | Glaucoma BR7 Glaucoma RFMEFAR AR AR
Glaucoma, Dominant (Adult Onset) OPTN BRF} congenital glaucoma SEXRMRARE
Glaucoma, Dominant (Juvenile Onset) MYOC
Hypoplasia of Iris, with Glaucoma PITX2
Primary Congenital Glaucoma CYPIBI
99 | Glucocorticoid Resistance GR BEAE NER glucocorticoid receptor deficiency SNAANFIAIMRZRRREE
100 | Glucose-6-Phosphate Dehydrogenase Deficiency G6PD INRE lucose-6-phosphate dehyd; d JNA—R-5-UVBTERDS F—ERIBE
101 | Glutaricacidemia Type 2 ETFDH N GLUTARICACIDURIA IIA, 1IB, 1IC J V& JVBEERAE IABY, 1IBEY, ICEY
102 |G i fici [5-0 inuria| GSS N glutathione synthetase deficiency INEFA L TH—E RIGE
103 |Glycine Encephalopathy INRE GLYCINE ENCEPHALOPATHY (nonketotic hyperglycinemia) ELo D% TP Dagiitn
AMT-Related Glycine Encephalopathy AMT
GCSH-Related Glycine Encephalopathy GCSH
GLDC-Related Glycine Encephalopathy GLDC
104 | Glycogen Storage Disease INRE wEAE GLYCOGEN STORAGE DISEASE Ia TEER 2%
Glycogen Storage Discase Type la G6PC NRE #iERE GLYCOGEN STORAGE DISEASE Ib HERS 1B
Glycogen Storage Discase Type 1b SLC3744 NRE #iERE GLYCOGEN STORAGE DISEASE II HEER2E
Glycogen Storage Disease Type II GAA NRE #iERE GLYCOGEN STORAGE DISEASE 111 EERIE
Glycogen Storage Disease Type IIb LAMP2 NRE #iERE GLYCOGEN STORAGE DISEASE IV TEERAT
Glycogen Storage Disease Type 111 AGL MR GLYCOGEN STORAGE DISEASE V PEERSE
Glycogen Storage Disease Type IV GBEI NRE #iERE GLYCOGEN STORAGE DISEASE VI EER6R
Glycogen Storage Disease Type V PYGM MNER WERE GLYCOGEN STORAGE DISEASE VII PEERTR
Glycogen Storage Disease Type VI PYGL
Glycogen Storage Disease Type VII [Phosphofructokinase (MUSCLE TYPE) Deficiency] PFKM
Glycogen Storage Disease Type IX PHKA2
105 | Granular Corneal Dystrophy TGFBI(=BIGH3) BRF} (G ypel) FERRBREN
106 | Guanidinoacetate Methyltransferase Deficiency GAMT INRE methy f d y T =D/ EEBAF IS A7 25— RIGE
107 | Hemochromatosis HFE F—AE NER ideopathic hemochromatosis BRUEATIOTN SR
HFE- Associated Hereditary | 1
Juvenile Hereditary Hemochromatosis
HAMP-Related Juvenile Hereditary Hemochromatosis
HFE2-Related Juvenile Hereditary Hemochromatosis
Neonatal Hemochromatosis
SLC40A1-Related Hereditary Hemochromatosis
TFR2-Related Hereditary Hemochromatosis
108 |Hemophilia INRE Hemophilia A MAEHBA
Hemophilia A F8 INRE Hemophilia B M&%B
Hemophilia B F9
109 |Hereditary Angioneurotic Edema SERPING1 INRE Hereditary angioneurotic edema BEMENERENEZE
110 |Hereditary Fructose Intolerance ALDOB INRE FRUCTOSE INTOLERANCE, HEREDITARY BRIV OM—RARTHE
111 | Hereditary Non-Polyposis Colon Cancer MLH1,MLH2,MLH6,PMS2 R hereditary nonpolyposis colorectal cancer (HNPCC) BEMIERUR— ZAKIE
Muir-Torre Syndrome
Adenomatous Polyposis Coli with CNS Tumors [Turcot Syndrome]
112 | Hereditary Spastic Paraplegia IR mEAE Hereditary Spastic Paraplegia RIS R
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Hyperbilirubinemia Type I [Gilbert Syndrome]
Hyperbilirubinemia Type II [Dubin-Johnson Syndrome]

UGTIAL
ABCC2(=CMORTI)

