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21-Z AN B EZ JE
21-Hydroxylase Deficiency

IR ARFE—ER, FEEFHFRALTHAER, eMEMNAFHMBEL A ELIZER, LT AFHE

ZER, LRER, LEAFARER, P HAFER, BRELERELEF T, gHERKFEH
BAXRZER, BMEMRFMBILTZNER, BRESERE —EFHC, MELER, K
MEER, EMERALMBILTEFTER, EMERAFLHBEILTRAREER, &8 EMAFEH
BAxeImER, BHREMRFHBILTETER, LrPGEER (FEX¥F—WEER) , ¥
MEMKFHBILTHIZER, EREHRFHBEERILEEFTO, LRBEKRER, LX+E
HRFFRTER, EHEHKFHBELTILEER

B b

Albinism

EHMEMRFHBILTHIZER, EREHRFHBEERLEEFFN, LERFE—ER, FEHE
FRHEREERER, X TECER, LXRFARER, B4 ERKFWBEATZTER, K
ELERE —EFFN, LETHEZRER, asHEMNAFWEEAXER, MELER, TAER
RFMBALFINEER

Alport #ZEA&4E

Alport Syndrome

EHMEMAFERER, BHRERAFHBEHLEEF T, LETCHER, gHEMNKFH
Bl rFEER, L EEKRER, MATQER, X AFERER, LEAFE—ER, FEE
FRHERERER, FEEFHFREVIINER, LEAFEZER, AXER, X AFAR
B, e HERAFHMBELRZNER, BAEFLERE —EFFN, PETFERFRBHER, &
MEMAFHBLEHAEER, LXTEZXER, BHERAFRBILTETER, B ERK
FHEREXER, NAFHEHNILER, AHEHARFHELTILEER




P25 48 0 & A A

Amyotrophic Lateral Sclerosis

IFERFFE—BER, PEEFRFRATMAER, L ER, & B ESHFRED I ER,
IAEARFEZER, AR ARFEANER, EHEMARFHETRACER, LXER, LXRFARE
B, PHATER, MRELERFLEF TN, sHERAFMEALTRIZER, w4 EMKXFMH
BARZmER, BAEFRERE —EFFN, UXEERLAER, gHERKFHELERAE
Elt, sMERAFHMBELTHAMER, FEAFERER (FRAFTHELSGER) , v#HE
PMRFMBATEAER, sHERAFHMBELXER, sHERAF ZMEAER, NSEEH
BMREER, EHRERAFHRBELTHEER, EHRERAFERER, BHEMNAFHEEHL
EEFHG, LEFEER, bXBXER, UETCAER, LETAXKTFHELSER, H 4
ERAFHEALT T EER, #E+ERFRERER, &8 EMAFRBLEZER, biFe
KRER, LXFEARFEMBER, X FEHRFRATER, MAFCER, LXXFEFE
be, A ZEFER MELEER, AXTIRXXER, EHEHAFHELTILEER

Angelman PKIERAEE ( R{E L A4E)

Angelman Syndrome

IFEARFE—ER, PEHEFRFRALTBHER, X AFEZER, LXXFARER, B AHF
Ebt, BHERAFHELERZER, BRELERE —EFTN, EHERAFRELTHAM
Eft, sMERAF=HMUMER, eHERAFERER, EHREMHRFHBEEHMILEEF TN,
EAMERAFHBN T EER, LR AFERER, g4 EFAFHIBEILTILEER

CFLLTES

Arginase Deficiency

BHEMKRFMBELTATER, eMEHAFERER, GHERAFHEEHILEEF T,
ERFF—ER, FEEFRFRALEHHER, KX RFARER, e ERXFHRBEILE X

RPGZEAE (FRERIERFHE)
Asphyxiating Thoracic Dystrophy

(Jeune Syndrome)

EAERAEHBEALEESLEQ, LFAYEE —ER, FE ESH LR ER, 5%
AR ER, B4 B R B AL 3 LE Bt

A A o 0 R E

Atypical Hemolytic Uremic Syndrome

AFFEEKRER, UK O ER, LR KFERFER, L KFE —ER, 7 & EFHF R A
B, M ERAFMBE LT HLRER, PEEFHEREVIFER, LEAFEZER, & E
MARFHBILERCER, X ER, X AFARER, ¥ 0 XFER, §#EMRF BT LN
B, MEAELERE —EFFN, LXa@BER, BAERAFHNBILTRTER, THERK
FHBEXER, NIEHEHNNILER, EHRERAFHMBEERHLEEF T, THERKFH
BT EEER, LA EER, AHRERAFHELTILEER




BB e i 3K

Autoimmune Encephalitis

EHMEMARFHBILERAEER, EHEMAFHELAAMER, LrBRtER, LET%S
RER, HEXFERER (FEXFTFHELEGER) , bXWHLURE-ER, BHEMKF
BT BAER, sHEMNAFIWELXER, EMERATY —HEAER, LrPEER (F
FARFE-WEER) , NSEEHANILER, EHERAFMBELXEZER, EHEMAT
ERER, eMEMNAFMBEEHRLEES PO, BXERAALRENER, LXFeER, &
FHEER, LETCMER, LETAXRARER, bETAXRKFEELESER, BHEMK
FHBALEFEER, PETFEMFRAEMER, L FEKEER, LXFEHRFE ZINE ER,
FMERALMBA T L RER, LR P EHRF R ER, MATCER, LE AFERFRER, L%
FAER, LEAFE —ER, PEEFRFRATMMER, LTS CER, # B EFHFREY
SAHER, AR ARFE B, LR KFEAER, EHRERAFHBELTFACER, X ER, LT
RFARER, #HAFER, BRELERFLEF TN, BREMARFHMELTKRIZER, B#
ERAFMBELRZNER, BAELERE —EF¥FN, MBZEER, RMEER, gHERK
FHEBEATILEER

10

B 5 M AR

Autoimmune Hypophysitis

EHMEMARFHBILERAREER, EHEMRFHBEALTBAER, T8 EMKFHREIL T
B, EHERAFERER, EMERALHBETHLEEFFN, gHEHAFHELTFE
B, A E R K RER, LR EHRFRT ER, MATQER, A AFERFER, LEKFE
—ER, PEEFRFRACTHMER, LERFEZER, EREMHAFHBELERCER, L E
B, LERFARER, FHRAFER, sHERARFRBELEREER, EHERAFREILTZ
NER, MEREEERE —EFHS, RMEER, AHEHAFHELTLEER

11

EEE R &N
Autoimmune Insulin
Receptopathy (Type B insulin

resistance)

EHMEMRFHBILTAEER, THERAFHEATRTER, g ERKFHEALTHIZE
R, BHEHARFHEBEEMILEEFT O, LRFEEKEER, MATCER, kEA¥E —ER,

PEEFAERITIWMER, LR AFEZER, LT ER, BAESERFLEFTC, EHER
RFEWBEALTERZER, aHEMARFWBELRZNER, BRELERF —EFTN, RNLE
R, EHERAFHELTLEER

12

B — 1 Bt Al Bl Sk Z I

Beta—-ketothiolase Deficiency

IFERFE—ER, FEEFHFRALEMAER, XA FARER, 58 EMKFHRELTZ T
B, BMEMAFMBELTETER, ERERALFMBEERLEEF TN, BRERAFNE
AFILEE R




13

A W) 3 B R ZAE

Biotinidase Deficiency

EMERARFWEILTAFER, oM ERRFHRBLTRAEER, w8 EMRFHEATHE
El, EHERAFERER, eHERAFHEEMILEEF T, MAPOER, LXAFE —
Bl FEEFRFRAAMMER, AEAXFARER, e ERXFHBELT LT ER, BKE L
ERE—EFHS, gHERAFHELTILEELR

14

BT

Cardic Ion Channelopathies

PEEFMFRESNER, EHERAFHBELABTER, aHEMNARFHBELXER, Lk
BER (FEAFE-—MEER), eHERAFERER, sHERAFHEERLEEF TN,
A EMRFIBA T T EER, LFFERRER, P BEHRFRT ER, MUK F 0 ER, L
AFF—ER, PEEFHF AT ER, s EMHAFHBELAELIZER, LXAFE=E
W, B EMRFMBELTRCER, LXER, AEXAFARER, e HERKFHBELTZNE
e, MERER, aHERAFHMELTLEELR

15

JR R M R R Z

Carnitine Deficiency

IFERFE—ER, FEEFHFRLEMAER, AXAFE ZER, LEKFARER, £ 8 A4
B, BMEMAFMBELEREZER, EHRERAFMBELEZNER, BAELERE —EF
F, EHMEMAFMBELTEETER, ERERAFMBELERAKEER, LrEEER (FE
AKFF-MBER) , EMERRFERER, gMERAFLHEEHLEEF TN, MRAFQE
e, B EMRFHBELTILEER

16

Castleman Jg

Castleman Disease

AFERFE—ER, FEEFHFRALEHAER, g M ERRFMBELAELIZER, LT AFSE

ZER, EHEMARFHBELERCER, LR ER, LXRFARER, ¥HOFER, BRELE
RELEFTN, GHEMAFRBELAZNER, BAELERE —EFTN, BHEMKFR
BARRAKEER, vHEMAFHBELTHAMER, EHERAFWELTBTER, w4 EH
RFEMBREANER, LR PEER (FERFE—HEER) , vHERAFERER, gHER
R¥EMBEHLEEFFN, LXGHER, LrTCmER, sHERAFHELTFEER,

AR FEARFREITER EMRR), b ER, LR FEKRER, L FEHRFRT

B, A FOER, X KFEFER, LR TR RER, RALER, B4 ERAFHBILTL
EER




17

ik B WL 25 45 I

Charcot-Marie-Tooth Disease

RFAFE—ER, PREFRFRARDPER, FEEFHFREDIIER, LR ATFEZE
B, 44 R K I B B, LKA RERE, o B AKFER, MACE SRS HEY P
N, EWERKEMBLE LR ER, BRESERE—EL PO, ERRIHLFL R R
SER, EMERKEMELTRAREDR, GHERAEMELTANER, HEAYERER
(RER¥PEELSER) . EMERAFHBLTHTER, EHERKEHBELER, &
MEMAYZWRAER, LATENESLENR, EHEAKYERER, HHENKLIEY
HLRES 0, LFTOMER, 4 ERKSE NI E B, LRk RER, L5 E
5 A% EZ B ER, MR P00 E R, LR AFERER, A% SR, EHERASHBLTLEE
IK]r:‘E

18

JNEBR 1 AE

Citrullinemia

EMERAFWEILTAFER, aHEMRFRBEALTHAMER, LXEEER (FERFEE—
MEER) , BHRERAFERER, sHERAFHEBEEHRILEEFFN, gHERKFREL
FHEER, LEARFE—ER, PEEFHFRALAMMER, LXRFARER, BRELERS
—EFH, eHERAFHELTILEELR

19

EAME LEAEIR
Congenital Adrenal Hypoplasia

EHMEMRFRBILERAEER, BHEMRFHBELTHAEER, 8 EMKFEHRETHEA
Bk, LXEBEER, EHERAFHELTHIZER, sHERA¥ERER, GMEMRFEH
BE#MLEEFFN, WREEKEER, LR K¥FE —ER, PEEFHFRALTIHAER, g4 E
PRAFMBA R ELRER, bR AFFE ZER, e W ERAFHMBILTECER, X ER, LA
FARER, PHAFER, BAERERFLEFFN, EHRERRFHBILEKEZER, w4 E
PMAFMBELEZNER, BEAELERE —EFFN, MELER, RMEER, g#HEMKF
fitB AL L E E R

20

56 R v iR B 2 R o
Congenital Hyperinsulinemic

Hypoglycemia

EHMEMARFNBILERAEER, BHMEMRFHBELTHAEER, 4 EMKFEWRETHEA
B, BHMEMAFMBELTEEZER, EHRERAFERER, EAERAFHNBETHILEESF
0, EHERAFHMBL R FERER, LXFEKRER, L K¥E —EfR, FEEFHFRILT
WRER, LERFEZER, LRER, AR RFARER, BAELERFLEF TN, THER
RFEWBALTZNER, BRELERF —EFTN, MELER, RMEER, T ERMNAFH
BT )LEER




21

S RMEALE N 47 BAE

Congenital Myasthenic Syndrome

EMERALHMBEHLEEF TN, MEAFE —ER, PEEFRFRALTHMER, FEES
PERERIIFER, LEAFEZER, eHERAFHELEECER, LXXFARER, 8
REER, BRELRERFLEFFC, MRELERE —EFH0, WERFERER (FEX
FHRELEGER) , BRERAFHMBELXNER, eMEMAF MU ER, NITEINL
RER, EHERAFERER, vHERARFHBELTFEER, L FEKRER, AT E
e, B ER RSB ILEER

22

EREMNBEE (FEXRFTEREMNEE
ZEEAL)
Congenital Myotonia Syndrome

(Non-Dystrophic Myotonia, NDM)

EMEMRFIHBALTAMER, L A¥F—ER, FEEFHFRALEBER, B EFHF
MEMIHER, LXARFEZER, LXRFARER, FHAFER, BAFLERELESF
N, BBRERERE —EFFTS, EMEMAFMEAXER, HERRKFMMHER, NI
THHANIEER, EHRERAFERER, BAERALHETHLEEF TN, gHEMASF
BT FEER, LR EEKREER, MATCER, X AFERER, LXTMXXER, &4
B AFHBE AL L& E R

23

ERERAANE

Congenital Scoliosis

PEEFAERATIMER, LR AFE —ER, LE T ECER, AR RFEZER, L AFA
RER e ERAFHELTRZER, BRELERF —EFT0, BXRAHAMTFOWE
REER, aMERAFHBATRARER, EMERNKFHBLTHARER, L& RERF
MER, HEAFIRER (FRAFTHESGER) . BAERAFMBITRITER, HH
EMAFHEAER, L EEER (FERFF-—MEER) , NIEHEBNILER, HH
ERAFERER, BHREMAFHEEHILEEFF O, EREMNAFHELTFEER, £ E T
ERFRERER, LRFEHZRFARENTER ENRK), LR EEKRER, EEER, e #E
MAFMBEALTILEER

24

TR T RY T

Coronary Artery Ectasia

PEEFAERITIMER, LEAFE —ER, g EMFRFRBELTELIRER, LR AFSE
ZER, g HEMARFHBELERCER, L ER, LXK FARER, &4 ER AFHE AT Z 0
B, BERELERE —EFFT0, LrBRAER, LETHEZXER, PEEFHRFRESIER,
TAERAFMBI T RTER, LXEMER, EHRERAFMBEEXNER, NIEEHNIE
B, tEmPARTEER, sHERAFERER, sHERAFHEBEERLEEF+O, A
FHEZER, sHERAFHBLTFEER, LXFEHAFAALITER GEMNRERX), LrFkk
RER, L FEHRFRTER, MATFOER, LXK FERER, MEL&EER, LXK E
e, RALEER, BHEMAFMRELTILEER




25

SERMELE L A IR A

Diamond-Blackfan Anemia

X ARFE—ER, FEEFHFRALAHMER, eMEMNAFHBEL A ELIZER, LT AFHE
ZER EMERARFHMBELTRCER, LXRFARER, BMEMNRFHBEITZNER, LT
wiEER, EMEMAFMBELARARER, sHERAFHEALTAMER, LETEZKE
B, AETHLRE—ER, EHERAFHRELABTER, gHEMNRFHBEXER, ¥
ERAFERER, BMEMAFHEEHLEEFF O, LXFEHARFRENER GEMEX),
A EER, A FEKRER, MAFCER, L AFETER, #AELERE —EFF
N, EHEMAFHBEALTLEER

26

Erdheim—Chester JF

Erdheim—Chester Disease

IFEARFE—BER, PEEFRFRATBAER, EREMRFHBIL T HEZER, LXKFF
ZER eHMERARFHRBLTRCER, LR RFARER, B EMRFHEITRIZER, &4
ERAFMBELERARER, BHEMKFRBITZER, &8 EMKFHIE BT ER,
EHERAFERER, e EHARFHBEEHLEEFFO, LR FEHRFREER GEME
X), ALK F N E R

