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Introduction

Due to the efforts made by Taiwan Foundation For Rare Disorders (TFRD), rare diseases
and inherited conditions have drawn more and more attention in Taiwan. To improve the
service of Chinese version genetic diseases database and online genetic counseling, the group
of Department of Medical Genetics in National Taiwan University Hospital has carried out
project to maintain the “Genes-at-Taiwan” website since 2005. This year, we aim to expand
the new testing database to provide a convenient and easy testing access for visitors, and also
update 30 metabolic diseases article at TFRD official website for general population.

Methods

We invited several medical specialists to collect the latest information of rare genetic
disorders and medical genetics and write articles on the “Genes-at-Taiwan” website. Simple
genetic online genetic counseling has also been provided. We maintain our website regularly
and make online-user-survey to provide a stable and practical service. This year, we collected
more than 500 testing information from inspection agencies in Taiwan and transferred into
our testing database.

Results

This year, we keep updating the latest information of rare diseases, and also expand the
rare disease testing databank. So far, our disease database has been gathering translated
articles in 331 diseases, 506 testing information and 265 pieces of news. Among these, 11 rare
diseases, and 416 pieces of testing information have been completed this year. Update 86
testing information under TFRD support are also shown in our testing databank. Online
genetic counseling is provided via email: genehelp@outlook.com and Facebook, this year 32
replies have been made. 30 metabolic disease articles at TFRD official website has been
updated as well this year. Most of our users are satisfied with the contents and interface, with
rate 94.7 %, and 92.1 %, respectively.

Conclusion and Discussion

Under support from TFRD this year, we’ve coordinated with genetic specialists and a
programmer to update the latest information of rare diseases, testing information, provide
prompt advice in genetic counseling, and also maintain the function of “Genes-at-Taiwan”. In
the future, we will keep working on building the website meeting more users’ needs.

Keywords: genetic disease, on-line genetic counseling, rare disease databank, rare disease
testing databank, Genes-at-Taiwan
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Aromatic L-amino acid decarboxylase deficiency, AADC
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EHE28:3600

EERE AL : 10041 ST PERPIEEESIR191E190042 EAER ZEEEEY
BHEN | SUkET 5%

HELN  BEER(eBEEEaAEBR) AR
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EREN Bl EE

EHH: 2015-11-19
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Fo b HeREE R IR N0
(1) A= 2> 5 5 ¥ % 72 2z/Congenital Generalized Lipodystrophy
http://goo.gl/pGtofs

ARXUEZFEEEETRE

Congenital Generalized Lipodystrophy

ERmETT

FREZEFRESSTRESTAERNRERMERER IZEFAFEARZESNENGR  =SIREE - ABNEHASESEUER T
SAREEEE  MEENAIETEE  TMAARSESN IEEENEENE  KESSERTENES  FEEMETANE - lnss
thER - SIRRENREDE - EREREEHEEEHEENSHERHNSER  BESMEH (insulin resistance) EEE RMIEHRZ— » B8R
MmiEHES  UREERREER ; SIAR (hypertriglyceridemia) T2 R « EZLERFARENEENARE TRARZHESSM (eruptive
xanthomas) + 5| B2ERX ; LWEESRERT  tRFEARTSE ; TLE2E2T 8RR HESE L IE (hypertrophic cardiomyopathy) «
OEBLEFTZRLEE  BEENER -

BEEFENNEES - SEEFZERERESIREAgEL AR THEERES  EEERNSEEGRE ; ABEERTEAMEE - R
EESESE - AFAK - HBEE ; TESETELRRTEX £ - BEBEETR]  SEMNESER - IESRASNARNNEER . &
LEEZSHREREHEE  TERESEEE EuEEET2RRREEY  UESHEESEAEH -
EREZERESSFRERDREENFEIANE  SRNEVEHAERASIH AR - S RRAGPANRERREE2MR  SEHEEFH
% RE- -BEZEESTURSEE; ST ERBSC2EEREREMY  SH¥ESHEZTESERER ; FSERCAVIEERERERR 25K
EREFTR B3/ EORAPTRFIEERERERY . SSHEIRED - EREFES SHSES - MMRERESNLETE -
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(2) MNGIE 3 3 3 (R atiiiid 53 5 "o % % )
/Mitochondrial Neurogastrointestinal Encephalopathy Syndrome

http://goo.gl/xpaMmT
MNGIEZE (&8 (MI4REs 1148 B BN EERE)