Spastic Paraplegia, Type 1 LICAM
Spastic Paraplegia, Type 2 PLPI
Spastic Paraplegia, Type 3 SPG34
Spastic Paraplegia, Type 4 SPG4
Spastic Paraplegia, Type 6 NIPAL
Spastic Paraplegia, Type 7 SPG7
Spastic Paraplegia, Type 13 HSPDI
Spastic Paraplegia, Type 20 SPG20
Hermansky-Pudlak Syndrome INRE Hermansky-Pudlak syndrome ANV RF——TRS Y FERRE
Hermansky-Pudlak Syndrome 1 HPSI
Hermansky-Pudlak Syndrome 2 AP3BI
Hermansky-Pudlak Syndrome 3 HPS3
Hermansky-Pudlak Syndrome 4 HPS4
Hermansky-Pudlak Syndrome 5 HPS5
Hermansky-Pudlak Syndrome 6 HPS6
Hermansky-Pudlak Syndrome 7 DTNBPI
Holoprosencephaly INRE holoprosencephaly 2 RifAaAE
Holoprosencephaly 1 TMEMI
Holoprosencephaly 2 SIX3
Holoprosencephaly 3 SHH
Holoprosencephaly 4 TGIF
Holoprosencephaly 5 zc2?
Holoprosencephaly 7 PTCH
Holt-Oram Syndrome TBX5 INRE Holt-Oram syndrom RIVN =7 LAFEIRRE
Homocystinuria WEAE NRR Homocystinuria RESRFVERIE
F inuria (MTHFR Deficiency) [MTHFR Deficiency ] MTHFR INRE HOMOCYSTINURIA DUE TO MTHFR DEFICIENCY MTHFR RIBICKBHRES RF >V REE
E inuria Caused by C ionine Bet: thase D CBS INRE HOMOCYSTINURIA-MEGALOBLASTIC ANEMIA RES RFVRIE-ERFERMEE M
Homocystinuria-Megaloblastic Anemia MTRR
Huntington Disease HD NRE wEAE BEEEEE HUNTINGTON CHOREA NIFURTR
Hyper IgD Syndrome MVK INRE Hyper-IgD syndrome SlgD AEMREE
Hyper IgM Syndrome N Hyper-IgM syndrome BigM FEIRE
Immunodefi with Hyper-IgM, Type 2 HIGM2(AICDA)
Immunodefi with Hyper-IgM, Type 3 CD40(TNFRSF3)
Immunodeficiency with Hyper-IgM, Type 5 HIGMS5 (UNG)
X-Linked Hyper IgM Syndrome HIGM (TNFSF5)
Hyperaldosteronism CYPIIBI,CYPIIB2 BIAR GRA BEUVFAARRIGET VR FOVEE
Familial Hyperald Type 1 [Glucocorticoi iable Aldosteronism ]
0 | Hyperbilirubinemia HF—NE Constitutional hyperbilirubinemia EUNECRBREE