27

ERER

Fabry Disease

PEEFAERITIWMER, LEAFE —ER, FEEFRFREVIIFER, LERFE=E
W, EHWEMAFHMB LR CER, LXER, LXK FARER, ¥ 0 ZFER, B8 EMKFR
BATZNER, BHMEMAFWEILTHEER, FEREFHFREIER, BHERKFIHE
IR BAER, EHERRFMBEEANER, sHEMAFRBHER, NITETNILER,
EHMEMAFERER, BHRERAFNBEHLEEF T, LETCHER, gHEMKFH
Bl FEER, L EEKRER, MATCER MRELERE —EFH0, MELER, B4
ERAFHEALTILEELR

28

R o i

Familial Mediterranean Fever

PEEFAERITIMER, LEAFE —ER, X AFARER, ¥ HAFER, g8 EMFAF
BT Z N ER, BMEMARFHELTHARER, sHERAFHBLTRTER, BHER
RFEMBEA)LEEFFN, MAFVER, B8 ERAFHEATLEER

29

J6 ¥ B3t

Fanconi Anemia

PEEFAERITINMER, LR AFE —ER, X AFE ZEMR, g ERFH BT FEC
ER, AT ER, AXAFARER, e HERARFHBLELZNER, BAELERE —EFFN,
EHMEMRFNBILERAKEER, BHMEMRFHBELTHAEER, 8 EMKFERETHEA
Ebt, EHREMNAFHBEEXER, eHERAFERER, sHERNRFHEERILEEFFN,
IAFrFEHRFRENTER ENRX), FEFERFRERER, L& EER, b i E R,
AT E KR ER, ALK T8 BB, b7k E b E




30

$ LM f

Galactosemia

EMEMRFIHBLZRAREER, EHEMRFHBEALTAMER, &4 EMKFHE AT T
Eht, dLxEER FEXFF—MEER) , EMEMARFHBEEMLEEF TN, LEXF
FER, FEEFHFRALAMAER, LXXFEZER, LR AXFARER, e HERAFHE
IFrZnElR, MEERERE —EF+N, EHREHAFHELTILEER

31

X A

Gaucher’ s Disease

PEEFRFRAATWER, e W ERAFHME LA ELEER, A AFEZER, LEKFA
RER, LEARFE—ER, EHERAFHELTZNER, BERELERE —EFTN, EHE
MAFMBALTLEER, EHERAFMELTAMER, sHEMNRFHBETEAER, &
MEMARFERER, GHERAFHBEERLEESFTN, LEFEARFREITER GEMNK
X), s#HERAFIHBELFTHEZER, L FEKEER, MAFOER, LEEEER,

32

2R MEEATL S

Generalized Myasthenia Gravis

PEEFMERITIWMER, LEAFEZER, g EMFRFRBELEECER, LXER, X
RFARER, WX RFE—ER, FHOFER, BAELERFLEFTN, gHEMNKEWE
IR ZNER, BAELERE —EF+C, BEXREHAMAFCHMBEREZER, BMEMKSF
BT RARER, sHERAFHBLTHAMER, brftER, HERFERER (FE
R¥FTHELECER) , BHRERAFWEILTHAER, sHERAFHELXER, gHER
RFEZWAHER, L EER (FERFF-—MEER) , NIEHEFNILER, TAER
AFWRERALTHIZER, sHEMHARFERER, ERERNAFMBEERLEEF TN, LEEE
B, LrfEER, FEESRFREVIFER, LETCMER, X AXKEARER,
IFETAXRFAELEGER, g8 EFRFRBEALT FEER, g8 EMHXFHE AT % ER,
AFFEERRER, X FEARFE MBER, X P EHRFRTER, MRXFOER, LXK
FERER, LELFER, MEEER, LETMXKER, RNLEER, sHERNAFHEAT
JLEER

33

Gitelman %Z&4E

Gitelman Syndrome

FPEEFRFRATHMER, AXARFEZER, LXAFE —ER, LXER, LXRFARE
W, BEAESERFLEFTN, EHERAFHBELTRZER, EMERAFHNBELTZNER,
EHMEMRFHBLERAEER, LERUER, EHEMRFHRBEL B ER, NIEHEH
MRRER, EHRERAFHBEALXHEER, sHMERAFERER, THEMNKFHREETHL
EEFFQ, EXeMAA TR N ER, EHRERAFHELEFEERR, LXFFKRER, AT
AERNER, BAEEERE —EFH0, MELER, LETMXKER, RALER, a4 EFR
RFMBALFINEER




34

KB E 1A
Glutaric Acidemia Type I

IFEARFE—BER, PEHEFRFRALTMHER, LXAFEZER, LXK FARER, A&
Eft, sMERAFMELTZNER, sHERAFHELTATER, gHEMAFHRELT
HAMER, EHERAFMELTRAER, sHERAF EEAER, brfGEER (FFEX
FHE-MEER) , BITEANILER, eMEMNAFERER, EHRERAFHETHILE
EFHw, BxeNAare hER, aHERAFHELTFEER, AT OER, #KE L
ERE—EFH, WETHXKER, afERAFHRELTILEELR

35

ERERRF (1A, TA)
Glycogen Storage Disease (Type I.

I1)

EHMEHARFHBILERAEER, LEAFE—ER, PEHEFRFRATHMER, LEKFE
ZER, gWEMAFHRBELERCER, L ER, LXAFARER, ¥HXFER, BHERK
FHBLEHEER, BHERAFHRBELTBRTER, NAFETNILER, BHERKFH
BAFHIZER, ERERAFWEEHILEES T O, LEBEER, aHERAFHEITE
ZER, AT FERRER, MATCER, LEAFERER, BAELERFLEFFN, HHE
MARFMBILTZNER, BRESERE —EFTQ, MELER, eHERAFHMELTLE
= e

36

bl &/

Hemophilia

FPEEFMERILTHMER, EHERAFHBELTHLEER, LXAFEZER, e ERK
FHBALRECER, AR ARFE —ER, LXER, LXRFARER, B4 EMKXFRBEILTZ N
B, BHEMAFMBELERKEER, sHEMRFMWBELTAMER, LxTEZRKER,
EMERAFHEILTBAER, LEEEER (FEAF¥E —HMEER) , sHERAF¥ERE
e, AEEERKRER, gHEMAFHRBEERLEEFFQ, BXBMNAFLTEER, L+
EHRFARAENER @EMNRERX), WX HEZER, LrsEER, MAFCER, kX XFERTE
MR ERERE —EFFN, RMEER, EHERAFHENTILEER




37

FF ARAZ L
Hepatolenticular

Degeneration (Wilson Disease)

IFrARFE—ER, FEEFHF R AER, gMEMRFHBE LA E LR ER, ¥ B ES#
FREMHIFER, LXRFEZER, e EHRFHRBLTRAREER, a8 EMNRFHET
FAMER, EHERAFHBELTRAER, sHERNAFHELXER, B8 EMKT = &R
Eft, NSEHEBNILER, aHERAFHMBELTHIZER, eHERAFERER, sHE
MAFMBEMLEES T, LXEXER, EMERAFHNELTTEER, BHERAFHE
L ER, LR EEKRER, EMEMNARFHRETZRER, LT EHRFERTER, L
EER, MAFCER, LXK FERFER, X AFEANER, §# EFKFIRELTE{CER,
AFER, LXAFARER, FHAFER, BAEFLERFLEFTN, EHEMKFIBEIT
ZNER, MEERERS —E¥FN, MEEER, BAERAFHEATILEER

38

35 15 P A P K
Hereditary Angioedema (HAE)

IEARFFEZER, EHRERAFHELAECER, AXER, bXARFE—ER, FEEFRFR
A ER, B8 EMKFHBLTRELIRER, P EEFRFREVIFER, LERAFARE
Be, #HAFER, sHERHRFRBELTZNER, EHRERAFHELTILEER, HERKX
FHMBEAXER, eHWERAFHMBELAHZER, EHREMAFERER, EHREHARFHEYT
HLEEF P, BXRERAFEENER, PEYERFRERER, WX AFEFER

39

WM KT AR AR RE

Hereditary Epidermolysis Bullosa

IFERFEZER, LXER, AEAFARER, WX KFF—ER, ©EEFHF R A E
e, P HAFER, eHERAFHBELABAER, EHRERAFHBEEXER, vHERAFE=Z
MM ER, EHRERAFHBELREER, sHERAFHMBEMLEES T, EHERK
FHBATFEER, FETEMNFRERER, MAFQER, ¥ EEFHFREVIFER, Bk
FRERE —BEFFN, sHEMHAFHELTILEER

40

P RAE A T AR

Hereditary Fructose Intolerance

IFERFARER, FEEFHFRALTEMAER, LEAFE —ER, 58 EMKFRBELERAK
BER, gHEMAFMBELTETER, RERAEMBEERLEEF TN, BRELERS
EEFHN, sHERAFHEATILEER

41

i P R LE

Hereditary Hypomagnesemia

IERFARER, LXAFE—ER, FEEFRFRARBAER, WX KFF = ER, B4 EFRM
AFEWREATZNER, asHEMNRFRNBELTAMER, sHEMNRFHBELTBAER, ¥4
ERAFHMBERLEEFFN, AXFEEKRER, MAELERE —EF T, gHERKFEH
BT )LEER

_10_




42

WA S R AR e T R
Hereditary Multi—infarct Dementia
(Cerebral Autosomal Dominant
Arteriopathy with Subcortical
Infarcts and Leukoencephalopathy,
CADASIL)

EHMERAFWELTRZER, aHERRFRBELTZNER, HHERKFREILTRARE
El, BHEMAFMBLTAWER, X KFHE—ER, ©EEFHF BT A ER, L5
ETLER, PEEFHFREMIER, LXXFFE ZER, WEAFEIRER(EFAFTHES
eER) , EHERAFMELTRAER, sHERNAFHELZXER, HHEMKT = &R
Eft, brEER (FPAFE-—MEER), NITEBNILER, BMERAFERER,
EHMEMAFHBEHMILEEF T, AT CMER, B8 EMKFIBILTFEER, LFFE
KRER, LXFEARFEMBER, X FEHRFATER, MAFCER, LXXFEFE
B, LR ZFER, AEXAFEANER, EHERAFHBLTEECER, X AXFARER, ¥ HKX
HER, BEAELERFLEFTN, MERER, sHERAFHELT LEER

43

TR AR

Hereditary Spastic Paraplegia

EMERARFHELERCER, LEAFARER, FHAFER, BAELERFLEFFV,
EMEMRFIHBILTZNER, BAEFLERE —EFFN, gHMEMAFHBELERARER,
EMEMRFIHBALTAMER, L AFF—ER, FEEFHFRALEBER, ¥ B EFHF
MEMIIMER, LXARFEZER, FERFERER (FERFFEELSER) , gHERK
FHBELTBAER, eRERAFMBEXNER, e HERAF HBAER, LG ER F
FRFE-WEER) , NSEEANILER, EHRERAFERER, TMEMNALHETH
JEEFF, BExafaddtre JER, LET-mER, aHERAFHRELTFEER,
AFFEKRER, LR FEHRFEMBEER, MATFOER, LXXFERER, LXZFE
e, L KFFEANER, LETIMXXER, EHEHARFHETILEER

44

AR A 6 B B B2 E
Holocarboxylase Synthetase

Deficiency

IAFERFARER, PEEFRFRATBAER, WX KFE—ER, B8 EMKFHRBEALTE”
Eft, sMERAFHMBELERARER, EMERAFERER, ENERAFHEEHILEE
FHN, BEAESERE -EFTN, eMEMAFMBEALTILEER
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45

IR 2 2 ot 2 B i AE

Homocysteinemia

EHEMRFHELXAFTER, gHMEMAFHBELERAKREER, FEEFHFRILAHME
B, kX ARFE—ER, LXER, LXAFARER, FHAFER, afMERAFHREILTHZE
e, EMERAFERER, eHERAFHEEHLEEF TS, gHERAFHREL T E L
EW, LR RFEZER, e ERHRFHRBELTHAMER, LxfECER, LrTHaKER, F
EEFHFRENER, EHERAFHELTRAER, aHEHARF MR ER, LX®E
B (FERFE-—WEER) , NIERMMILER, LxTCmER, brg@ER, BX
REAHAM TP OMBEREER, LEFTAXRFAELSGER, EHEMARFHEILTFEER,
PEFEMFRETER, LR EKRER, LR FEHRFRTER, MAFCER, L AFE
FRER, L KRFEANER, e HERHRFRBELTRCER, BAELERELEF TN, EHER
ARF¥FMBLTEILEER

46

46 F R M e B B B2 M

Homozygous Hypercholesterolemia

EHMEMARFHBLERAEER, EHREMAFHBELEAMER, PEEFRFRENER,
IFERFE—BER, PEEFRFRATBAER, i ECER, & B ESHFRED I ER,
IEARFEZER, EHRERAFHELAECER, AXER, X RFARER, BAELERE
EEFHG, sHERAFMBLRZNER, MAERERE —EF+N, gHEMAFHREL
THMAER, ERERALHEBETHLEEF TN, EXEMAFTE N ER, &4 E/N A
BAr s EER, L FEKRER, LXFEHRFRTER, A FCER, L KFEFER,
EHMERARFHBEITILEER

47

T AW ERR

Huntington Disease

EHMEMRFHBILERAKEER, e HERAFHBEALTHAMER, X AFE—ER, FEEF
MERAThMER, FEEFRFREVIER, AXAFEZER, LXAFEAER, EHE
MAFMBLZRCER, X RFARER, # 8 KAFER, LXTEzKER, HER¥ERE
R (FRARFFEELGER) , eHERAFHBELRBAER, EHEMRFHBERLXER,
EHERAFHRHAER, NATHERNILER, oMEMNRFHRELTHIZER, vHEHR
R¥FERER, EHEHARFHBEEHLEEFTN, BEXERASERIER, gHERNKF
BT EER e ERHAFHBLTEZER, LXEEKRER, LXFEHZAFAT ER,
MARFOER, AEAFERER, LEEFER BAELERELEF T, gHEMFKFHEAL
TENER, BEELERE —EFHS, MERLER, BHRERAFMELTILEER
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HHH % &4F

IERFE—ER, FEEFHFRLEMAER, AXAFARER, BEAELERE —EFFN,

18 | fyperornithinaenia iuyperamonien | oy 4 oy & 4 BB, EHEMAYHBERLEESF O, EHEHAERELTLEER
ia—Homocitrullinuria Syndrome
EHERATHBLTETER, LRAYE—ER, FEHEFHERIAIMER, &8 EFAS
o L MELERCER A FEAFARER, #HARER, sHERALHELERAEER, ¥4 E
49 o HAYHMELZHHER, LXTEZRER, SHERAYHEBLTRTER, YHEMAYY
Hyperphenylalaninemia RER, SHEHASHMEBEHLEESHS, ARAELERE—EXHO, SHEMAEMEL
FLEER
P Ak EER, W RATE—ER, PEESHF LT MER, kAT E - ER, LRE
50 , B, LEAFARER, MAELERELESF PO, EHERAEMBLRENER, sHERK
flypophosphatasia BN ERABER, YHENAIHEBEEHLEES IS, vHERASHEBEL T TER
Ak EER, AR T EGAFE - MBER, L AT E—ER, 7 HEFHFRLEDE
(b R B N EAFEZER L RER, A RAFARER, EHERAYMEBELTZNER, RAELE
51 - GE—EEEN, CHERHALMBELERAEER, CHEMALMEBELTHEER, LEHk
Hypophosphatemic Rickets El, LRTEZRER, vHEMASHMEBLTRTER, SHEMNASERER, YHEMNKX
FRBEHLEES S, WETEHER, sHERASHELTILEER
FEHEFRFRENER, LRAFE B, FEEFHFRILRBMER, G35 EAFAFREL
‘ FHEEER, LRASEER, b HEMASMBLRACER, LXER, kAL ARER,
. B 4 T UL EHERASMBLRZNER, LRAVER, SHEMASMBLTRTER, ¥4 EMNAY