Mitochondrial Neurogastrointestinal Encephalopathy Syndrome

BERmEIT

MNGIEER S (MEFREMEERRARERE) 2SS SESEaNEERNEELER  LEFEHLAATBERA  ERERR
0=AHR N ERRAZRASHTERE  EREACHESEEEEE - EESRRUSRENNESEL2AEE  AISEZE5TE
S B9 T R (gastrointestinal dysmotility) 87 #: « S SHES (AEESE/)) - EEEEZ (dysphagia) - BE2EIENREL - 55 - FE -
EBEES  EMENSEBREFERTIREFEE (cachexia) ; MNGIEEEEN SEABE252E  FAESEESENMESS . 9875 -
i BERETHEES TFHHRAN ; SthTERROEREERETE (ptosis) » RALFE (ophthalmoplegia) RESIES - HEERE
(leukoencephalopathy) EICER S —#E » BEFE5IRER - FREEESR (MR) 2223 -

(3) Lowe = i #¥/Lowe Syndrome

http://goo.gl/BTRwIE

Lowe K iEfZEF

Lowe Syndrome
ERAE EHER

ERET

Lowe RERETEYESZMRE - BIEERSIG - VERBESEEE (oculocerebrorenal syndrome) - EEEESEH - EEHEE O
BRERESHEFIHORE  EEHEMFERATZRE A5 TRERENRDSAR  BREESEEAS - ¥ SZERREESEN
B SH=2L . TR MUSLREESSHER | FeahRESELEEATABERER - AL S = HERNENEEHEER
(neonatal hypotonia) A= - ESEERE - FRER - ASE2REES (0L - - EZHERERS) - SE2RNBRERSTUERER
E (Fanconi syndrome) - BEREZSBEFRTNESS TETERY  MBRESRE - RARKSEBTSSER  SRERESHTURE &
CPESENEREE  UnHRCHEEQEE (hypophosphatemic rickets) « HRIFE TR - #ESERHTIERE ; EREANSEAFAA
SE THEFEENBERER ERRAGUHESERFEER -

(4) Larsen < jz ik %E -4 % % -z i ¥/ Larsen Syndrome
https://goo.gl/NOVUjN

LarsenECTEMRE S -TRMEMAIAEREF

Larsen Syndrome

R

larsenEERBETIZFESENEREREE  SUSZANERATREEFE  HERE—RETHES  shTROUAERANESE - &
EEEEFRIEATSEIE (cdubfeet) RERE - BES - HRESRLCHBEE  EESEEESEXEESTIRSHRNNEE - BA=5HE
(spatulate) ; SEthTEEMENEIEERX (hypermobility) - SHE/NEHR - MIEERD (kyphosis) ST EHERIE (scoliosis) BITEE—SEFE
Fitsn RSN ; BRNEEEHIFMERL (fontal bossing) - IBESETEEET R (midface hypoplasia) - IREEBE (ocular
hypertelorism) ; B2 ESEER » HEE/E (ossicles) BFsMmEE ; ELSEaEFRESENEE  aEESHTRERR  AHETFREI
ARABFERFETILE - EERFURAREARA  ENFERE -

(5) % = t+93v4 %z / Congenital Muscular Dystrophy
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https://goo.gl/SAsoxf
TR KR