Hyperlipoproteinemia

MNER BIAE

HYPERLIPOPROTEINEMIA, TYPE I=LpL deficiency

BURTOF A MAE 1B=LpLRIEE

Type I Hyperli inemia [Familial Lipoprotein Lipase iency] LPL
Familial Hypercholesterolemias
Hyperlipoproteinemia Type LA [Familial Hypercholesterolemia] LDLR
Familial Hypercholesterolemia Type B APOB
Hyperlipoproteinemia Type 111 APOE
Hyperlysinemia AA4SS INRE HYPERLYSINEMIA BEERYS Y ME
Hyperornithinemia-Hyper i itrullinuria Syndrom SLC25415 N hyperorni b ia-l ullinuria s BAOFME-B7 > EZ7 ME-RES S REEIRE
Hyperoxaluria, Primary INRE HYPEROXALURIA, PRIMARY, TYPE I RS ER I 1B
Hyperoxaluria, Primary, Type 1 AGXT INRE HYPEROXALURIA, PRIMARY, TYPE II EREEERLE 1R
Hyperoxaluria, Primary, Type 2 GRHPR
5 | Hyperprolinemia INRE HYPERPROLINEMIA, TYPE II BEMEETOV MmE 1R
Hyperprolinemia, Type I PRODH
Hyperprolinemia, Type I ALDH4A1
6 | Hypogonadotropic Hypogonadism SBPREREL NRE Kallmann syndrome PV AERGRE
Kallmann Syndrome, X-Linked KALI
Hypophosphatasia ALPL INRE HYPOPHOSPHATASIA, INFANTILE HERBETH+RT79—E
Hypothyroidism INRE HYPOTHYROIDISM, CONGENITAL, DUE TO THYROID DYSGENESIS | Se XM ERRBRIEEEIR T AE
Congenital Hypothyroidism [FOXEI,PAXS, TSHR
Hypothyroidism, Athyroidal, with Spiky Hair and Cleft Palate [Bamforth-Lazarus Syndrome] FOXEI
9 | Ichthyosis BERH ichthyosis FBSAE
Autosomal Recessive Congenital Ichthyosis
ABCA12-Related 1 ive Congenital Ichthy ABCAI2
ALOX12B-Related 1 ive Congenital ALOXI2B
ALOXE3-Related 1 ive Congenital ALOXE3
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TGMI1-Related 1 ive Congenital i TGMI1
Ichthyosis Bullosa of Siemens KRT24
Ichthyosis, X-Linked STS
Keratiti is-Deafniess Sy , Aut 1 Dominant GJB2
130 |Incontinentia Pigmenti IKBKG BRF} incontinentia pigmenti BRKBAE
131 | Keratosis BER keratosis BILE
Dyskeratosis Congenita [Zinsser-Cole-Engman Syndrome] TERC,DKCI INRE Zinsser-Cole-Engman syndrome DY == A IR UERE
Epidermolytic Hyperkeratosis KRT1,KRTI0
Hereditary Mucosal Leukokeratosis [White Sponge Nevus of Cannon] KRT13,KRT4
Keratosis Follicularis [Darier Disease] ATP242
Keratosis F is with Arrhyth ic C. pathy [Naxos Disease] JUP
Keratosis Palmoplantaris with Corneal Dystrophy [Tyrosinemia Type 1I] TAT
Localized Epidermolytic Hyperkeratosis [Epidermolytic Palmoplantar Keratoderma] KRT9
Nonepidermolytic Palmoplantar Hyperkeratosis KRT1,KRTI6
132 | Krabbe Disease GALC N KRABBE DISEASE Vil
133 |L1 Syndrome LICAM INRE HYDROCEPHALUS DUE TO CONGENITAL STENOSIS OF AQUEDUCT | 7K BBfE, X:# 414
MASA Syndrome OF SYLVIUS
Spastic Paraplegia, Type 1
X-Linked Corpus Callosum Agenesis
X-Linked Hydrocephalus with Stenosis of the Aqueduct of Sylvius
134 | Langer-Giedion Syndrome LGCR INRE Langer-Giedion syndrome SUA——D—T A R
135 | LCAT Deficiency [Lecithin Cholesterol Acyltransferase Deficiency] LCAT N LCAT DEFICIENCY LCAT RIBfE
136 |Leber Congenital Amaurosis RPEG65.GUCY2D,AIPL1,RPGRIP1,CRBI,CRX BRF} Leber’ s congenital amaurosis L—N—%XE
137 | Lesch-Nyhan Syndrome HPRTI INRE LESCH-NYHAN SYNDROME bya—FANAEGRR
138 | Leukoencephalopathy HENT Cerebral Autosomal Dominant Arteriopathy with Subcortical Infarcts BRATHEEEARBEEZHEREAEMERENIRE
Cerebral Autosomal Dominant Arteriopathy with Subcortical Infarcts and NOTCH3 and Leukoencephalopathy
Leukoencephalopathy [CADASIL]
Cree Leukoencephalopathy EIF2B5 INRE Leukodystrophy with vanishing white matter FIREBHE RO RRREE
| with Vanishing White Matter [Childhood Ataxia with Central EIF2B1,EIF2B2,EIF2B3,EIF2B4,EIF2B5 INRE Megalencephalic Leukodystorophy with subcortical cysts RATEREASEREAERREE
Nervous System Hypomyelination/Vanishing White Matter]
ic L with Subcortical Cysts MLCI
Polycystic Li Osteodysplasia with Sclerosing Leuk [PLOSL] TYROBP.TREM2
139 |Li-Fraumeni Syndrome TP53,CHEK2 INRE Li-Fraumeni Syndrome U-I5AZFEMRRE
140 | Limb-Girdle Muscular Dystrophy HENT distal myopathy BRI /NF—
Limb-Girdle Muscular Dystrophies, Autosomal Dominant TTID,CAV3,COL6A1,COL6A2,COL6A3,LMNA HENT limb-girdle muscular dystrophy BEEHEHI AT —
Caveolinopathy
LGMDIA
LGMDIB
LGMDID
LGMDIE
Limb-Girdle Muscular Dystrophies, Autosomal Recessive DYSECAPN3,5GCG,SGCA,SGCB,SGCD, TCAPTRIM32,FKRP
Calpainopathy
Dysferlinopathy
Limb Girdle Muscular Dystrophy Type 2B
Miyoshi Distal Myopathy
LGMD2H
LGMD2I
Sarcoglycanopathies
Alpha-Sarcoglycanopathy
Beta-Sarcoglycanopathy
Delta-Sarcoglycanopathy
Gamma-Sarcoglycanopathy
Telethoninopathy
141 |LIS1-Associ: Li tical Band pi: LISI N Miller-Dieker lissencephaly syndrome 25— FIViBRIAEIR BE
17-Linked Subcortical Band Heterotopia
Isolated 17-Linked Lissencephaly
Miller-Dicker Syndrome
142 |Long Chain 3 CoA Dehydrog i HADHA,HADHB NRR LONG-CHAIN HYDROXYACYL-CoA DEHYDROGENASE DEFICIENCY | RESEROF 7 )L-CoA FEROY F—ERIBE
143 |Long QT Syndrome INRE long QT syndrome QTERAEIREE
Long QT Syndrome 7 [Andersen Syndrome] KCNJ2 BZAR Romano-Ward syndrome (LQT1) 0% /-7—RiE&## (LQT1)
Andersen Syndrome Type | BZAR Romano-Ward syndrome (LQT2) 0% /-7—REEMRE (LQT2)
Andersen Syndrome Type 2 BZAR Romano-Ward syndrome (LQT3) 0% /-7—REEMRE (LQT3)
Long QT Syndrome, Autosomal Dominant [Romano-Ward Syndrome] BZAR Romano-Ward syndrome (LQT5) O%/-7—REEMREE (LQTS)
LQT 1 KCNQI
LQT2 KCNH2
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LQT3 SCNsA4