Idiopathic Cardiomyopathy

MBEXER, LXPEER (FEX¥F—WEER) , NIFETNILER, gHEMKF
ERER, EHRERAFHBEERLEEFT O, eHRERAFHBELTRFERR, L HEKRE
e, MEFEHRFATER MATCER MRELERE —EF+N, RMEER,
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53

I8 R R R e R 3 e e R Tl B RR
JE
Idiopathic Hypogonadotropic
Hypogonadism

EHMEMRFHBILERAKEER, LERFE—ER, FEHEFRFRATHMER, LEKRF%E
ZER, ARER, LERFARER, BHEMRFHBELTKIZER, w4 ERFAFHET LN
B, BHERAFHMBELTETER, EHRERAFHEERHLEEF O, LEFEKEER,
IAFEFEHRFRATER MAERERFLEF TN, MEREEERE —EF+H0, LXHMXKX
Bk, RMEER, eHERAFHMELTILEER

54

R R 5 Jok v
Idiopathic Pulmonary Arterial

Hypertension

PEEFMFRENER, LEAFE—ER, FEEFHFRALRBMER, 58 EM/AFHEA
FHAETER, LR RFFZER, LR ER, LXAFARER, e ERAFERER, gHER
RFEMBEHLEEFFN, EHERRFWEITZNER, aHERAFHEATHMEER,
FERFERER (FERFTFHELCER) , BHREMAFMBILTEAER, L ¥EEER
(HFERFE-—MEER) , NAFETNILER, LEFTFARFEERER, EXREMNAELR
EAER, LEBEER, LETCMmER, BRMERAFHBILTFEERR, LR EFEKEER,
AR FEHRFRTER, MAFCER, MREER, RMEER, sHERAFHELTILEE
bt

55

5 A i AT AL

Idiopathic Pulmonary Fibrosis

FPEEFHFRATHMER, AXTFe T HELGER, b HERAFHBELXHLIRER, L
FRFEZER, AEARFE—ER, LXER, LERFARER, ¥ HAFER, g#HEMNKFH
BAFZNER, BMEMRFRBILTHEER, LrTFzRER, HEXFIRER (FE
R¥THELECER) , LXEMER, LRBEER, NMIFETNILER, LETFAK S
EER, aHEMAFWELEHZER, sHEMARFERER, sHRERALMBEERILEE
FrN, LEFEER, AXBRER, LxFCMER, U sEER, T AXREEES
eER, PETEMNER ZITERER, EHRERAFHE LT T EER, LXFFKRER, L%
PEARFEMEER, X FEARFRTER, MAFCER, LEEFER, BRFELERSE
—EFRS, MEREER, RMLEER,
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56

18G4 A8 X IR
IgG4 related Disease

FEEFRFRATWER, AT AFE—ER, LETECER, a8 ERAFH BT LS
B, X AFEZER, e HERAFHNELAAMER, EHREMHRFHBLTHIZER, T
ERAFERER, BMEMNAFHEEHLEEFF O, LXEFER, e EMRFHREALTE
CER, LXER, LXAFARER, #HXFER, BAELERFLEF TN, gHERKFH
BAXRIZER, BMEMRFRBILTZNER, BRESERE —EFHQ, LERALER,
AEFTEZRER, eHERAFNBELTBTER, sHERHRFHRBELXER, LXBEER,
FMERAFL HBAER, LrPEER (FRAFE-WEER) , NSEEHANILER,
ArEFEER, LEEEER, dXTCmER, tXeHER, PEFERFR ZITERBEK,
EHMEMRFHBIL T FEER, PETEMSFRERER, e ERAFHEATEZER, LT
HEKRER, LXFEHRFRTER, MAFOER, LXXFERER, MZLEER, FETE
PRI ER, XM XER, LXFEER, RMEER, eRMERAFHELTLEE
Bt

57

S R MR TR &k R A
Inborn Errors of Bile Acid

Synthesis

IFERFE—ER, FEEFHFRALEHAER, AXAFARER, ¥ HATER, M EMKSE
MEEHLEEST S, sHERAFHMBELTRTER, BXREMAALTR S ER, HHER
AFEWREATEZER, MAELERELEFFQ

58

R B M AE

Isovaleric Acidemia

IAFERFARER, EHERRFRBILEREZER, EHEHRFHBLTETER, LERFE
—ER, FEEFRFRATHMER, L EEER (FEAFE-—HMEER) , BHERAFE
RER, sHERAFHEBEERLEEFFO, LRRFERER, BRELERFE —EFFN, ¥
HEMKFIHBELTLEER

59

IR & ZaAE

Kallmann Syndrome

IFERFEZER, LXER, AXAFARER, BEAELERFLEFFN, MEFEKRER,
IFERFE—ER, FEEFHFRLEHAER, e HERHRFMBEL T KIZER, gMEMKSF
BT Z N ER, BMEMARFHELTETER, sHERAFHBLERAEER, dLx#
HER, EHMEMAFMBELTETER, EHEMAEMBE LT EZER, GHERAERET
HILEEFFG, BEREFLRERE —EFH0, MELER, BHRERAFHETILEER
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60

B A X AT 4 40 4 3 A

Langerhans Cell Histiocytosis

IFrARFE—ER, FEEFHF R AER, gMEMNAFHBEL X ELIZER, LT AFHE
ZER, EWEMAFHRBELERCER, L ER, LXAFARER, ¥HXFER, BHERKA
FHBALRRIZER, eHEMAFHMBELRZNER, EHREHAFHBILERAREER, BH
ERAFHMELTANMER, HEMAFHELERAER, vHERAFHBELZXER, X
feEER, EREMAFMEAER, NITERNILER, s ERAFHETHIZER,
EHMEMAFERER, BHRERAFHEEHLEEF T O, LEBEER, L TCHER,
EMEMRFHBATFEER, AP EARFREITER GERMBEX), LR ER, L&
MER, LrEEeKRER, MAFCER, KX AFERER, BAELERF —EF+0, LXK
FORER, MEEER, RMEER, EHERAFHELTLEER

61

KR AR

Laron Syndrome

EHMEMRFMBLERKEER, s HERAFHBEERLEEFF, AEARFE—ER, F
EFRFRATHER, A AFARER, EHEMRFHBELTLEER

62

Leber 1 & M 4 4 i &
Leber Hereditary Optic Neuropathy

EMEMRFIHBALTAMER, L AFE —ER, FEEFHFRALEBMER, ¥ B EFHF
REHIIFER, LERFEZER, ERERRFHBILTRCER, X AFARER, BHE L
ERFLEFFC, sHERRFRBLEZNER, BAELERE —EF+0, HERXFER
Eft (FEAFFEELGER) , asHERAFHMBELXER, sHERAFZBUMER, ¥
MEMARFERER, s HERHARFREEHRLEEFFN, sHEMHRFHRELTFEER, LX
PEARFF ZMBER, MATQER, X AFERFER, LETECER, MELER, FET
ERFRERAER, aHERAFHELTLEELR

63

K4k -2 B AR A A B ZIE
Long Chain 3-hydroxyacyl—-CoA

Dehydrogenase Deficiency

EHMEMRFRBILTETER, EREMRFHBEERLEEFFN, LERFE—ER, FEHE
FRHERERER, X AFARER, BAELERE —EF+ 0, EHEMNRFHELTIL
EER
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AEARFARER, EHERAFHEILTZNER, EAFE—ER, 78 EFFF R A
B, e ERAFHMBEL T LERER, X AFEZER, e HERAFHELEECER, LX

64 B LI Bl EHEMAEMELTHEER, LETEZRER, LRGEER, bAEENN 45 ER,
Lymphangioleiomyomatosis (LAM) EHMERAFERER, GHERAFHEEHLEEFHO, LEEEZER, v ERAFIRE
AR EER, FEFERFERERER, WX FEKEER, MATCER, W EE2FER, BHEF
BRERE —EFH, RMEER,
65 LEN Y RN & AHEAFARER, PEEFHAFRAOEMMER, A XAFE —ER, e EFAFHEEHILE
Lysinuric Protein Intolerance E¥H, BHERAAEFHRELTILEER
” B R T e i g R 2 EHMERAFHEGHILEEFH O, WEARFE—ER, FEEFHFRATHHER, L X KF
Lysosomal Acid Lipase Deficiency ARER, eHMEFAFRELTEILEER
FEEFRFRAMMER, ARAFEZER, WX AFE —ER, LEXARFARER, 54 ER
- KEMBLFENER, EHENALMBLTAFER, SHERAYRBLTAMER, 44
67 , . ERAFHEBELTETER, bXEEER (FEAFE—MEER) , oM ERXKFHEI T
Maple Syrup Urine Disease FER, EHERAYMBEEHLEESPS, BRELERE —EX TS, HERKEHEL
7ILEER
MEAFE—ER, FEHEFRAFRATHMER, oW EFAFHEBEEMILEEFF O, gHEFR
AFMBTHLIZER, WX RKFEZER, EHERAFHELZRCER, LXER, bEKXF
‘ ARER, GMERKFHELERIZER, v ERAFHEILTZNER, g8 ERAFHEIL
63 5o THRKEER, YHEMAFHMBLTHAMER, PEEFRSRENER, THEFNAFHEL

Marfan Syndrome

HER, NREHEBNILER, sHERAFERER, sHERAFHELTFEER, +EH+
ERFRERER, MATQER, L RFERFER, LrXwECER, BAELERE —EFF
N, PEFERFRRAER, XX REFRMAER, AXFEER, RMEER, eHERK
FHEAFILEER
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69

McCune—Albrigh 4 &4EF
McCune—Albright Syndrome

AR ER, X AFARER, WX AFE —EfR, PEEFHFRATHMELR, 548 ERNKFHE
X RIZER, EMEMAFMBELRZNER, EMEMAFMBELARAREER, HERK
FHBELTBAER, EHRERAF —MEAER, EMEMNAFHBEL T IZER, EMEMKX
FHEBERILEEFT N, MAERERS —BEFHN, LRAFORER, gHEMNAFHREL
FILEER

70

R BE AR R A A B SZE
Medium Chain Acyl-CoA

Dehydrogenase Deficiency

EHMEMRFHBILTETER, LXAFF—ER, PEEFHFRALTEBAER, LXXFAR
B MRELERE —EXTN, gHERAFERER, sHERARFHBEERLEEFFN,
MAFCER, gHERNKXFHBEALTILEER

71

H AL B E

Methylmalonic Academia

AR RFEZBER, M EMRFRBITRCER, X ARFE —ER, ©EEFHF R
B, AR RFARER, FHOFER, BHEMNAEMRBELTETER, 8 EMNKERELX
RAAREER, sHEMNAFMBALTHAMER, EHEMNKFMRBLTHAER, T8 E/NKFH
BEXER, EHREMAFZHRMER, LrEEER (FEAFE-—MBER) ., NIEHEN
MREER, EHRERAFERER, sHERAFHBEEHILEEFT G, gHEMREHEAL
THREER, A FEEKRER, AT CER, LEAFERER, B8 EMXFRBILTZNTE
b, MUERERE —EFHS, EHEHRFHELTILEELR

12

Mitochodrial Encephalomyopathy

PEEFAERITIWMER, LEAFE —ER, FEEFRFREVIIFER, LEXFE=E
W, EHWERARFHMBLERARER, sHERAFHBELTAMER, FERFERER (F¥
R¥THELECER) , BMERAFWEBILTHAER, s HERAFHELXER, gHER
R¥FMRHER, LrPEER (FERFE—HEER) , NATHEBNILER, gHER
AFEWRERALTHIZER, sHEMNRFERER, EHRERAFMBEERLEEFF, LxF
foER, EMERAFHMBELTFEERR, LXEERKERER, L P EHARFE B ER, L+
EHRFRTER, MAFTCER, LR KFETER, LXKFFANER, 54 E/”KFHEATE
CER, LRER, LXAFARER, FHRFER, BAELERFLEFTN, GHEMKFMH
BT ENER, BERELERS —EFH0, MELER, LETMXRER, &8 EMAFEM
BALF)LEER
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13

B2 R RUE

Mucopolysaccharidosis

IAFEARFE—BER, PEEFRFRATMAER, kX RKFFEZER, e ERAFHBEALTFC
ER, LR ER, AEAFARER, BHERAFMBLERIZER, a8 ERRFHRELZRAE
Eft, sMERAFHMBELTRTER, sHERAFERER, eHERAFHREERLEESF
Fo, EXRERASAEENER, AEEEER, LrEERRER, MATCER, BRELE
RE—EFHG, MREER, eMEMAFHEFILEER

74

% M AZ 2 A
Multifocal Motor Neuropathy

FPEEFRFRACTWMER, AEAFE—ER, PEEFRFREDIHIFER, LERFEZE
B, EHWERAFHMBELERARER, sHERAFHMBELTHAMER, FEAFIRER (¥
RF¥FFHEELCER) , eHERAFHBELTRTER, EHREMNRFHELEXER, vHER
RFZMBAER, brfEER (FEAFE-—MEER) , NITHEBNILER, gHER
RFERER, sHERAFHBERILEEFFC, sHERAFHBELEFEER, #EMK
FHEBLTEHEZER, L FEKRER, L P EHRFEMEER, MA+FCER, L KFE
FRER, LREFER, LEAFFEASER, EHRERRFRBILTRCER, X AFARER, ¥
HABFER, MRELERFLES TS, gHERAFHMELRZNER, BAELERS —E
FHN, MELER, EHEMAFHELTILEER

15

% MBI B A AR G2
Multiple Acyl-CoA Dehydrogenase

Deficiency

PHAFER, LEARFE —ER, PEEFRFRALEMHER, LERFEZER, LXRFAR
B, e HERAFHMBELTATER, HEMAFHRBELAAMER, EHERAFERER,
EHMERAFHEEHLEEF T, BXRENASLTENER, LXFEEKREER, AT OE
e, RE S ER G — BTN, HAERATHEA L E E

76

% KA

Multiple Sclerosis

IFERFEE—ER, FEEFHFRLEHAER, e M ERRFHBELTRARER, L ER,

AEARFARER, P HAFER, EHMEHAFHEILTHAMER, LERMER, FEAFER
Bt (FEAXFFHELEGER), BHMERAFHBILTBTER, BHERRXFRBEEXER,
TAMERAF B ER, LrPEER GFEAF¥E—WEER) , NIEEHANILER,

EHMEMRFRBILTHIZER, eHERAFEXRER, sHERAFHEEHLEEF T,

IFrmEER, AETCAER, BHREMRFRBILTFEER, L EEKRER, AT ES
REFZMBER, LXFEHRFRTER, MATFVER, LXK FERFER, LEEFER, L

FHECER, FEEFRFREMIER, LXRFFEZER, LXRFFAER, s H ERNAF
MEALERCER MAESERFLEF TN, sHERAFHMBILTZNER, BEAELERS
—EFENS, MERLER, METRXKER, RMALER, @ EMHAFHEILTILEER
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17

EZ Y e~
Multiple System Atrophy

FPEEFHFRCERAER, FEEFHFREMIIFER, LXRFEZER, LXER, LT KA
FARER, FHRFER, bXAFE—ER, e HERAFMEALTELER, LT EEKRE
B, EMERAFHMBLERARER, sHERAFHBEALTAMER, LTRALER, LT H
ZRER, FRAFIRER (FRAFHHELEGER) , AXTHLRKE—ER, EHEHRK
FHBLTBAER, EHRERAFHMBELXNER, EMEMAF MU ER, NITEINL
RER, sHERAFHMBELTHIZER, sHERAFERER, sHERAFHEERLEE
FHw, ExERAREE NER, AEFEER, LEBEER, LW CmER, gHER
AFEMBLEFEER, L FEARFEMBER, LXFEARFRTER, MATFVER, L
FRFEFER, AXLFER, AXTECER, AEXAFEAER, EHERAFNBELEECE
B, MRELRERFLEF TN, EHEMAFMBELXZNER, BRELERF —EFTN0, M
REER, AETMXXER, RAULER