Congenital Muscular Dystrophy

BT

SREAESRE (CMD ) E—HEBEIAEANESR ABEHERUECRABREARIESERES - BEERNES  TANEENARE
STFERR  SRENERENBSERENERERZENERS2E R4S TRRFERRE  BEMEEARENSEAR - b

o EXRENESEOERBEHSIAEREL @SR ENESEEL  EREIFAKTRIESTRES - AERHASETS - MERE
IESEEEMIAERNARSS  IESHHERSMNREEANRENNRS -

EREMEREITVERBELERREHeLBENENANAESHARS  SSEFTUART "B RS UHBENREEDE
AEE  MASREENET HONEHEEEE - ERERY  EXENESE0IENERUETNE - STURSEE  FAREEE
ERSNRE - EERHEES  FaERSXEEFR FRENEF2  BHRENHFEROE - ERESET . a0l - Ak - PESE
24t REMESERNHEEZE - ERELSYRITBARSE  EXERFERRER  TENFERRERABEENEENIWE -

(6) Laron = % i% Jz i ¥/ Laron Syndrome (Laron Dwarfism)

https://goo.gl/EFORpo
LaronEC{R{REE IR EE

Laron Syndrome (Laron Dwarfism)

ERSE I ER
R
Laron B BIEEEEERSE I BIERED  EARERSEEEEEERASIE - SENERERTRESEE  CHRERE
B EEEENEEN—RARZAS v%ﬂ%%@%ﬁ% HESHSEEIESTERE140R7 » WSS MARERA120L  BlLEELER
BREBIETEHRER -

EZEMEREENHENMNEE - BORBENE S EESH  STERSLE  £ERIES TEREERE | TZ3E8FsF
BENMR  gRfEEL - BEE - Bl SENEREERSAE s TEE ) FTHEE ) HFEESS1REREE - LEREELS
ERMEERA  IEEF—FEFHNEE  TRLRAER D IR ERTE -

(7) % PR FERBAL S PR L g (LR )
Infantile Form Lysosomal Acid Lipase Deficiency (Wolman Disease)

https://goo.gl/oqgO5f

ZHRAAIRK L IRRERZE (B AHSKE)

Infantile Form Lysosomal Acid Lipase Deficiency (Wolman Disease)
ESCEk BEREN

ERmAT [1, 3, 4]

ERERUEPERTERRERETSBTENERE  BRERFEVEREEEE (Wolman disease) - R RFESEAEEERERHE
JE (cholesteryl ester storage disease, CESD) - EREEEEE A BRERS BRI BEREHAEEEF B SERE 2SR (ysosomal acid lipase,
LAL) 8% » FIEHH—BEREGIEER  SENFESAS®HERE | 88 /B - SLRAAES  BR7TIERIE 1 ESNFE RS
16~ BLRREEETE -

REOWSEENERTLIRESRESE  ORRELEABERMFAY - WESHOERBES - BEE2NFE - UEHE 55 &
It -EE - RREE - ENRESRUFR  FEEESESENEEZNRBZANSREARESENRR  FIEEmMeMaEE (HSCT) 2EM
I ARNABERESEERETE & -

EAEALPAERARSSEMARASERE  LPARERM A BRI SRt iElhiiiEs - BEER B alE TR 8t « e
BTN FTAYLBEENRE - IPARERS SRR RRERIEERRHE  EoBTHE  REEENEMEEEEESS5E
HRREAEET  BRERERE (H - B) NERER  ISERELERERNENNEEFR e EEELROFESRENERIRY -

(8) &~ A EATE ST ;,%/ Permanent neonatal diabetes mellitus
https://goo.gl/AmWseU
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https://goo.gl/EF0Rpo
https://goo.gl/oqgO5f
https://goo.gl/1mWseU

KA MR R R IR

Permanent neonatal diabetes mellitus
ERSE BEEEN

ERTT

KAMETERFERS ( Permanent neonatal diabetes mellitus ) EETRBFERELEENAESR  TESHEEEVHEES - LEERE
TEZERBTEEEMEMSIE - XAEMERRERNISETLENSHEEREERNES (intrauterine growth retardation » FEREE
ER) - EEREERESIE  RAXREEFRE(failure to thrive) ¢