LQT4 ANK2

LQT 5 KCNEI

LQT6 KCNE2
Long QT Syndrome, Autosomal [Jervell and Lange-Niels drome]

LQT 1 KCNQOI

LQT5 KCNEI

144 |Lowe Syndrome OCRL BRF} INRE Lowe syndrome ODAERRE
145 | Lymphoproliferative Disease, X-Linked SH2DIA N X-linked lymphoproliferative syndrome U /XERKEONAE, PR GRS
146 |Lysinuric Protein Intolerance SLC747 INRE lysinuric protein intorelanse UV RMEEATRME
147 |Malonyl-CoA Decarboxylase Deficiency MLYCD INRE MALONYL-CoA DECARBOXYLASE DEFICIENCY TOZ)L-CoA FHIVRFS S—E RIBAE
148 |Marfan Syndrome FBNI g8 NEE RE Marfan syndrome RIVT7 U ERE
Marfan Syndrome
Marfan Syndrome 1
149 |May-Hegglin Anomaly MYH9 INRE May-Hegglin anomaly A=NTU RE
150 |McCune-Albright Syndrome [Albright Hereditary Osteodystrophy] GNAS BEAE NER McCune-Albright Syndrome (Albright hereditary osteodystrophy), RFa—2-TINT SAMERE (VT S/ MEEME
(Pseudohypoparathyroidism) pseudohypoparathyroidism BRI . BRI PIRIRSEEE TE
151 |Megaloblastic Anemia INRE megaloblastic anemia SERMERFHMEEA D
Homocystinuria-Megaloblastic Anemia MTRR
Thiami ponsi ic Anemia Synd SLC1942
152 |Metachromatic Leukodystrophy ARSA,PSAP INRE METACHROMATIC LEUKODYSTROPHY KO a2 2bO74—
153 ionine A ansferase i [Isolated Persistent Hypermethioninemia] MATIA INRE METHIONINE ADENOSYLTRANSFERASE DEFICIENCY AFAZUTT IS AT S—ERIBE
154 Kinase Deficiency | icaciduria) MVK INRE MEVALONATE KINASE DEFICIENCY ANOVEFF—ERIBE
155 | Mitochondrial Disorders mitochondrial DNA p= -1l inoglycoside-induced deafness d deafness AN A S AR R RS A
Chorea and Dementia NRE BRE chronic progressive ophthalmoplgia T@MEEITIESNRER AR
Diabetes and Hearing Loss MNREOBRE Kearns-Sayre syndrome 1@ HEEITIESNRER AR E
Infantile Myopathy and Lactic Acidosis (Fatal and Non-Fatal Forms) BRF} Leber hereditary optic neuropathy L= N—1RRE
Leber Hereditary Optic Neuropathy BRF} EZRE HEAE ERWWET | MITOCHONDRIAL MYOPATHY, ENCEPHALOPATHY, LACTIC MELASEIS O RU 7 BKBHAE
MELAS ACIDOSIS, AND STROKELIKE EPISODES:MELAS(=MIDD)
MERRF BRF} INRE MYOCLONIC EPILEPSY ASSOCIATED WITH RAGGED-RED FIBERS MERRFEIZRORU 7 R BHAE
drial DNA Deletion S; INRE Pearson's marrow-pancreas syndrome (PMPS) E7VRE