78

MBAMEERAR
Myotonic Dystrophy

IFEARFE—BER, PEEFRFRATBAER, P EEFRFREMIFER, LERFEZE
B, B EMARFMBLTRCER, X RFARER, ¥ HAFER, g4 ERKFHELZRAK
BER, eMERAFHEALTHAMER, HEAFIRER (FRAFFERELGER) , wH
EMAFMELRBAER, sHEMNAFIEBELXER, BMERAF HE/AER, GHEH
AFERER, EHREHARFHBEEHLEEFTN, BEXERNASEEIER, gHEMNAF
BT P EER, L FEKRER, MAFOER, L X AFEFER, L EFER, BKEL
ERFLEFFN, sHEMRFRBELEZNER, MIREER, X TMXXER, &4 ERH
RFEMBALFINEER

79

N-7 B4 AR 6 BB 6 2 E
N-acetylglutamate Synthase

Deficiency

EHMEMAFERER, sHEMARFHRBERILEEFFN, LERFE—ER, FPEEFH ¥R
AFEBAER, LERFARER, EHERAFHBELTLEER
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80

£ LK B

Neonatal Diabetes Mellitus

EHMERARFWELTILEER, EHREMARFHEEHLEEFT S, LERFEZER, FEE
FRHERLERER, e HERAFHBELEECER, kX KFE —ER, LXXFARER, F
HAFER, eHERNAFHBEALTZNER, sHERNAFHEALTRAKREER, H8HEMKT
BT #EER, LrmEzRER, sHERAFMEATRTER, xEEER (FEX
FHE-MBER), eHERAFHBELTHEER, EHERAFERER, LFFEKRER,
IAFEEFER, BEAFLERE —EFFN

81

A 4 486 3K

Neuromyelitis Optica

EHMERARFWELEFCER, X AFE —ER, FEEFHFRATINER, 548 EM RS
B LZIRER, FEEFHFREMIFER, LXRFEZER, FEFERNFRRAER,
IR RFEANER, LXER, AXAFARER, PHATER, BREFSERFLEFTC, w4
ERAFHELRERIZER, eMEMNARFHRELTZNER, MREEERE —EFH0, w4
ERAFHMBELERARER, asHERAFHMBELTHAMER, LTRALER, FEAFERE
(R ERFFEELECER) , sHERARFHBELERTER, EHRERAFHERXER,
EMERAFL HBAER, LR EER (FEAFE-WEER) , NSEEANILER,
EHMEMRFIHBALTHIZER, eHERAFERER, eHERAFHEEHILEEF T,
IxEFEER, LxFCmER, LXTAXEKARER, LXTECER, LEXFTAXRKFAES
eER, ERERAFHRBE LT FEER, WX FEKRER, kX FEHAFE ZMEER, LT+
EHRFRTER, MAFQER, X ARFERFER, LrEFER MZLEER, LRETHRKE
e, RMEER, aHERAFHRELTILEELR

82

& & I 5% 7

Niemann—-Pick Disease

IFERFE—ER, FEEFHFRALEMAER, AXAFE ZER, g EMAFMRBE LR
B, AR RFARER, FHAOFER, EHEMNAFMBELEZNER, 8 EMKFRELT
HMEER, EHERAFHBLTBRTER, NIEEANIEER, aHEMNKEME LTI
B, EHRERAFERER, eHERAFHEEHMLEERFF G, BEXRRP AR ER,
AETCAER, LEGRER, ERERAFHBELEFEERR, LXFEARFRENTER (&
M), B EMAFMRBE LT EZER, MAFCER, BAELERE —EFFN, gHEMK
FHBEATILE E R
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FPEEFRFRALTWMER, X AFEZER, LEER, LEARFE—ER, LEAFARE

83 R SR 2 R,OEERFERER OFEAFTFEELGER) , LRAMER, §HERAFERER, 54
Non—-Syndromic Deafness ERAFMBEGMILEEFFO, MAFCER, MRELERSE —EFHO, gHERKFHEL
TILEER

FEEFHFRALEHWFER, e MEHARFRBEL T HERER, LXRKFEZER, LEXKFEA
\ RER, e EMAFHBELERZER, AW ERAFHELEZNER, sHERKFEAER,
84 Noonan 4 &4 EHEMAFHBEEHILEEFH N, WREEKEER, LXAFE —ER, g ERXFHEL
Noonan Syndrome FAFER, EHEMAFHELEPARER, EHERAFHELEHMER, TEEFHF
REAER, W ERAFHBELRRAER, LEEEER (FEXFE-—HMEER) , BUZE

BRERE —EFHN, AHERAFHEBELTIILEER
B ABA RS AFERFARER, X RFEZER, LXRFFE —ER, T EEFHFRALA A ER, 54 &R/
85 | ommithine Transcarbanylase | NEMBATHFER, EWEHALHBALTAMER, X EE ER OFEAYE—HBER)
o BHERKRFERER, aHERAFREBEHMILEEFFN, BRELERE —EFH0, w4

Deficiency EMAFHEXTILEER
FEEFHFROEHMER, e BEHAFHBELTHELEER, AXAFARER, g EH K
BT AR (&R BT REER, B4 ERALIBLTRAEER, LRALE—ER, §4EHALHEL
86 | o . . TENER, EHEHAFRELEHAEER, GHERAFHRBEITRTER, LXEEER (F
steogenesis Imperfecta (Brittle

Bone Disease)

EXFHE-—WBER) , eMERAFHBEILTHIZER, EHEHRFERER, GHERAF
MEEHMLEEFTS, LRFERRER, AR FEARFE-MBEER, MRELERE —EF
H, EHERAFHBEALTILEER
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87

waFm (TR, FLA)

Parkinson Disease (Young-onset |,

Early-onset)

FPEEFHFRAERER, FEEFHFREVIIFER, LXRFEZER, LXAFE—E
b, EXRFELAHAA LT OMBREER, gMEMNAFHBELXRARER, B EMNKFIEL
FHWER, br@iER, AT zRKER, HEAFIRER (FRAFHTHELSGER) ,
FEEFHFRENER, EHERAFRBELABTER, BREMARFHELXER, vHE
PMAFZHBHER, LEEEER (FEAFE-—MEER) . NIFEANSLER, gHE
MAFWELTEHZER, oMERAFERER, vHEMNAFWEEHILEEFFT N, LXF
CAER, EHERAFHEALTFEER, g4 EAKFIBELTHEL ER, AL EEKRER,
IFrHEHRFE=MBER, WX EHRFRT ER, MAFQER, WX AFEFER, L%
FER, LERFEARER, EHERAFHEBELERCER, LXER, LXRKFARER, 0K
HER, MEAELERFLEFTN, AHREMARFHMEXTRZER, sHERAFHBELTZ
NER, MEEER, EHREMNAFHBELTILEER

88

e R T R M o 2T B R
Paroxysmal Nocturnal

Hemoglobinuria

EMERALHMBLTRARER, PEEFHFRACTIAER, g EMHXFHBEL R ELIZE
Be, AEAFFEZER, LEARFE—ER, EHERRFHBILTRCER, LT ER, LEAFA
RER EHRERAFHRBELEZNER, EHRERAFHRBELTAMER, xRt ER, LW
HaRER, LETELEE—ER, sHERAFHBELERAER, EHRERAFNERXE
B, i ER (FEXFF-—WEER) , eMEMAFERER, EHEMNKFHRE T
FEEFHC, BxeMAra i fER, LrgfER, L PEHAFREITER GENRK),
PEEEMFRERER, LR EEEER, LT EPRRER, LT B RF AT ER, KT
ER, LXAFERER BEELEERE —EFTN, RMEER,

89

2R B A 42 AT

Peutz-Jeghers Syndrome

PEEFAERATIMER, LR AFE —ER, g HEMFRFWBELTELIRER, +EESH
FRENIIFER, LEAFEZER, LXER, X AFARER, #HRXFER, aHERKF
BT ZNER, eHERAFHBELTHAMER, LETHZXER, LXETHLEKE —ER,
EHMEMRFRBILTEAER, eHERAFHELXER, vHERARFHBEILTHIZER,
EHMEMARFHBEEHILEEF TN, LEFEER, LXBXER, LW CmER, dLxmd
CER, e ERAFHELTFEER, FETERFRETER, e HERARFHRBE LT HELE
e, MAECER, AEAFERER, BAELERE —EFFN, e HERAFHELTILEER
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R B JRE

Phenylketonuria

IAFEARFE—BER, PEEFRFRATBAER, LXK FEZER, g ERAFHBEALTREC
B, LT ER, X AFARER, ¥ HAFER, aMERAFMEBALTZNER, BKELER
FEFHN, ERERAFHMBELTETER, EHRERAFHELTAMER, bXHE =K
Eft, sMERAFHMBELTRTER, LrEEER (FPAFE-—MEBEER) , BHERKF
FERER, EHEMHAFHBEHLEEFTN, LXTCMER, sHERAFHELTLEER
IK]r:‘E

91

POEMS % &-4E
POEMS Syndrome

FPEEFRFRATHHER, AXAFEZER, g HEMARFHBELAELEER, LERF%E
—ER, FEEFRAREVIIBER, e HERAFHBELEECER, LXER, LXAFARE
e, P HAFER, eHERARFHBLERARER, sHERAFHELTAMER, HBHERH
REMBATRHAER, sHERAFHBEXER, vHEMRF HEAER, LXEEER
(FERFE-—MEER) , NAFRTNILER, EHERAFWELTHIZER, wHEH
AFERER, GHERAFMBEERLEEF TN, T CAER, g#8EMNKFREALT F
EER LEFEHRFRETTER GRMNRERX), 58 EMKFMRBE LT G2 ER, b fhE s BT,
IEEHHER, LEFEKEER, LR FEHRFERTER, A FOER, L KFETER, #
BESERFLEFTN, vHERAFMELTZNER, BAELERE —EFH0, MEL
Bk, RAMEER, aHERAFHRELTILEER

92

ANV
Porphyria

X ARFE—ER, FEEFHF R AER, gMEMNAFHBEL X ELIZER, LT AFHE
ZER, g MEMAFHRBELERCER, L ER, LXAFARER, ¥HXFER, BHERKA
FHBALERARER, EMERAFHEALTHAMER, LxTEZRER, aHERAFEHE
EXER, aHWEMAFHELTHZER, sHEMNAFHEEHLEEFT S, LXFEHKX
FRENER GENRRX), B8 EMNKFIRBILTELER, MATQER MRELERELES
H, EHERAFMENTZNER, MERELERE —EFHY, RMEER,

93

Prader-Willi % &4F

Prader-Willi Syndrome

PEEFAERTIMER, LR AFARER, FHAFER, LEAFE ZER, X AFE —
B, AR ER, e HEMRFHWELERAEER, BAMERAFHNBILTHBER, THERK
FUHBLTBEAER, LrPEER FEASE—MEER), EHRERAFHMBELTHEER,
EHMEMAFERER, sHERAFHMBERLEEFFN, LEFEEKRER, BAELERS
EEFFG, ERERARFMBLERZER, aMERAFHBELRZNER, BRELERS
—EFHN, MEEER, ERERAFHEATILEER
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JR A B - R Bk

Primary Combined Immune Deficiency

IFARFFEZER, LXER, X XFE —ER, FEEFHFRALAMAER, LXAXFARE
B, PHAFER, MRELERE —EF TN, sHERAFMEATRTER, w4 EMFKFH
BEXER, NIEEHNILER, oREMRFHEEHLEEFTO, AEHEFEER, LN
wiEER, WEAFERER, 48 ERHAFHRELTILEER

95

B R ARG A2

Primary Hereditary Dystonia

AEARFARER, ¥ HAFER, LXRFE —ER, PEEFRFRIATHAER, LERFE =
B, e ERAFHMBELERARER, HEXFIRER (FEAFTHELEGER), eHE
MAFWELEBAER, aHMERAFERER, vHEMNAFHBEEHRILEEF TN, BHE
MAFWELETEER, MATFCER, EHERAFHETILEER

96

JF R B A R AR

Primary Light Chain Amyloidosis

PEEFAERITINPER, LR AFE —ER, g HEMFRFRBELTELIRER, LR AFSE
ZER, e HEMARFHBELTERCER, L ER, LR KFARER, &4 ER AFH BT Z R
B, BMEMAFMBELERKEER, aHEMRFWELTAMER, +EEFRFREIN
B, BMEMAFMBELTBTER, GHRERAFMBELNER, LXEEER (FEAESR
—MBER), eMERNAFERER, LXTCMER, ERERAFHBELTFEERR, L+
EHRFARAEINER @EMNREX), FHERAFHBELTELZER, LxaE ER, L EalER,
AFEEKEER, MIATCER, WX AFERTER, BRELERE —EFHN, RLEER,

97

FAT M FR I 0 RE AR E
Progressive Familial Intrahepatic

Cholestasis

AFERFE—BER, AXRFARER, ¥ HAFER, FEEFHFRALAMAER, LXXFF =
B, e B ERAFHBEALTAMRER, w8 ERRFHBEATERTER, w4 ERAFHE AL
ZER, EHERATHEERLEET T, EHERAFHEBEITFEER, a4 EMNXFIE
IFEZER, BEAELERFLEFFN, BERELERE —EFFN,

98

HATHAE FA R

Progressive Muscular Dystrophy

PEEFMERILTHMER, EHERAFHBELTHLEER, X ASEE—ER, e HERK
FHMBLTERCER, LXAFARER, FHRFER, BAESERFLEFTC, EHEMK
FHBATLNER, MAFSERE —ESH0, BHENALHBELT LEER, +EESFH
FREMIFER, LEAFEZER, e HERAFHBLERAREER, BHERKFHREAT
HMER, WEAFEIRER (FRAFTHELGER) , AHRERAFHMELTBTER, &
MERAFHMBEEXER, eMERRFMUMER, RIEEANILER, eHERAFE
RER, EMEMAFRBEHLEEF PO, EHEMRFMBLTFEER, WX FEKRER,
ALK 0 B B, AU 3 A 5 B Br B Bt
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99

7 B2 i A

Propionic Acidemia

IFEARFE—BER, PEEFRFRATBAER, L X KFARER, B4 EMKXFHE AT Z T
Eft, sMERAFHMELTAFER, sHERAFHELTAMER, sHEMNAFHRELT
BAER, LRPEER (FEAFE-—MEER) , vHERAFERER, aHERAFHE
FALEEF TN, BEXENAALEENER, BAELERE —EFHN, gHEMAFIE
L ILEER

100

i ¥, & B UAVIE

Pulmonary Alveolar Proteinosis

FPEEFRFRATHMER, AT AFE—ER, LEAFARER, LXAFFEZER, LXE

B, EMERRFHMELTAMER, LEXTHEZRKER, LrBEER, NAEFEMNILER,
EHMEMARFERER, BHRERAFNBEEHLEEFT O, LEBEER, LXTCMER,
driEEKRER, kX FEAAFE MBER, MATCER, g @ EMAFHELTZNER,
MBERERE —BEFHN, MREER, RMEER, aHERAFHMELTILEELR

101

Jifi 38 M A7 AL

Pulmonary Cystic Fibrosis

PEEFAERITIHMER, LR AFEZER, LT ER, LXK FARER, B8 ERAFHE
IAEHEER, X AFE —ER, e ERAFHBLEREER, e ERAFHBELTLZTE
e, MERELSERF —EFFN, BERFEIRER (FEAFTHEELSER) , LXBREER,
MREEHNILER, EHEMAFHBEHLEEF TN, LEEEER, LXTCHER,
EHMEMRFRBILTFEER, L EFEKRER, IREER, RMEER, aHERKFEHE
AFILE E R