ARLES  EENSEBRSEFENER  ANREESLEER - SSHBEES  BELUEF+ERERELES  BiEEDENDTERE
(developmental delay, epilepsy, and neonatal diabetes ) - E2EBRBET  EEEHEREEECHANTRBRREMAISS  BIENTER
DEND/EE% -

LEFERREREENEREE TR ONERaSREHtETLUEBERZEMERS  LESENS LR TETRNBE » fEHE
HEESFIERTHES -

(9) B E A 7 2 2/ Goltz Syndrome (Focal Dermal Hypoplasia)
https://goo.gl/
ISR 1 B S F R B AT €5 B A A v

Myoclonic Epilepsy Associated with Ragged-Red Fibers, MERRF

BRI

IEEERRESFRIFCEISEE (ETHERBMERRF) RE285280  ARINERRGERS - AFISIESTHNER - EREAM

2 MESR-—REPNEE  ERNTRARANTE - TEERRIATELEE (IlmEmyoclonus) - IARRERIET - RIAEEE
i (spasticity) » BRSTISNALRIREFIENAEES - B e RER1TEE  E55H (taxia) - BEWERBREE ; 23T
SEHREERERESRE AESSTAEENE)  LIABHMEE  CHEISAEETELE -

(10) 2 e/ Alkaptonuria
https://goo.gl/FZmNkp

Alkaptonuria

ERET

ZRiE(Alkaptonuria; AKU) B—EBRHEEER - ERENS2EE-EXEE8  afERr>2ER2E (homogentisic acid; HGA) ~ 855
(ochronosis) RE B - TRETHRERALETEETECTEEY  SRRRTEEREEE | B RRAMKBESEEI0RE LR - Efit

EHERAESENE  TEB_LBS (L% Rregurgitation) « TEREE SECANNREC - FESZZERAELRASEE B

BERCFNREASHNAEE ) TRERELE -

BERNSEEERSEEEE (collagen fibrils) ZZI R 2RAIIIZE + 8= BF (ochronotic pigment) ETEEE S+ - BERERESIIRES
B REESSZER  ERPFS0EEINE FTARES  EAmIENDEHHESER ) 85 | BEEEWIEE (trabecular
excrescences) - mEEMILZEL (high density mineralised protrusions; HDMPs) -

(11) ‘B8 7 3 L2 P26
/Campomelic Dysplasia with Autosomal Sex Reversal

https://goo.gl/R8AumA
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3.3.

HEREAR KRR

Z A

3.3.1.

Campomelic Dysplasia with Autosomal Sex Reversal

ES bt ]
BRI
BIERE TR (campomelic dysplasia, CD) E—FEEHEE /RERT FESENTHEZAASEEEH  BRENEREHIERR
e

"campomelic , BEFIEEAE » Bi5 "EMAER (bent mb) . » SEHEFERTRRIESEH  EIRFESHNES ; FiEEdHs
EZEMTONEELREME  LEERNE - SEERENEES - SALERSRD - ERSRETE - WHENY (—RANER122)) -
BHEEER  RAERESEE SLERCHNESRSERERENAETR  UERRRESREE - TSR EESEL A
Bl £75%REREEASEM d6XY) ES I EEFERAENS BT ERTESMIEESNLEFE  ALEEERSE
HSASNEHNE  IMERE  AIN—QESEHNEESNEE  TRHEESRA ) ARFEESAMNME -

SENFEHRVEEMERE » @/ TE - QR (prominent eyes) - BEAE » BT BMAILLAEHEA ;| REIBEEEES (Pierre Robin
sequence) PR RRILESE « BEHE - S1&4E (glossoptosis) B T 558/ - EERREHERNHEXREEENLE SHTREESRT
kEZ BSTIENERNTCE ,; BFVBSERENRNOFE  EESEAREFRSRURRREERASEEMFHEHHEE » 15k
WEERES - b5 BERETRSETUEESTE/) - BEEHE - SEEERBEMEY - BEIENEMEYR RS FMEEEER
E-~E (acampomelic campomelic dysplasia, ACD) =