Kearns-Sayre Syndrome

Pearson Syndrome

Progressive External Ophthalmoplegia

hondrial DNA-Associated Leigh Syndrome and NARP
Nonsyndromic Hearing Loss and Deafness, Mitochondrial

MTRNR-Related Hearing Loss and Deafness

MTTS-Related Hearing Loss and Deafhess

156 |Mucolipidosis HENT mucolipidosis EEARTE
Mucolipidosis I NEUI
Mucolipidosis II GNPTA
Mucolipidosis IV MCOLN1

157 |Mucopolysaccharidosis INRE wEAE MUCOPOLYSACCHARIDOSIS TYPE 1 LAIBEE(ER)
Mucopolysaccharidosis Type I IDUA INRE wEAE MUCOPOLYSACCHARIDOSIS TYPE 2 LAIBVEE (28Y)

Hurler Syndrome INRE wEAE MUCOPOLYSACCHARIDOSIS TYPE 3-A ADSHEE (GARY)

Hurler-Scheie Syndrome INRE wEAE MUCOPOLYSACCHARIDOSIS TYPE 3-A ADZHEE (3DRY)
Mucopolysaccharidosis Type I DS MNER WERE MUCOPOLYSACCHARIDOSIS TYPE 3-B LIS ERE 3BRY)
Mucopolysaccharidosis Type ILIA SGSH MNER WERE MUCOPOLYSACCHARIDOSIS TYPE 4-D LIBTERE (4ARY)
Mucopolysaccharidosis Type I11B NAGLU INRE wEAE MUCOPOLYSACCHARIDOSIS TYPE 5 LAIZYEE (58Y)
Mucopolysaccharidosis Type 111D GNS INRE wEAE MUCOPOLYSACCHARIDOSIS TYPE 6 LAIBVEE (68Y)
Mucopolysaccharidosis Type IVA GALNS
Mucopolysaccharidosis Type IVB GLBI
Mucopolysaccharidosis Type VI ARSB
Mucopolysaccharidosis Type VIL GUSB

158 |Multiple Endocrine Neoplasia £—HH BEZAR Multiple Endocrine Neoplasia type 1 ZRMEN S P EIRIEE 18
Multiple Endocrine Neoplasia Type 1 MENI - alE 0 Multiple Endocrine Neoplasia type 2A, B SRMEAN B HEIRAESE 258IA, B
Multiple Endocrine Neoplasia Type 2 RET

Familial Medullary Thyroid Carcinoma

Multiple Endocrine Neoplasia Type 2A

Multiple Endocrine Neoplasia Type 2B

159 |Multiple Epiphyseal Dysplasia INRE multiple epiphyseal dysplasia ZRMUEBHRIE
Multiple Epiphyseal Dysplasia, Dominant

COLYA1-Related Multiple Epiphyseal Dysplasia COL9AI

COLYA2-Relarted Multiple Epiphyseal Dysplasia COL9A2

COLYA3-Related Multiple Epiphyseal Dysplasia COL9A3
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COMP-Related Multiple Epiphyseal Dysplasia comp
MATN3-Related Multiple Epiphyseal Dysplasia MATN3
Multiple Epiphyseal Dysplasia, Recessive SLC6A2
160 i ficiency [Adenosi i 1] AMPDI INRE ADENOSINE MONOPHOSPHATE DEAMINASE 1DEFICIENSY TT/V R/ KRRZ—bTTIF—E I RBE
161 |Myoclonic Epilepsy HENT familial p i lonic epilepsy RIEMETEIAIO—-IRTADAIEIRR
Myoclonic Epilepsy of Lafora
Progressive Myoclonic Epilepsy 2A EPM24
Progressive Myoclonic Epilepsy 2B NHLRCI
Myoclonic Epilepsy of Unverricht and Lundborg [Unverricht-Lundborg Disease] CSTB
162 | Myoclonus-Dystonia SGCE HENT familial myoclonus REEIAIO—IR
163 |Myotonic Dystrophy #ENE RE INRE MYOTONIC DYSTROPHY RRMS ANOT —E
Myotonic Dystrophy Type 1 DMPK
Myotonic Dystrophy Type 2 ZNF9
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