102

PP = A

Retinitis Pigmentosa

FEFEMERRAER, LRRFE—ER, FEEFRF R MAER, LRER, B8 ER K
FHBEHILEEFFN, LRKFARER, EMERAFHMBELTZNER, L& REL R
B, LrfHzRER, HRERAFMBEEXER, sHEMRFERER, PETEMNER
FEINERBR, EHERAFHBLTFERR, FETERFREXER, LXLAENREE

b, KX FEARFE MBER, X P EGRFRTER, LETECER, L AFEFER,

BHRERERE —EFT0, BABERAFHELTLEER

103

AP B £F 2 L

Retinoblastoma

EHMEMRFHBILERCER, LXER, LEAFARER, X AFE—ER, FEEFRFR
A BAER, EHERAFMBEERLEEF TN, WREREFRER, HEFKFEHEL
THFER, BAMERAFHNBEXER, EHERNAFERER, LEZITVER, X AFE
FRER, LTS ER, EHERRFRBI T ELIRER, G4 EMRFHRBIT LN ER, Bl
FLERE —BEFFN, sHEHAFHELTILEER
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104

B S R 4 L Bk 2 AE

Severe Congenital Neutropenia

IFERFE—BER, PEEFRFRATBAER, LXK FEZER, LXER, L AFARE
be, EMERAFHMBEL R LN ER, EHREMHRFHBELTBAER, LXPEER (FEXFE
—MEBER), EHERAFHEEMILEEFTC, WRPEHRFHRENTER EMNER), L
FEEEER, L X Bl ER, MAERERE —BEF+N, AHREMHAFHELTILEER

105

W)L EAEZE RN Dravet 46
AiE)
Severe Myoclonic Epilepsy in

Infancy (Dravet Syndrome)

PEEFAERITIHPER, LR AFARER, FHAFER, LEAFE —ER, FEEFRF
REMSIHER, LXRFEZER, M ERRFWEATREER, wHEMNAFHEATHE
Eft, sHERAFZMEAER, NIEETNILER, sHERAFERER, gHERK
FHBEMLEEF T, AEAFETER MRELERE —EFH0, s HERAFHEAT
JLEER

106

C YRCE) Kk

Sickle Cell Disease

PEEFMERICTHPER, LEAFARER, s @ EMFRFWBELTZNER, g#HEMKF
BT LI ER, LR AFFE — B, X AFE ZER, LR ER, BRELERS —EF T
N, EHERAFHBLERAKREER, EHRERAFHELTHEER, B8 ERAFHELT
BAER, sHEMRFWBEEAXER, BAERAFHNBEHLEEFFN, LEFEHARFR
HITER GEMBRER), L rEEE ER, e ER, X AFEFER, g & ER RSB L
EER

107

Silver—-Russell Z&4F

Silver—Russell Syndrome

TAERAFMBILTRARER, PEEFHFRITHMER, LEAFE —ER, LEAFSE
CER, EHERAFHBELTBRAER, EHRERAFHEERHLEEF O, XA FARER,
A EMAFRBALTILEER

108

A B B

Sitosterolemia

EMEMRFMBEHLEES T, MXAFE—ER, FEHEFHF BT ER, LK
ARER, M EMARFHMBELTZNER, gHERAFRBELTLEER
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109

HEEMALESE (FRMK)
Spinal and Bulbar Muscular Atrophy

(Kennedy Disease)

EHMEMRFIHBLERAKEER, eHERAFHMBELTAMER, X AFE—ER, PEES
HERATWMER, FEEFRFREMIIER, X AFEZER, AXER, LERAFARE
Be, #EHRFER, WEAFERER (FEXFTFHELESCER ), EHMEMNRFMELTEAE
B, BHMEMRKFREBEXER, 6HEHRFZHEMHER, NATETNALER, EHEHR
AFMELTHZER, sHEMHAFERER, EHRERAFMBEERLEES T, LXBE
EW, b mER, brmECER, eRERAFRBELTFEER, L FrKRER, L
FEARFRTER, MAFQER, X AFERFER, LEHEFER, BAELERS LEFF
N, EHERAFHBELEREER, EHRERARFMELTZNER, MERELERSE —EFT
N, REEER, EAERAFHEATILEER

110

R AL S I

Spinal Muscular Atrophy

EHMEMRFIHBLERAEER, LXAFE—ER, PEEFRFRATHER, + B EF/
FREMHIFER, LERFEZER, XK FARER, FHOFER, B8 ER KFHE LT
MER, FEAFERER (FRAFTEELSGER) , sHERAFHMELTBTER, B
ERAFMBEXER, EHMEMAFMBHMER, NIEEHNILER, EHREHKFIHE
IFHIzER, EHERAFERER, EHERAFHBEERLEEFFQ, LXBXER, A
T fER, ERERAFRBELEFEER, EHRERAFHMBE LT ELER, WX FFKRE
Be, A ER, WX AFEFER, LEELFER, BAELERFZLEF TN, HHEMKFR
BATENER, BBREFLERE —EFHC, MELER, EHFERAFHRELTILEER

111

/N i P 36 5 SR O

Spinocerebellar Ataxia

FPEEFRFRAEHER, FEEFRFRENIMER, X AFE —ER, LXRFEZE
Be, MEARFEANER, LXER, LERFARER, ¥ HAFER, gHEMNRFRELTHIZE
e, EMEMAFERER, BAERAFHBEHLEEFFN, gHEHAFHWELEFEE
W, EHMERARFHMBLERARER, sHERAFHELTAMER, LETHEZXER, Hi¥
AFFRER (FERFFEELEGER) , aHEMRFWELTBAER, a8 EMNKFRE
EXER, eHEMAF HUMER, NIAFRTNILER, LRFEEKEER, LXFEH X
FHRTER, MAFCER, LETECER, X AFERER, LXXFER, BAELERS 4L
EfHS, sHERAFMBELRZAER, BAERERE —BEF+N, EHEMRFHELT
JLEER
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112

A EEAE

Systemic Sclerosis

IR ARFE—ER, FEEFHFRALTHAER, gMEMNAFHMBELRAWER, EHEMKSF
BT RIZER, EHERAFMBELEZNER, EHERAFRELTELIRER, L KF
FoER, EAMEMAFWEALTRCER, LXER, A AFARER, ¥ HAFER, LETH
ZRER, sHWEMNAFMELTHZER, sHEMNAFERER, EHERAFHRBETMILE
EFEN, LEMEER, HERAFMBELABTER, sHMEMNRFHBELXER, Lxk
BER FERFE-—MEER) , LXTPFARFEER, LT CAER, gHERKFRE
e BEER, FEFERFRERER, FEFERFRAERER, LX T EHRF AT ER, X
FER, X AFEFER, LETFARER, BAELERFLEFFN, BRELERE —E
FHO, LEFRXRXER, RALER, BHEMHARFHETILEER

113

VO A A SR Z

Tetrahydrobiopterin Deficiency

FPEEFAFRACTWMER, A AFARER, LERFE —ER, ¥ HAFER, B8 EMKSF
B RIZER, BMEMARFHETETER, sHERRFHRELTHAMER, FHER
AFERER, EHREHAFHBEHMLEEFTN, BRESERE —EFTQ, gHERKAF
P8 A L & E B

114

2 ALE

Tuberous Sclerosis Complex

PEEFAERITIHPER, LR AFARER, FHAFER, LEAFE —ER, AXAFE =
B, B ERAFMBELTRCER, LXER, M EMNXEMBEATZ ER, §48 B/ AEM
BT LR ER, PEEFHFRENIIER, s EMFRFHWBELERAEER, HAERK
FHBLTHEER, eRERAFMBEEXNER, eHERAF MEAER, LrfEER OF
FRFFE-WEER) , NIEHEANILER, BHEMAFMBE LT EZER, GHEMKFE
FERER, EHEMAFHBEEHLEEFTN, LXBEER, bXWCMER, g#HERNKF
BT EER, FETEMSRETER, L EERRER, X AFEFER, BRELER
FEFHS, EHMERAFHMBELTILEER

115

JR 1 B R R ML

Tyrosinemia

EHMEMKRFMBITETER, eHERAFERER, vHERAFHEEHLEEF T,
IFERFE—ER, FEEFHFRLEMAER, AXAFARER, £ HATER, BHELER
FEFHS, EHMERAFHMELTILEER

116

WA BE IR B A TR S B2
Very Long Chain Acyl-CoA

Dehydrogenase Deficiency

EHMEMRFIHBILTETER, sHERAFERER, eHERAFHEEHLEEF T,
X ARFE—BER, PEEFRFRATBAER, LXK FARER, BRELERE —EFFN,
EMERARFHBEILTILEER, MAFOER
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B R S A 47 AT

Williams Syndrome

IFEARFE—BER, PEEFRFRALTMHER, LXAFEZER, LXK FARER, 54 &/
RFMBATZNER, eHERAFHBELTLEER, BHREMARFHEATETER, TE
EFRFRENER, LTEEER (FEAFE-MNEER) . ENERALHETHILEES
F, AEAFERER, AEAFE—ER, PEEFRFRAUTHMER, X AFEZER, L
FARFARER, eHERAFHMBEL A ZNER, BAELERS —EFFN

118

IR 5 /NSO D B B R 4R BAE
Wiskott—Aldrich Syndrome

XRAFE—ER, FEEFHERL AW ER, ENENAFHELRELEZER, LR AT S
ZER, vHEAKERBIARACER, LEXAEARER, ¥4 EMKEMB L BAER, 44
ERAXEMBENER, SHERNAEHBLIREER, SHENALRBYHLEELT,
B EA RS R ER, LR ER, AT CER, ARAEEFER, §8ERAEREL
RENER, RAELERE —E¥+L, FHEHAYMBLIILEER

119

X-H# 40 B AR E 8 e

X-linked Agammaglobulinemia

IFERFE—ER, FEEFHFRALEMAER, X AFE ZER, g8 EMAFRBE LR
B, AR RFARER, FHOFER, BHEMAEMRBELTZTER, &8 EMKEHE T
NEEFHS, sHERAFHMBEALRTEERR, LXMEFEER, AXGRER, L EFEKRE
b, X AFERER, BAEFLERE —EF+TN, AHEHAFHELTILEER

120

X-HZ 4B LR A B A B
X-linked Adrenoleukodystrophy

EREAATHBLRBAEER, LRATE Bk, TEEFHERLRDWER, LRAZE
SER, EREAALHBLRACER, LRASARER, £ 8 XFER, §HEMNAZHEBLT
WHER, CHEAKEMBLERAER, HASENRALER, EHERNALERER, 4
BEAKLHBEHLEES T, 5 ERALRE LT EEER, LRFEKRER, fX T
BB, A AAYEGER, BHELEREEEY DO, EHENRERBLRLAER, BKE Y
ERE—ELHY, EREAAZHBELILEER

121

X—TE Gk B3 4
X-linked Lymphoproliferative

Disease

FPEEFAFRACTWMER, AEAFARER, KX KFE —ER, B8 EMKXFHIBELTZ N
B, LrmEER, EHERAFREBLARTER, eMEHRFHEBEEHLEEFF O, AL
FEEEER, B EMRFREBEALT LEER
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FPEEFAFRATWMER, X AFE—ER, LEAFEZER, LXER, LEAFARE
W, B EMARF BT HEIRER, FHERATER, sHERNAFHRBELEREER, AHER

I Y N

122 ﬁﬁkﬁx? AEMBRFEAER, EHERAEIHELERAEER, EHEMAERELTRTER, ¥

Achondroplasia HEHALTRER, EHERALHBEEHLEESL TS, KEHFELAEEMEER, BKE
BEGE—ESES, EHERAEHBLTEILEER

AFAFARER, LR AYE—ER, TEESRF R R DIER, EHENAFHBL R ES

GER WEALEZER, EHERAEMELTRCER, LT ER, 54 E A K%M B2

TEAE M i & B, vHERAFHBLEBEAEER, eMERAFTHELRHAMER, LETEEZRER,

123 EMERALMBLEBATER, LrkeER OFEAZE—HEER) , EHERAYSRE

Acquired hemophilia

b, EMEMRFIHBERHLEEF T, LR FEHRFREMNER @EMER), L h#EE ER,
IraEER, LEFERRER, AT OER, L KFERER, #RELERE —EFFN,
RATE ER,
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124

JB s AL K

Acromegaly

IFEARFFEZER, LXER, bXAXFE —ER, FEEFHFRALEMAER, LXAXFARE

B, FHRFER, aMERAFHBELTELZER, e EMAFHBELTRIZER, BHER
REFMBATZNER, eHERRFHELERAEER, gsHEMRFHRBELZHAMER, A
TRAER, WEAFERER OFEAFFRELGER) , oW ERAFMBEILTRTER,
EMERAFL HBAER, LrPEER (FEAFE-WEER) , NSEEHANILER,
EHMEMARFIHBALTHIZER, eHERAFERER, sHERAFHEEHILEEF T,
A FEERRER, L F EAHRFERTER, MAFCER, X AFETER, BRFELEERE —
EFES, MELEER, RMEER, BHEMAFIEITILEER

125

N =N
Adult-onset Still disease

FPEEFAFRACTWMER, AEAFEZER, LXAFE —ER, B ERRFRBEL T AL
SER, FEEFHFREDIIMER, EREMARFHELTRCER, LXER, LXRFARE
Be, #EHRGER, eHERAFHMBELERIZER, eHEMAFHELEAMER, LXTE =
XER, BHEMNRFRBILTETER, sHERAFMBEXER, LR ER, LXfE
Bt (GFEAFE-—MEER) , AXTFARXFERR, AHEMKFHBLTBIZER, B
ERAFERER, LXFEER, AE@EXER, LxTCER, gHEMAFHELEHE
B, PEFEMFRETER, LXFEAAFRENER GEMNRRX), + B+ EAFREER,
EHMERAFHBEL T HEZER, LT FEKRER, LT EHRF AT ER, KT O ER, LT
ARFERER, LrZFER, e ERRFHBELRLZNER, BAELERE —EFFN, #H
PEMFRRAER, X TRMXXER, RAULER

126

Alagille 2 A4E

Alagille syndrome

PEEFAERITIPER, LEAFE —ER, e EMFARFHBELEECER, LXAFAR
Bl e ERAFHMBELTHIZER, e HERAFHEEHRLEEF T, g HERKFHEA
B MBEFRERELIEY TG, EHERAFHBLTILEER

127

o - 1 -Hi k& B B Z IE

Alpha-l-antitrypsin deficiency

AFERFE—ER, FEEFHFRLEHAER, AXAFFE ZER, e RERAFHRBE TR ILE
EFFN, bEBEER, HRERAFMBELEFEER, EHRERAFHBELTELZER, L
R, £ HATER, aMERAFMBELFTZNER, RAEER
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128

ANCA Af X T4 1 % 3%

ANCA-associated vasculitis

FPEEFAFRACTWMER, eBERAFHRE LA ELEER, LERFE—ER, #EHEF/
FREMHIFER, LXRFEZER, e ERHARFHRBLERCER, LXER, LXAFARE
Be, # B AFER, s ERHRFHRBEALTHEER, FEEFHFREIMER, LT 0 KE—
Elt, eHERAFHMBLTBTER, EREMRFHBELXNER, BHFEMRF =HHAER,
IFEER (FRAFE-—HMBEER) , vNERAFHEALTHEER, sHERAFERE
e, EMERAFHMEEHLEEF TN, UEFEER, AEBEXER, LrTCmER, BH#
ERAFMBELEFEER, TETFEMFREXER, FPEFERFRELER, LXFEKRE
Be, AEF EARFF ZMBER, L EARFRT ER, AT ER, L AFEFER, 4
THEFER, BRERERFLEF PN, eHEMAFMBELRLZNER, BRELERS —ES
F0, MELER, PEFERFRBRAER, LXTMXKER, EXWEER, LXEHER,
I ER, AT EZRKER, RIEERNILER, bXWPFARFEER, RMEER,
EHMERARFHBEITILEER