& @5 354 IRAL
[F L @ op— B ] S 3559 PRA

rEL A G RAAE D x?;g,p?ggm A ECIE SRS
;‘iﬁif&‘:&[fﬂj%ﬁé@]g’—?éﬂi—lé’éf*f?{% EE R SRR T
B RAL PR A ?ﬁé@% FAABA R 6 5
o Fei it %ﬁm'*—gf AL o B 3 LA KRY o K aEk
?ﬁﬁﬁ**@’ﬁyﬁﬁﬁwwﬁx_W%ﬂ%$ R BRI
éﬁi“"f o AERE A 20164 1p 3 201727 18 p %z
73324 -

R B w B2 N %3 B R (59.375%)  A/% F LA 35
(31.25.%) ~ %% P (6.25%) ~ % 2 (3.125%0) % & & & 3 1 4t TP
V“%Wiﬁ@’éﬂﬂ@@7$ﬁﬁﬁ’%i$$§;ﬂﬁﬁﬁa
FBY T2 R4 a5 IR 233 pwh  A&ERW H2 2ed s
32 4o

-@
h=a

EES AT R fExwh 2~-3xp v E 4 %1t

ELN

& 3 11 8 10

(F A ) (9.375%) (34.375%) (25%) (31.25%)

3.3.2.

LR R R

ARG E (Bl ) wAT o ﬁ?i%ﬂ AR APM
Bk RARPH - ERIEF AL R f BT 5
LM PRBT N A o 5 #E 3 ehig p ’K,értﬂ T ATHSRIE P Y
2016 & Rk BER /L EHRRAT Y 0 S0 R A g
i iy = R A O e I i L
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3.4.

'. FREBER

e kAT BY o

www.genes-at-taiwan.com.tw Z&7R :

AR BEE A%

Pl EE EEH M ESR -

2534 ( Plasma Amir

BT

M - EEEFEFS (Gene Anal

3.4.2.

&
RETEEEIEES 7 (Mitochondrial Disorders Gene and Electrotransfer Chain Activity Analyses) & (TAD

( Succinylacetone Analysis)

Methylmalonic Acid Analysis)

EFEH : 2016/05/21

B sk

erbat g M

FERIAIHNFLNRALF T A F TR R
FooF MBEITR BT - R AR «;}zu% Ve L d BRRT 6
Lend BIE BB EAL G L WA TG S) L TR %
FAER A2 g enind b TR e " 4 L3 2407 5
FolERS MERPEDI AT UELR T FHFT|H LA A
L EF AT

B F LA AR ML

PR SRL P A BT LA RAPM T AP AR FART
ﬁ&*%m,;‘f; Aehle pF oo R g BT G F L Bpom - B
Facebook BAMER o [FLEEA Jii— Bkl Facebook #s NEF) 2 &
e ht wwwfacebook com/GenehelpTaiwan » i i & SLp 22 2 53t F
FoFTALBT AT BE o B AB >~ FR B kF L~ R
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LT BF YRR fER oRTENRR [FLEEE -
BRl ] erbenpt vt NIRIF2HEF G P2 FALBA BT ARTF R
R B o

@%/ éi@%ﬂﬁ

gERR Bk R EARE ES -

343, R EY I AT

* x4 * Google Analytic & F 5t o 47 4 g 7 P W %ﬂ S
o SR EE RTHT R R e T T L A 2
e BRI B R2ZF @«k@i A H PR R G IR
IHiE G B S gtk e