129

Bardet-Biedl % 4&4E

Bardet-Biedl syndrome

IFERFEE—ER, PEEFHFRALEMAER, LTER, X AFARER, #HERAFIHE
I AER, EHERAFHEERLEEF TS, BHEMRFHELTILEER

130

BT 220 / DLk 1 48 47 B AT

Behget’s disease

EHMERARFWELEFCER, AEXAFE —ER, FEEFHFRALTHER, L X KF %=
Bt LT ER, PETEMFRRAER, BHEMAFHEATHAMER, w4 EMNAFHEAL
THAER, sHMEMAFHBELXER, LrEER GFEAFE-—MEER) , NIEHEH
MREER, LETFARFEER, BHMEMARFHEILTHZER, sHERRFEXER,
EHEMARFHEERLEEF TS, LEZTLER, AXEXER, txT{-mER, BHE
MRFHBEATFEER, PETEMFRETER, FETEMFRERER, 54 ERKFHE
IFEZER, LR EEKRER, X FEHRFRTER, AT CER, X KFEFER, L
FEFER, AXTECER, gHEMRFHBELAHAEZER, TEEFRFRELIIFER, AL
FARFARER, #HRAFER, sHERAFHMELRZNER, BAELERS —EFFN, Mt
REER, AETMXXER, LREREFRAER, RMEER, sHERRFHRBELTILE
= e
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131

EEREOEAR

Blue rubber bleb nevus

FAMERALHMBLTRARER, PEEFHFERATHMER, LEAFE —ER, X AFHE
ZER, AERFARER, PHAFER, LETHEZXER, eHERAFHBEEXER, BH
EMAFHELTHZER, eHEMAFHEBEEHRLEES T, AXFEER, LXEXER,
PETERFRETER eHERAFHMBELTEZER, kX KFEFER, #KELERE —
EFHEN, gHERAFHEBELTLEER

132

CDKLS5 #:Z JF
CDKL5-deficiency disorder

IAFERFARER, EHEHAFHBEHLEEF TN, LEAFF—ER, FEEFHFRALT
WAER, B EMRF WA ER, EAERAFERER, sHEMNARFHELTLEER

133

T Rk 4 FEE

Choroideremia

IFERFE—BER, PEEFRFRALTMMER, LX T ECER, X AFARER, eHERK
FHEBILEZNER, LEERRERMER, LETHEZRER, EHRERAFHERXER,
EAMERALHBEEHLEEFFN, BURERERE —EF TN,

134

18 M 3K T L BE S I S KM A A AR A
T
Chronic inflammatory

demyelinating polyneuropathy

IEARFE—ER, FEEFHFRALEMER, FEEFRFREMIER, LEXAFEZE
B, LR KRFENER, e HERRFRBALTRCER, LXER, LXAFARER, ¥ HAFE
B, EMERAFHELERARER, EHERAFHELTAMER, LXTHEZKER, &
PARFERER (FRAFFEELGER) , oW ERAFHMBELTBTER, wHERMNKFM
BEXER, BMEMNARFZEMAER, LEEEER (FEAFF-MEER) . NIEHEH
MREER, BMEMAFMEALTHEER, sHERAFERER, gHERNAFHEETHL
BEEFTN, LXFeBER, LETCMER, AXTECER, LXTAXKTAELEEGER, &
MEMKFHBL T FEER, s ERAFHMBLTEZER, LR EEKRER, X +FEHK
FEZWBER, KX P BEHRFERTER, AT CER, L KFEFER, LEEFER, #K
b, LMY RER, RMEER, aHERAFHRELTILEELR

135

B % T 4 L A

Clear cell sarcoma of kidney

FPEEFRFRAUTWMER, eRERAFHRBE LA ELEER, LERFEZER, EHEHK
FHBLTRACER, bXER, AR ARFE —Ef, e B ERAFHRBLTZ NER, B8 EMN KT
BT ER, LG ER (FEXFF—WEER) , eHERAFHMEERLEEFF
N, EHERAKFHBELREZER, LXFEKRER, X FEHRFRTER, AT QER,
X ARFEFER, b X s ER, BAELERE —EFFN, RMEER,
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A REEN

Cold agglutinin disease

IEARFE—ER, FEEFHFRALEMER, e ERRFHRBELTHLIRER, g EMK
FHBALREECER, LXRKFARER, #HAFER, EHREMRFHBELEZNER, HHE
MAFWEALERARREER, X FEKEER, L RUER, EHEHRFHELTRTER,
EHERRFHEREXER, EHRERARFERER, oMERAFHEBEEHLEEF TN, wH
ERAFHEBELEFEER, X FEHRFRLTER ENRR), LEEHEER, fiXH 0 ER,
ﬁé’a]}‘k?é[ﬁﬁ}‘ﬁ%~[§#ﬁ}j&‘, %ﬁﬁlé\[ﬁl‘}%,

137

6 K B3 4] 43

Congenital biliary atresia

PEEFMERILTHPER, EHERAFHBEEHLEEFFC, MEAFE —ER, BEAEL
ERFLEFTS, BAELERE —EFFN, RMEER, sHEMARFWELTLEER

138

SRR A F VIT $hZ A

Congenital factor VII deficiency

AFFEKRER, kX XFE —ER, FEEFHFRALRBAER, B4 EMXFHRBEAL T AL
SER, AKX RFEZER, EHERAFHELERCER, LXER, LXKRFARER, g4 &
MAFMBALTZNER, EHERAFHBELARARER, w# EMRKFHELTEBTER,
EHMERAFWEEHLEEFH N, LXFEHARFREMNER GEMERX), Lr g ER,
TEEER, RMEER, EMERAFHEBENTLEELR

139

Ao (3K ) A KB B 0 4R BT
/NLRP3 48 X B & 3 KR
Cryopyrin associated periodic
syndrome/ NLRP3-associated

systemic autoinflammatory disease

FPEESPFERATHMER, LR AFE—ER, g EMHAFHELTAMER, gHEMAF
MEEHILEEF PO, EHERAFHBE T HLIZER, LR ER, bR RKFARER, ¥ 8 K4
Eft, aHERAFHMBELTLEER

140

B EN2 0 (BrRaE)
Cutaneous neuroendocrine

carcinoma Merkel cell carcinoma)

FEEFHFRACERAER, GHERAFREL T HIZER, LB ER, A FQER, LX
RFF—BEWR, EMERRFHNBEILTHAEZER, LA XFF ZER, e ERAFHBEALTFC
B, AT ER, X AFARER, ¥ HAFER, M EMKFEHRBATRTER, T8 EMKF
MEEXER, BRFLERFLEFTS, EHERAFMBLEZNER, BEAELERSE -
FESHN,
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FRK T 28 f otk B8

Cutaneous T-cell lymphomas

PEEFRFRAATWER, eHERAFHMEL X ELEER, AXAFEZER, LERFHE
—ER, g WEMRFHBELERCER, L ER, LXK FARER, w4 ER AFH BT %0
Eht, LxmeAMER = EER, asHERAFRBELERARER, xRt ER, LXWH
WRE—ER, sHERAFMBELTBTER, HEMNAFHBELANER, LRPEER (F
ERFE-—WBER) , oMERAFHRBEILTHIZER, BHEHRFERER, BHERKF
fEBEMILEESFT O, sHERAFHMBELTFEER, PETERFRETER, LEFEH KX
FRENER GENRRX), LR EEER, A ER, xiFeKRER, LT EER, fiX
FER, AR ARFERER, BEELERE —EFFN, RAMLEER,

142

Jit & B T AR AR

Cystinosis

TAERAFMBEHLEEFTN, FREEFRFRALERMER, KX KFE—ER, X A¥
ARER, BEESERE —ES T8, BHEHAFHELTLEER

143

P R IR T 4 B

Dermatofibrosarcoma protuberans

IEARFFE—ER, EHRERAFHELARCER, AXER, X RFARER, FEEFRFR
i ER, B8 EMKFHBILTRELIRER, WX KFE Z B, B4 B KFHB AL T
Elt, sMERAFHMBELXER, sHERAFHELTHIZER, EHEMARFHEEMLE
B, AEFEER, AETCAER, LXHEER, AT OER, LR ZFER, &4 EFR/
AFMBEALTZNER, BEAELERE —EFFN, X AFUERER, RAMEER,

144

o B 2 B B K

Eosinophilic gastroenteritis

FEEFHFRCERER, EHERAFHELERARER, R EMAFHRETHELEE
Be, A mAFHE ZER, AT ER, A AFARER, P HAFER, a#ERAFHRELTZNE
B, AEAFE —ElR, EHERAFHRELAAMER, LETHEZRER, FEAFERER (&
FARFTHESSER) , AXTHELRE —ER, gs@WEMAFMELTBAER, gHEHK
FHBEAXER, NSEEMNILER, sHERAFHMELTHZER, EHREMAFERE
b, EMEMAFMBEERLEES PO, XTI VER, LxFeER, hrXwCMmER, &
TEEER, PEFEMSRS ZNERER, e HERAFHELTFEER, FEYEMNFRE
FER, X FEARFARLITER GENRR), b B RFARTER, MAFQER, LEKF
ElfFER, LEEFER, LATECER, MREEERE —EX+H0, e ERAFHBELTILE
= e

_36_




145

FEHAE

Epithelioid sarcoma

IFEARFE—BER, PEEFRFRALTMAER, LR ER, LXAFARER, B8 EMKFHE
AFERARER, LB ER, e B ERAFHMEL T LEER, X AFEZER, gHERK
FHEBLERCER, EHERKFMBLTBTER, EHERAFRELTHIZER, BHER
AFMBERMILEEFTN, LEFEER, LXmEER, MAFCER, BRELERFELES
H, EHERAFMENTZNER, MERELERE —EF+HY, RMEER,

146

B FEAALVE =T BRIE
Facioscapulohumeral muscular

dystrophy

IFEARFEZER, LR ARFE—ER, FEEFHFRALRMAER, ©E EFFFREN I E
Be, #HRFER, eMEMNAFHRBELERCER, LXXFARER, B ZREZH L% F M1 E
REER, EHRERAFHMBELERARER, eMEMAFMBELRAMER, FEAFIRE
(R ERFFEELESCER) , sHERAFHBELERAER, EHRERAFHERXER,
EHMERAFMHAER, NIATHEHNILER, sHREMNAFERER, EHERAKFERE
EHMIEEFFN, LEFTCHER, eHERARFHRELTFEER, LR EEKRER, K+
NER, LEAFERER, LXEFER, BAELERELEF TN, BHMEMRFHEIT KIS
Eb, BHERAFMEILTZNER, BERELERE —EFTN, EHRERAFHEILTILE
= e

147

SR T v M 4 i o B2, 28 2R 4 3 AR TE
Familial hemophagocytic

lymphohistiocytosis

FPEEFRFRAEHHER, eHERAFHBEL A LEER, A ARFE —ER, LERF%E
ZER, LRER, LERFARER, B8 EMKFHBILTZTER, ¥4 ER/ AFHEALTRA
BER, LxEEKREER, EHERAFWEILTBTER, sHERAFHBEXER, Lt
BER (FRRFE-—MBEER) , e HERAFHEEHILEEF T, KEFEHRFRA]
B GEMRERX), L B ER, LR s ER, MATCER, LR AFERER, BRELER
FoEFFN, RMEER, aHERAFHEBATILEER

148

F R RE P R R

Familial adenomatous polyposis

IAFERFEZBER, LR ER, BHEMKFHBAL A ER, & & EFHF R I ER, L
RFEF—ER, AR RFARER, FHOFER, LrTEZRER, B8 EMKFERE L #ET
Ebt, EHREMAFHBEEXER, eHERAFERER, sHERNRFHEERILEEFFN,
AEFEER, LEMEER, LE T CMER, ERERAFMELEFEER, L FPEKRE
e, A FRER, KX KFETER, kX T ECER, s @ EMFRFRBELTELIRER, BKE
RERE —EFHN,
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HITHERMETELFT AR

IR ARFE—ER, FEEFHFRALTHAER, gMEMAFHBE LA ELIZER, LT AFHE
ZER, LRER, LEAFARER, B8 EMKFHBILTKIZER, w4 ER RSB %0

149 | Fibrodysplasia ossificans | gy "o o Xl B A R RARER, HEALERER REASPHELLER) . 44
progressiva EAAZIBEHLEES S0, KRR, HA R AL ELLE ER
FEEZRERL A BER, EHERAZHBLEFABER, LEAZE —ENR LEAEE
ol X 2 A SR A RER, LR ASARER, B ARER, §HEHAZMBLTAMER, & EH A
150 , FEMRAENR, BAFEREALER, EHESALERER, EHERKENREEHLEE
Fragile X syndrone by, LTI EER, RECER, LEALERER #RESERE—EXD0, EHE
BARBILILEER
RAAEEZER, FHEFHIRLANAER Lr AT R —ER, ERERAZIALEAC
. W BB, X AYEARER EHERALERER, GHEMALHAEALEES PO, LuHe
Gangliosidosis KEER, MAFCER, WX ER, AXAFERER, MAELERE —EFH0, g#EH
KERBLILEER
FEHEZFERILAMFER LR ATE BN LR ATE=ER LRER LEAFARE
B, B B AR ER, LR KSR ER, EAERASRELEAEER, LY s EE
%, LETELRE—ER, EMERKERBLEBAER, EHERKERELLER, A
B I 2 10 B FEELALER, LXBRER LATFARPEER, EHEMNAYERER, EHEMK
. . . SHBEHILEES B, LHEEER, LETEMER, krwAXEARER, §HEMAZ
astroenteropancreatic

neuroendocrine neoplasm

B E T EER, e ERAFHBELREZER, L FEKRER, L B ER, L+ EZ
RERTER, MAFCER, LERFETER, kX 2FER, LT FerEELSER, LT
TECER, e EMARFNBELTELIRER, BRELERFLES T, EHERAFEHEL
FENER, BEELERS —EFH0, LETMXRER, RMALER, g8 EMNKEREL
FILEER
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& F 18] B

Gastrointestinal stromal tumor

LFAFE—EB, TEEF AT AR PER, B8 EHATHA LR AMER, B4 ERNAT
RBALTHEER, EMERAYERER, §HERASHBEHLEES =0, FHEMAY
B AT LR B B, A S S = EBE, B BRI TF R, LR ER, L AFEAR
BR, b RS ER, BAELERELESY O, BHEMATIMBLTENER, MIFLER
E—BE¥EN, LRTHLEE—ER, EHERALMBLTRTENR, 40 ERALHELY
B, LXEEER GREXYE—MBER) , RATEHESLER, L¥T LMER, LF
BRER, LETFALPEER, LFFOER, LXEPERBEER, LETCAER, A&
FH AN EARE B, 640 E R AR AL E BB, & 5 b B2 ER, 84 ER KM
BACTE i BB, AL TR K R B, AT B E D, AL P B 25 K5 [ e, AR P BB, AL
KL ERER, LXEFER, LXTE 6P EES SRR, LF T ECER, LXTRLEER, R
i E B

154

2 R A AR B

Generalized pustular psoriasis

FPEEFHFRACERAER, EHERAFRELTAMER, LR KFE—ER, g8 EMKF
B LZIRER, FEEFHFRENIIMER, X RFEZER, LXER, LXAFARE
B, EMERRFHMBEXTZNER, LETEZRER, FEAFERER (FERFFHAESE S
Ef) , sHEMRFMBELXER, EHRERAFHEILTHIZER, wHEMKFMREETHL
EEFHC, gHERAFMELETEER, PEFERF¥REXER, B8 EMNKFHELTIL
EER

155

e 4R B AR

Genetic hypoparathyroidism

AFERFE—ER, FEEFHFRALEHAER, g M ERRFMBELTELIZER, LT AFSE
ZER, gHEMARFHBELERCER, LXER, LXK FARER, &4 E/”AFHEITHRAK
BER, EHEMAFMBELEAWER, EHERAFMBELTBTER, sHRERAFERE
e, EHMERAFMBEERLEEF T, LRERRKERER MRELERFLEF TN, HHAE
PMAFMBE LT ZNER, MEAELERE —EFFN, LETMXRER, w4 EMFKFREAL
FILEER
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B 4 A, 2 ik 3%

Giant cell arteritis

PEEFRFRAATHER, eHERAFHMEL X ELEER, AXAFEZER, LERFSE
—ER, g MEMRFHBELERCER, L ER, LXAFARER, ¥HXFER, BHERKA
FHBALEZNER, aHERAFHRBELTAMER, LETEZRER, w#EMKFERBEAL
THAER, sHERAFHMBELXER, sHERAFZBEMER, LxEEER (FPAF
FMBER) , NSFETMNILER, sHERAFHMELEHZER, EHREMAFERE
e, eHERAFHEERILEEF T, LETCMER, eHERAFHEAT T EER, ¥ E
PEAFRERER, AR FEGRFRATER, MAFOER, WX AFERER, #AFELERS
—BEFHRN, MEFMXKER, RALER, BHEHAFHBELTILEER

157

BB Y1

Giant cell tumor of bone

EHMERARFWEILTRZER, ERERAFWELTZNER, LXRFE—ER, FEEFH
FhRATEBAER, LETECER, EHEMNARFHBLTRELIRER, AKX AFEZER, LXE
B, AXAFARER, BHERAFHRBELTRAEER, EHERRFHEILXAMER, X
THEAXER, brWHURKE—ER, E8EMNKFIRBITETER, &4 E/ASE =1 HH
EW, eMEMRFIMEEMLEEFT O, ETAXKARER, EHERAFHRBELTFEE
e, L iE K RER, LEMHEER, BAELERS —BEFFN, X AFOEER, JLxH X
XER, RMEER, asHERAFHRELTILEELR

158

/MR A7 AE

Glanzmann thrombasthenia

ERAFARER, 60 ERAERBLRLA BB, ©EE R R AT DI E B, LAATE -
BB, 45 A B AR R B, AR BE, 00 B A MR AR AR E B, 20 B A
FHBLTRTESR, HEAAYERER, FHEMAERBTHLEES PO, LR P ES
KR I TTEE B I B ), APl B 5 B, AL 05 e, A A B B, AR 8 B 6 —
¥ b0

159

JB2 Ji BF 4 i 9

Glioblastoma

PEEFAERITINMER, LEAFE —ER, g EMFRFRBELTELIRER, LR AFSE
CER, EHERAFHBELTECER, s EMRFHELTZNER, FEAFEIRER (F
ERFFHELEGER) , HERAFHMBELRBITER, EHEMNRFHBELXER, EHE
MAFZMRAER, LXPEER (BERFE—MEER) , NITHETNILER, gHE
MAFMBEHILEEF TN, AXFEER, EEETXmBER, AXTECER, L&
El, LrfAXRARER, e EHRFHELTTEER, FE+EMFRERXER, L iFE
KEER, AT CER, LR AFERER, WXL FER, RS ER
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B AR LA

160 Gorlin syndrone FEEFHFROEMRER, AEAFE —ER, a# ERAF N ER
EHWERAFHETHIZER, THERAFHEEHRILEEFF O, g4 EHKFHETH
fHER, FEEFRFRATHHER, LXXFE —ER, FEEFRFREMIMER, LEKXF

VBRI R K FoER, LR AFARER, EHERAFHMELT LN ER, EHAERAFHELTELEER,

161 _ o _ EHUOER, AETHFLURE—ER, gHERAFHEEXER, bxW EMER, bxHi

Hidradenitis suppurativa FER, AR TALRARER, PEPENER % 1ERER, 46 EHAERBLT T EER,
FEFERYRERER, e ERAFRB T HELER, AR FEKEER, L RFEHRFR
HER, MAFCER, WEAFERER, MUERERE —EFH 0, RMEER
P EAFE—ER, FEHEXAFRAETIHMER, A XAFARER, b AFXE=ER, g EFH
162 Hutchinson-Gilford progeria AFERER, EHAEHAFHEEMLEEFFO, gHMERAFHEBELTERCER, BRELE
syndrome E—EFHS, gHERAFHELTILEER
K P UL 4 B 4 g PEEFRFRAERHER, e B ERAFHELERCER, LXER, LXAF¥ARER, X

163 Inflammatory myofibroblastic AFEE—ER, EHERAFHBEATMAIZER, X AFE ZEIR, 4 B KT BT

Eft, a#HERAFMEGHMILEEFFO, LEWEBEER, LR AXFERER, BRELERE L

tumor EFHn, gHERAFHBENTZNER, BAELERFE —E¥+8, WEAFORER,

FEEFHFRATHAER, EAERAFHELREACER, LR AFARER, G4 ERAF

” Leber 4 K M B MELEZ N ER, W ZAFE —ER, eHERAFHEEHLEEFF O, WX EZREFRME

Leber congenital amaurosis b, BMERAFMEBEEXER, bWRAFEAAFE-MBEER, L X AFERER, BRELER
F—EFFN, FEFERFRRAER, gHAERAFHELTIILEER

‘ IEAFE —ER, FEEFRFRAAMFER, LXAFARER, PERAFER, FEAFER

165 Lennox-Gastaut 4%&4E Eft (FEAFFTHELESER), GHERAFHEBELTRAER, e ERRF ZHNAER,

Lennox—Gastaut syndrome

BRAEEHNSEER, eHERAFERER, eMEMNAFMBEERILEES PO, hxiFe
KRERE, o A B R E b, o4 E RSB A )L E
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AR T MM Z

Limbal stem cell deficiency

FPEEFAFRACTWMER, AEAFE—ER, LEAFEZER, ERERHARFERER, LK
B, X AFARER, eMEMNRFMBE LT ZNER, L K E I ER, w4 EfAFHEA
T ER, LR T ECER, AR R RKERAER, BEAELERE —EFTN

167

e A

Malignant hyperthermia

IFERFE—BER, PEEFRFRALTMPHER, KX AKFEZER, LR ER, B8 EMKFIE
AFHAMER, LEEREREMER, FRAFERER (FEAFTHELSGER) , NIF
HHENILEER, AAEHAFHEEHLEEFFN, AEFEER, MAFNER

168

sl i) AEE €

Malignant pleural mesothelioma

FPEEFRFRATHMER, LATER, A AFARER, LERFE —ER, EHERKFIHE
AFHLIRER, AXAFEZER MUELERFLEF T, EHERRFHBILTZNER,
BBEELERE —BEFFN, AETHER=AMEER, BAERAFHBILTHMBER, X
THEZXER, BHMEMRFRBILTEAER, LxeBER, LXPEER (FERFE MW
BER), NREHHNILER, EHEMAFERER, EHEMRFHEEHLEEF TN,
EXEMAaAATENER, LRFTCMER, AXEHER, LXTAXRARER, g4 ERX
FHBALTEFEER, B8 EMKFHBL T AR ER, LB ER, LT EHRFERT ER, A
R ER, KR AFEFER, KX EFER, g ERAFHBALTFCER, LXK E
ISP—E’ %ﬁﬁlé‘gl@éﬁ)

169

N

Melanoma

KRAFARER, LRAFE — ER, T 5 E S 5w o BB, L3 i E b, B0 E A A S
B AL AR5 R B, A = [E B, A0 E B AR AL R C B B, LR E B, 440 E A A
HBLTRALER, CHENAYHBLTHBER, SHERAZHBLTNEER, SHE
FAZMEE ML EEEE0, LR HE AR ER, LRw 5l EE—ER, §HERA
BT BTER, SHEHNREMBENER, SHERAESIBMHER, b A%EHk 4
BER, HET EMER, ARFSER, A TCHER, LXTARRARER, §HEFAY
BT E BB, ok B E AR RER, LRSI ER. MASCER, LEEEER, BRE
RERERESTY, YMEHREMBLRZAER, MHELERS —E¥P0, LRA¥D
BER, LEvREER, ERLER, SHERALHELTLEER
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SRR E UE R R
Metachromatic leukodystrophy

FMERALMBLTRAREER, PEEFHFERALTHMER, L AFE—ER, ¥EES
FIREMIIFER, LR ARFFZER, HFERFERER (FEARFFHEELCER) , BHER
AFMBEALTBAER, NSEEANILER, EHERAFERER, TAMEMNALHETH
JLEEFHO, gHERAFHRBELTFEER, LXFEEKRER, AT CER, LEXAFERFE
B, KX KFEAER, kX AFARER, ¥ 0 XFER, MRERERFLESF TN, EHEMKX
FHBATZNER, MAERERE —EF+N, EHEHAFHELTILEER

171

IR 4R SR AT M AL

Monogenic non-syndromic obesity

EHMERAFWEILTAMER, ERERAFHEEHLEEF T, LRFEEKEER, LXK
FHEER, PEEFAFRAATHER, AT ER, AT AFARER, e HEMAFHRE LT Z
NER, EMEMARFHEITLEER, w4 EMKFREA T #AER

172

% KM N 4 BT

Multiple endocrine neoplasia

EHEMRFHBLERAKEER, HEMARFHBELETAHER, EHRERAFERER, &
MEMKFHBEHLEEFFN, LXFEREER, X AFE —ER, 7 EEFHF AT
foEle, M ERAFMBE LT LRER, WX KFF ZER, EHRERAFHBELTRCER, L
FER, AEAFARER MRELERFLEF TN, vHERARFHRBLARZER, AHE
PMAEMBELEZNER, BEAELERE —EFFN, MELER, RMEER, g#HEMKF
BT LEER, BMEMRFHELTBAER, gHERKF EHAER, NAEEILL
REER, METPARFERR, LRFEARFRTER, WX AFERER, WEHLFER

173

KAV B

Narcolepsy

EHMEMRFMBLERAKEER, EHEMNRFHBELTHAEER, T8 EMKXFEREIT I
B, BHEMAFERER, BAERAFHNBEHLEEFFO, UEAFE —ER, FEES
MR MER, EHERAFHRBE T LRER, LR ARFEZER, WX RFEANER, &
MEMKRFHBILERCER, LEER, LEAFARER, FHRFER, BRELERELEF
F0, HERAFMELEZAER, MRELERE —EF+V, MREER, BHEMKF
MEALFTLEER, FEAFERER GFFEAFTRHESGER) . T ERMAF BT HRA
Eft, sHERAFHELXER, sHERAFZBUMER, NIFETNILER, L
EER, LxfimER, PETERSR ZITERBE, #8ERXFWEBILT T EER, LX
HREKRER, WX FEHRFEMBEER, iR T8 ER, b KFE T ER
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o % B 4 g e

Neuroblastoma

IFEARFE—ER, FEEFHFRALTHMER, eMEMAFERER, HHFERAFHELT
HRRER, X AFEZER, FRAFERER (FRAFTHELSGER) , gHERAFN
BT BAER, EMERALHMBEEXER, EHRERAF = ARHAER, gHEMHKFHEL
THIZER, ERMERALHMBEEHLEEFTN, UXFEER, BMERALHBELTTEE
e, L E K RER, AT CER, LEAFERER, WX EFER, B8 EMKFIEILTR
CER, LZER, LXRFARER, e ERHARFHMBELTZNER, MUEEERE —EFT
N, RMEER, BHERAFHEATLEER

175

5 A Y B

Neurofibromatosis

IR ARFE—ER, FEEFHFRALTHER, eMEMNAFHMBEL X RIZER, EHMEMKSF
B ZNER, X AFEZER, e ERARFHBELERCER, LXER, LXAFARE
B, EMERAFHMBELERARER, sHERAFHMBELTAMER, LETHEZXER, Hi
AFERER (FEARFFEELEGER) , aHWEMNAFMELRBAER, g8 EMHAFIE
AXER, EMEMAFMBHMER, LrPEER (FEARFE-MEER) , aHEMNKF
BT HIZER, sHEMAFERER, EHRERAFRBEERMLEES T O, BXENAH
xrm g ER, LxFeER, BHEMNKFHBEALT T EER, L FPEKRER, KT8 ER,
AR ARFEFER, brw ECER, e @ ERAFHRE LR LEER, & HES A FRED I
EW, MAELRERE —EFFO, AEAFOEER, LXTRXKER, RMEER, g#HE
MAFHELTILEER

176

4 £ 70 b A e 4 U E

Neuronal ceroid lipofuscinosis

PEEFAERITIMER, LR AFE —ER, X AFARER, ¥ HAFER, g8 EMFKF
BT ZNER, LEAFEER, e ERAFHBELTAMER, FERFERER (F¥
R¥THELECER) , BHRERAFWEBILTHAER, sHERAFHELXER, gHER
RFEZWHER, EAERAFERER, sHEMAFWEEHRLEEF TS, BRENAH
R AER, MAFCER, LEAFERER BAELERE —EF+N, sHERAFIHE
AFILEE R

177

WA M AER

Neurotrophic keratitis

IFERFE—ER, FEEFHFRALEMAER, X T ECER, LXAFEZER, LR AFA
RER, LXRZRFEFRBER, LXTEZRER, sHERAFERER, sHERNAFHRET
MILBEEFFN, KEBTVER, X AFERFER

_44_




178

HWE

Osteosarcoma

FPEEFHFRCERER, GHERAFHWELARAKRER, LEAFFZER, EHER K
FHBELTRCER, LXER, AR RFARER, e FERAFHRBELEREZER, WX KXFE —
EWE, g EMARFHRBEATHAEER, Lt ER, B8 ERAFRBEALT BT ER, w4 E/
RFZMBHER, LrPEER (FERFE-—MEER) , aHERAFMBEILTHIZER,
EHMERAFWEEHILEEF TN, sHEMRFMBEAT T EER, LrFeKRER, b
BER, MAFCER, LETECER, e ERAFHBELAHLRER, EHERAFREILX
ZNER, MAERERS —BEFFN, LXAFORER, LETMXXER, RMEER, &
HEMKFHBALTLEER

179

R
Pemphigus

IR ARFE—ER, FEEFHFRALTHAER, eMEMNAFHBELXAMER, EMEMKT
B LIRER, FEEFHFRENIIMER, X RFEZER, a8 B RFHETR

CER, LR ER, LXAFARER, e HERAFHMBELTZNER, HEXFIRER (FEX
FHEELEGER) , eHERAFMBELERAER, EHERAFREEXER, gHEHK
FHEBALTEHIZER, BHREMRFHEEHLEEFT S, EREMARFHELTFEER, +E
PEMFRETER, MAFCER, X TECER, BAELERE —EFFN0, X AFOEE
IK]r:‘E

180

A L S 2 ke B
Persistent pulmonary hypertension

of the newborn

EHMEMRFHBEHILEEF TN, UEARFE —ER, LERFEZER, LXER, LXKFA
RER, P HAFER, EHERAFRELERARER, AHERAERBILTHAMER, X
THEZRER, BHRERAFHBELTBTER, LXPEER (FRAFE—MEER) ,
ERAFHMBLFEZNER, BEAELERE —EFFN, RAEER

181

w45 ) S

Pheochromocytoma

EHMEMRFHBLERAKEER, LEAFE —ER, PEEFRFRATMAER, B8 EMK
FHEBLTEHEER, GHERAFMBETELZER, WXRFEZER, g4 ERAFHEL
FERCER, A XER, AXAFARER, ¥ HRFER, BRELERFLEF T, LrRRLE
e, LETHZRER, FERFIRER (FERFFEELSGER) , aHEMNKFREALR
BEER, NREEFNILER, LETFARTERR, gHEMARFHBELTHIZER, &
MEMARFERER, sHERHAFHEERLEEFFC, e HERNRFHRELTFEER, +E
PEMFRETER, e ERAFHELTEZER, LEHEEKERER, LXHEER, L+ E
HRFFRTER, MAFOER, AEAFERER, e EMAFMRBELTZ TER, BKE L ER
F—EFHN, MEEER, RMEER, AHEHARFHELTILEER
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PIK3CA A8k 34 & 4 K 42 &4E
PIK3CA related overgrowth syndrome