2016 # 4 7 3 2016 # 2 * & A Fer E A gk 20,775 I A oo
ji@.—i ER R E A B 19633 T Ak o it —‘ﬁ A=zx A 6.36% =
T RTHTENS FRN124435 = > A3 130,807 & 0 A K
512% - 23k & ¥ RFITW A X HFIR AR ﬁ’]%@—‘k rone (Taiwan)
¢ ®(China) ~ 4 i# (Hong Kong) ~ # & (United States) ~ & & (United
Kingdom) ~ ;£ (Macao)~ & k& 1y (Malaysia) -~ &% % #7(Russia) ~ P
A (Japan) ~ #74c 4 (Singapore) ¥ 3+ ¥ 2o ERF i F 5 < R s A A
k- % Bl- o

- liiiﬁ@'}"‘l}%— ghif ] 2016 & 4 7 -2017 & 2 * R LA Z
FAVY(RAFPED 28 LR

PERGFC [ TIERE | FA)| | PERF |1 IERE | F A (%)
4 26201 83.62 Ny 72 0.23
s 1398 4.46 Er 35 0.11
j ik 1387 4.43 oLy 33 0.11
iW 564 1.80 %~ 11 32 0.10
=R 342 1.09 B ) 31 0.10
R 173 0.55 £ R 27 0.09

PR 166 0.53 N 25 0.08

B ka 1y 147 0.47 f[*\ ® 22 0.07

BN B 27 141 0.45 P83 20 0.06
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17 0.05
17 0.05
11 0.04
11 0.04
10 0.03

P~ 106 0.34
R 102 0.33
FT4v L 84 0.27
v £ & 75 0.24
% 72 0.23

e
7]
g

e | e | W |
B 5| B =

N\
+

3538 B B

mEE
my
nEE
n=EE
nEEE
w2
mEERE
m EEFEE
mi RN
mHE
e
SEipiid
minEx
miEE
mEIEE
aHEIF
nEST
BT

-~ [F iiﬁ@:ﬁ:]fa‘a- 2hid ] 2016 & 4 * -2017 & 2 * R

¥

= 2
Bl

ERAL P L7 PAMERT T R Rk b K L R
1R AL SRR (W) B B R BT o
R T R R T T T T TR
4 B4 g e sk PR T

® T {EBEE:
400

2016575 20165105 201715

M New Visitor M Returning Visitor
LM B fEAE bl R LR EE

31,354 20,792 130,959 4.18
m I | Ll oo | detonropbib b At d,
AT R R Bt % 3 L ARIEL
00:02:48 53.14% 65.38%
- ey | btk

B- -~ [#F ﬂ,iﬁ@:}i-‘)ﬁi— Bhif ] 2016 & 4 * -2017 & 2 * P E O IRFEE AT
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3.4.4.

Wz [FRB@Ap- 2] b

T HBRLAED D

1@%%%%“%
YR A

Bgiﬁfé—%%,ggﬁ@%

R 45 8 A 47

A T B e s B B ek & IE PRIRF A 2

R

RN FEVE LARR B ARSI 19 Gt R X R
AEERYFARLT o BRMT o AIMASRTHTE G
(36.8%) » # #£ %)t 16~20 i B (52.6%) > ¥ A2 &+ & 1 b (36.8%)
JI%LL¢¢w?ﬁfMﬂ%9*ﬁﬁk; (63.2%) ; i@ ™ FemE g2 L

i (57.9%)c i * g F AHiS nea363%o737%7 FEHTH
ia@%wﬁﬁhﬂmﬁﬁﬁ(&wﬁ-ymﬂﬂn RT TR A
- B 'R*K%ﬁ,%,g)(‘:l-“,ﬂ%]m)

,kl,( "

B oep

35, FAA@ARpALEF (AT

iﬁf@f:;ﬁ;EkZﬁg%pae ﬂpm,;};@#;ﬁg,uﬁba R A 2
T e BT R OER T L R- BRI HAFIRES RGBT R MR
Ao 2 ER A AHA TR 01~03: ML/ MR A AR K - A X PR A B

z

BB H 2 R W AR N B0 A 0 £ & R A BTN 03-04 H i kR
Frowwmsnand h30AAREMLEMNFRRES > TR HBcFpm- Bl