PEEFHFRATHMER, LR AFARER, e EMHAFMELERAEER, HMERK
FHEEHIILEEF TS, LERFE—ER, BAEFLERE —EFFN, g ERRFREALT
JLEER

183

Hp21 2 e % 00

Polycythaemia vera

IFrARFE—ER, FEEFHF R ER, gMEMAFHBEL X ELIZER, LT AFHE
ZER, EMEMARFHRBELRRCER, LR ER, L AFARER, w4 ER AFH B AL %0
Eft, BERESERE —EFTC, gHERAFMBLTRARER, &4 EMKFHEATH
MER, dr#tER, LETEZRER, LEFTELRE-ER, w4 EMKFREAT T
Eht, aMERAFMBELXER, LXEEER OFEAFF-—WEER) , EHEHAFER
EfR, HEMAFHBEEHRLEEF TN, LETLMER, BHERAFHRELTFEER,
AFrHEHRFRENER GENRE), PEFERFRERER, LR s ER, L& ER,
I FEERRER, L F EAHRFERTER, AT CER, X AFERER, RATEER, &4
B AFHBE AL L& E R

184

B P B B 3%

Primary biliary cholangitis

IFERFEZER, LXAFEE—ER, FEEFRFRAREBAER, LEKFARER, £ 8 A4
B, BHMEMAFMBELTAWER, B8 EMNKFMRBELTETER, w8 EMKEREZX
Eft, brEEER (FEAFE-—HMEER), NATHEBNILER, LXTPFARFEER,
EHMEMRFRBILTHIZER, eHERAFEXRER, sHERAFHEEHLEEF T,

IxEeER, LXHEER, LRFTCMER, AETAXREARER, e fERXFHEALTE
EER, B4 EMKFRBITEZER, AXFEARFRTER, MAFQOER, LEAFERTE
W, X TFEFHELEEER, X T PFARER, L fHCER, 8 EMNKFHBELTELE
B, B ERAFMBELTRCER, LXER SAELERELEF TN, gHEMKFHEAL
TENER, BEELERE —EFHS, LETMXRER, RAMLER,

185

R KRR S

Primary growth hormone deficiency

AFERFE—BER, FEEFRFRALTMIAER, AXARFEZER, LXER, LXAFARE
W, EHMERARFHMBLAE AT ER, e HERAFHBELERARER, B8 EMKFHEEHL
BESHO, LXFEEKRRER, e ERAFHMELTRIZER, e ERAFHEITZTER,
EHMEMRFNBILTAEER, EHERAFHEBATRTER, X EEER OFERFEF —
MEBER) , eHERAFERER, FHAFER, BMRELEREFLEFTS, BRELER
F—EFHN, MEEER, RMEER, AHEHARFHELTILEER
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R VTR B A A K -1 SR ZE

Primary IGF1 deficiency

ERENATHBLEFARER, 8 EZHERALRDPER, &5 EFAZHBLTANHE
Bt LEAYE —EB, LFAYHZ ER, LFER, LFAFARER, + 8 KFER, §HER
KFMBATER ER, BBERAFRBLTRARR, ENERAFERER, §HERLY
HEEALEER PO, LA ERRER, RAELERE—EL P, §8HERAERAITL
¥ Bt

187

JR RN S Pk

Primary immunodeficiency

FPEEFAFRACTWMER, AEAFEZER, LR ER, LR FEKRER, K +FOER, L
FRFFR—ER, AEARFARER, EHEMNKFHBALTZNER, &4 EMKXFHE LT
Eht, sMERAFMELTRTER, sHERAFHBELXER, eHERAFHEERLE
EFrN, Ar@RER, LrBaBER, LrsiER, BRERERE —EF+N, BHER
RFEMBALFEINEER

188

JR A B BT 2 A

Primary myelofibrosis

IERFEZER, FEEFHFRALEMAER, X AFE —ER, g EMAFRBE LT EL
ZER, EWEMRFMBLTRAEER, gHERAFHBELXAMER, xR ER, X
THELRE—ER, aHERAFHELTBITER, vHMEMHRFHBELXER, LXEEER
(HERFE-—MBER) , eMEHARFERER, EHERAERBEEAMLEEEF S, BX
AR RER, AEFEHRFRAITER GEMNRK), & B+ ER ¥R ER, L
BRER, LXEEER, LXFEHARFRTER, MATCER, LXAFERFER, 4 EH K
FHBALRECER, LXER, LRARFARER, BHERKFRBILTZTER, BKE L ER
%"E#?‘Qa %ﬁfﬂ;é@l@éﬁ

189

B KPR A B 3%

Primary sclerosing cholangitis

FPEEFRFRAEHHER, eHERARFHBELEAMER, LXRFE —ER, BHFEMKF
BT LIRER, LR AFEZER, e EMARFHELEECER, LXER, LXAFAR
ER, #HRFEREHEMNRFHBLTBETER, B8 EMXFRBEEXER, LG ERE
FRFFE—WEER) , NAEHEANILER, EHEMAFMBE LT EZER, GHEMKFE
FERER, gHEMAFHBEERLEEFFN, LEFRER, AXEEER, LXTCHER,
FAERAFMBL TP EER, FEFERFRERXER, s @ EMFKFWELTHEZER, LT
PEARFATER, AETECER, MATFOER, LXXFERER,, BAEFLERE LESF
Fo, EHERAFMELTZNER, MRELERE —EFT, AETRXKER, RAL
B e
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190

AT P A7 2 b0 18 T 1 Ji R
Progressive fibrosing

interstitial lung disease

IFERFARER, ¥ HAFER, FEEFHFRAEMAER, LXKFE —ER, B EMKSF
BT LR ER, bR KFF ZER, L ER, e ERAFHBATZNER, BHEMNKF
B Z#mER, L EmER, NIEERNILER, eNERAFERER, HERK
FHEBEMILEEF TN, LEFEER, AXMEXER, LxTCER, EHEMNAFHREL
FHREER, LT BEARFRTER, MAFCER, MRELEERSE —EFH 0, LT XK E
e, KA B

191

&R MK

Recurrent pericarditis

X ARFE—ER, FEEFHF R ER, gMEMAFHMBEL X ELIZER, LT AFHE
ZER, gMEMAFHBELERCER, LR ER, LXAFARER, X TEZRER, FEE
FRHERBIER, ERMERAFHWEEXER, NITEBNILER, sHERAFERER,
EHMERAFHWEEHILEEFH O, EHREHARFHELTFEER, LXFEKRER, #EE
RERFLEFTN, eHMERAFHELAZNER, BAELERE —EFFN, RAMEER

192

B LA JE
Retinopathy of prematurity

FEEEAER LR ER, LRASE - ER, LRAAYE—ER, EHERAZHBLRAL
BB, L RER, LRAEARER, &0 AHFER, §HEMALHELTHEER, §4EHAS
HELTBAER, SHERAFTRER, EHERALHBEHLEES® O, LFEHTLE
B, LREREEMAER, LRAFERER BAELERE—ELHQ, SHERNALHEL
FLEER

193

Rett Zg &4EF

Rett syndrome

PEEFAERITINPER, LRAFFEZER, AEAFARER, WX AFE —ER, AT
Eft, sHERAFZMEAER, NIEETNILER, sHERAFERER, gHERK
FHBEMLEEF T, AEAFETER MRELERE —EFH0, s HERAFHEAT
JLEER

194

7 47 e

Short bowel syndrome

AERFE—ER, FEEFHFRLEMAER, e M ERRFMBELTELIZER, LT AFSE
ZER, LRER, FHAFER, FERAFERER (FEAFTEELSGER) , NIEEHN
REER, ERERAFHMBELTHEER, EHRERAFHMBEERLEEF TN, LEFEER,
A EER, LxmmER, LXTAXRARER, BMEMRFHELTHLER, LTF
PRRER MRELERE —EFTN,
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195

A 5 A G R R R R
Systemic juvenile idiopathic

arthritis

AR ER, AT AFARER, WX AFE —EfR, PEEFHFRATHMELR, 54 ERNKFHE
IR LIRER, A FAFEZER, e HERAFHMELEECER, ¥ HAFER, B4 EMKSF
B Z N ER, BMEMNARFHRBETRAER, sHERKFHBEEXER, LXTFAK
FEER, sHERAFHMBEERLEEFTN, LETCEMER, ERNERAFHELTTEE
W, FEFERFRERER, MAFCER, L AFERER, BAEFLERE —EFFN, w4
B A FHE AL L& E B

196

RGME KA SR

Systemic mastocytosis

IFEARFE—ER, FEEFHFRALTHAER, M EMXFHBEL R E LR ER, LT ER, b
FAFARER, eMEMAFMBELRZNER, BRELERS —EFT0, gHEMKFHE
EXER, sHEMNAFMWELTHZER, sHEMNAFERER, EHRERAFHRBETMILE
EFFR, AEFEHAFRELITER GEMNRR), LXeHER, L EEEER, fiKF 0 ER,
X AFERELR,

197

KBBRIK ) % KRB Fk R

Takayasu arteritis

AFERFE—ER, FEEFHFRALEHAER, e ERRFMBELTELIZER, LT AFSE
CER, e HERAFHBALTECER, X ER, LR RXFARER, # 0 OFER, EHEMKA
FHBALRZAER, BEXRREFAAXTCHBERLAER, BHEMAFHBLTHAEER, L
FHEARER, PREEFRFRENER, sHEMHRFNBELTBAER, g8 EMHKERE
AXEWR, LRPEER (FERFE—MEER) , NIFHEBNILER, vHERKFWE
IFHIZER, EHERHAFERER, EHRERAFHEEHLEEF O, LEEXER, L
FRCAER, L TAXRARER, e ERAFHELTFEER, FE+ERFRETER,
PEFEMNERALER, BRERAFHMBELTELZER, LXFEARERTER, AT CE
B, AR KFEFER, BRFLERS —EFFT0, MELER, PETEMNFRRAER, L
TN K ER, RAEER, d#E/AFHBATILEER

198

JREE B/ B R NEREETH
7 I 3K
Tenosynovial giant cell
tumor/Pigmented villonodular

synovitis

EHMEMRFHBILERAKEER, LEARFE —ER, FEEFRFRATHMER, L H L
B, M ERAFMBE LT LRER, L KFF ZER, B ERAFHBELTRCER, X
El, LR RFARER, e EHRFHMBLTRZER, FEAFERER (FEAFFHES
cER) , EHERAFHBLTBAER, LrEEER (FEXFE-—MEER) , AHER
RFEMBALTHIZER, eHERAFHBEERLEEF TN, AETAXEARER, BAELE
R —EFFS, LETMXRER, RMEER, EHERAFHRELTLEER
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199

b (ER)

Thalassemia major

PEEFRFRACTWMER, A AFEZER, LEAFE—ER, BHEMKFHBILTRC
ER, LR ER, AEAFARER, BB ERKFMBELTZNER, g4 EMKFREALZRAE
El, EHMERAFHMBE LT LRER, eMEMNAFHELEAWER, LrTEzRER, &
MEMKFHBLTBTER, ERMERAFHWELXER, eHERAFERER, BHERK
FHEBERLEEF TN, LETAARARER, bXFEHRFRENER GEMKER), L
BIRER, LR EEER, LXEEKRER, AT CER, X AFERER, BRFELEERE —
EFHEN, gHERAFHEBELTLEER

200

A e o/ NAR R D P 2R
Thrombotic thrombocytopenic

purpura

IFERFE—BER, PEEFRFRATBAER, LR ER, X KFARER, #HATER, &
MERAKFHBERAEER, LEAFEZER, aHERAFHBELTRCER, BHER KX
FHBALEZNER, aHMERAFHRBETAMER, LEXRMER, EHERNKRFHEILT
AER, EHERAFHWEREXER, LXPEER (FEXFE—MEER) , NIFHEHNI
RER, EHERAFERER, sHERARFHBEEHRLEEF TN, GHERKFRELT +
EER, FEFEMFRERER, KX P EGAFRENER GENRRK), sl Bk, b
B ER, L iFe K RER, P BEAKF R ER, AT ER, L KFE T ER, ¥4 ER/
AFMBLFELIRER, FEEFRFREVIHIFER, BAELERS —E¥+N, REER,
EHMERARFHBEITILEER

201

R N & N A

Transthyretin amyloidosis

IFERFREZER, LXAFEE—ER, FEEFAFRARMAER, 58 EMKERBE LR
B, AR ER, X AFARER, PHAFER, EHRERAFHMBELTZNER, @ EMKF
FERER, BHEMAFHBEEHLEEFT N, LFFERRER, AT QER, BHRELEER
F—EFHN,

202

FiF T 315 IR - 5 A AR % JB 3 M 45 A
Tumor necrosis factor receptor

associated periodic syndrome

FPEEFAFRACTWMER, AT AFE—ER, LERAFARER, FHRAFER, LEER, &
MEMKFHBILTAWER, s HERAFHRBELTLEER, eHEMAFHRELTBAER,
EHMERARFWEEHILEEF T, MAFOER

203

Fe T AR K B AL

Tumor—induced osteomalacia

EHMEHRFHBILERAEER, LEARFE—ER, FEEFRFRATHMER, LERF%E
ZER,LERER, ERERAERBE LT ZNER, EHEMAFRBELTETER, THEMK
FHBALTHIZER, v HERAFHEEHLEEF T, LFFEPLKRER, MRELERSE —
N
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204

Von Hippel-Lindau Z¢&4E

Von Hippel-Lindau syndrome

IAFARFEZER, bR RFE —ER, PEEFHFRALAMAER, LXER, LXAFARE
b, B ERAFMBLERCER, ¥ HAFER, eMEMNAFMBALRZNER, EMEMK
FHEBLERARER, EHERAFWELABTER, sHEHRFHRBELXER, FHER
AFZHWHER, ERERATERER, sHEHAFMEEHLEEFS TG, LFFELRE
B, X AFEFER, LETECER, L& ER, T8 EMRFIEALTHALTER, #K
FRERE —EFFN, RMEER, sHERAFHRELTILEELR

205

1 P AR A
Von Willebrand disease type3

FPEEFSHFRATHMER, LR AFE—ER, g EMHAFMBELTELIRER, LR AFHE
ZER, gMEMARFHRBELRRCER, L ER, L AFARER, w4 ER AFH B AL % 0
Eft, sMERAFHMBELERARER, EMERAFHELTRAER, sHERAFERE
B, EMEMAFMELTILEER, sHEMAFRBEERNLEEFFN, LEFEHRFERE
TER EMNRER), LR ER, LxmaEER, AT CER MRELERE —EFFH0, K
AR E B

206

| B 2R B AL /o B 5 40 B
s
Waldenstrom macroglobulinemia/

Lymphoplasmacytic lymphoma

IERFE—ER, FEEFHFRLEMAER, XA FARER, 58 EMKFHRELTZ T
B, EMERAFMBELTHLRER, LXAFEZER, M ERAFHBELTRCER, L
B, M ERAFMBELERARER, R AER, LETFLKE—ER, B8 E/KEM
BEXER, LXEEER (FEAFF-—WEER) , aREMAFERER, LEFTCMER,
EAMERAFMBL TP EER, LR P EARFRETER GENRR), # &+ ERFRERE
W, EMEMARFMB LA ELZER, LXHEFER, LEeBER, X EFEKRER, X+ E
HRFFRTER, MAFCER, WX ARFEGER, BRELERF —EFTN, RLEER,

207

West 5G4/ B )L )% 2 4% 64
West syndrome/Infantile spasms

syndrome

EHMEMARFNBEHILEEF TN, EHREHARFHBELTILEER, LERFE —ER, FEHE
FRHERUERER, X AFEZER, AXAFARER, ¥ HAFER, B8 ERXFIREIL
THMER, EMERRFHBLTBTER, gMERAF GEHER, NIEHETNILE
e, EHERAFERER, LXFEKRER, AXAFERER, EHEMRFHBELAXIZE
e, BHERAFHMBEALTZAER, BAELERE —EX¥+N, MREER
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