PR BT E P EE R

< BogoFTe 4 o

HLABATPRFFAIRT Y (0T 2)> B2

REERE | AR 2 LA P E LA

0308 o hpkE Y ITH A1 Fatty acid oxidation defect

0309 LTRifam@sg v ieal 4 Sulfite oxidase deficiency

0310 B EMEE R A Fructose intolerance, hereditary

0311 HoEEAHE Y (BHE) Fucosidosis

0312 ol el A Carnitine Deficiency Syndrome, Primary
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0313 MLD 3 i% ¥ Metachromatic Leukodystrophy

0314 R4 Mitochondrial Defect

03-- s g8 DNA % 2 g iz 3 Mitochondrial DNA deletion syndromes

0315 o Porphyria

0316 e AN Wilson's Disease

0317 AX MBI B R Congenital Hyperlactic Acidemia

0318 FHEL DA%, FER A Persistent Hyperinsulinemic

TR BT Hypoglycemia of Infancy

0319 Lk Galactosemia

0320 = ULEN P Mucolipidosis

0322 R IY B Gk 2R B0 o 1F ¥ Carbohydrate-Deficiency Glycoprotein
Syndrome

0323 S AR Trimethylaminuria

0324 AIP 2L TEET LR Congenital Generalized Lipodystrophy

0325 vgaR Rl 3 iR R AL Medium-Chain Acyl-Coenzyme A
Dehydrogenase Deficiency, MCAD

0326 LB OR A fRak Lo Pyruvate Dehydrogenase Deficiency

0327 ot R B Cerebrotendinous Xanthomatosis

0328 ox B B IR %*%f#;%ﬁi%]siﬁil‘?n Glut 1 Deficiency Syndrome

0329 PG Bl 13a 2 e o S A Rhizomelic Chondrodysplasia Punctata

0330 E FHfiEL R Sitosterolemia

0331 4P 9 fis 4% L e Molybdenum Cofactor Deficiency

0332 1Bk s fi % e Hypophosphatasia

0333 SRR U 3 Globoid Cell Leukodystrophy, Krabbe's

Disease
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0334 ¥R Barth Syndrome

0335 Beta £ f#fr 4% 2 g Beta-Ketothiolase Deficiency

0401 o M o ABUET AR Primary Pulmonary Hemosiderosis
0402 Fagf f0 6% B R Primary Pulmonary Hypertension, PPH

36. FpbiRR

AMFHUFAAFALE & THEGEFLAR) - F (51 70)
Bop TR A F L BEINER B R R TR YA B2 FP R A
f%ﬁ”iﬁﬁ?&**ﬁ’ﬂf&%¥53M°%&%§’%W%§mv$m
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- RRP R iR AR ERER A PR 22 EEEETF- T e 0 1Y
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- o~ [FLEBAR- S]] Pk v FTRFERF A

A = b2 R
%] 7 36.8%
- 63.2%

£ i 15 g v 5.3%
16~20 # 52.6%

21~30 # 15.8%

31~40 # 26.3%

41~50 # 0.0%

50 & 1} 0.0%

BT AR w3 /5 0.0%
B (3) * 10.5%

7 () 31.6%

L/ A8 36.8%

FAG AL b 21.1%

B o ¥ ¥ 15.8%
% & 0.0%

Sx 0.0%

1 5.3%

7 5.3%

T 0.0%

pdE 0.0%

PRI ¥ 15.8%

g4 57.9%

BARid g ¥ 0.0%

EEECNG S 0.0%

¥ 0.0%

AT B I L 63.2%
e L 5.3%

oA N 10.5%

e RS 5.3%

o AEL 0.0%

R 10.5%

BIRETE 5.3%

H s B Re 0.0%
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% P = #c 1= 47.4%

2~3 = 10.5%
4~5 = 5.3%
5=t 26.3%
FE 10.5%
REay 0.0%
e rb 1] G FprR 10.5%
A 0.0%
PR 15.8%
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