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[ ] Plasma lyso Gb3 (s 31) or Gb3 (o 3)

[ ] Urine microalbumin (s43)

[ ] Urine protein (st 3)

[ 24) w5 Fite & & 2 [24 h-urinary protein] ( 3% 3% )

PamE GEE B BEE )

. 'uﬁaﬁ’i‘;mn&_: ()
B EC‘G] :
G REARE EL[EC]lOCEIIChOElEIlH] :

LIS (MBS (28

|_if—|ﬁ []®%
:uﬂﬁu@:ﬂfﬁtm% MECEH = uﬂsaﬁ!ﬁ;z.fr)m i &%

[ 9530 E EBTR 78 S it & R B S (RAF LA 1A 4 %)

Oe# OR%
v

&% £ [o- galactosidaseA] Bl S (b E)
(FHETHRERSE

L] & ] ff”ﬁ

\’

mELRERE
L LIS L o s i HEM(OA A L 2) L SILARLS L E

Alsm i E F A4 1" 4% 16
2 i T ATl A Ls) ! FHapafited
B hf fm & T BE LGRS

v

EARLEFREGEABHLR)
(JAFHERERT

AR [GLA]*&WS?&-* (%)
( w TR ERY
O &% Dﬁfﬁ?’tﬁui‘i"ﬁ

v

AT (AZUpARSRELFET A —4)
|_I gjf. ﬂ £ ﬁ;" «’%K"J‘E

| B R KR

| BB A R KR

48 A Tk A 3 RUE

I_IFﬁL

24 FH

1: Robert J. Hopkin Molecular Genetics and Metabolism 117 (2016) 104-113
2: Huma Mamun Mahmud JPML 2014 Feb;64(2):189-94.

3: Dawn A. Laney J Genet Counsel (2013) 22:555-564

4: Maarten Arends.® Am Soc Nephrol 28: 1631-1641. 2017

5: Cains T, et al. Postgrad Med J 2018;94:709-713
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% 3-2-~ Fabry ~ ¢

i 3-2
(Fabry Disease) B i 4F 3 & A% (FF T4 4)

HWAEBANBARREEE "FRAREABEARFELAERS ) GEEEHKR)

- %4 3 K& [Fabry Disease] -

[lmEEH  aarmmER ~ A F Rk - A &Faik - FREEUL  SBo) e ZikF

H SomfadmE TR eR)
2. [(E#mEHmERE(LE)
3. [ek&masms(Lg)
4. AR KRARE (LB
5. ik ERE(LE)
6. [IuHEBEFREERE(LR)
7. OFEAARZREREFHEN AL 2)
8. [ 15 32 S 4 B4R (RN R FREA S L)
A B M T 2R 4
AR E A (L B)

L. B AR K R AR (22
Z)

] 9% 585 (23) &
[ #0585 K & BL(2LH)
BEEREMRABIK(LE): THBETAHRTVTE S — AT A —EX—R
I > G o8

R B B
[Jw# R % [anhythmia]

[ ]4% % 2 % [conduction abnormality]
[ ]ws Bl 4 [cardiomyopathy]
[ ] B & 3§ [heart failure]
[ ] AL#® % [myocardiac infarction]
[ ]« WL 4 1L [cardiac fibrosis]
[ ]8% 3% B & 2 & [acroparesthesia]
[ ey F 86p B8 4549 48 4 205 [neuropathic pain begin in hands and feet]
[ 1% ~ 2 ~ F$p ~ B A 5] 2549 48 14 7 J& [neuropathic pain triggered by
stress. heat. fatigue or exercise]
[ I’4& ~ # ~ :F $)F #f[heat. cold or exercise intolerance]
[ 145 %5 & B #5285 1F [transient ischemia attack]
[ ]¢ & [stroke]
jf U M &3 [microalbuminurial
[ 1hk % & [proteinuria]
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B 7 #%[renal failure]
I 7K % 7k #& [ascites or edemal
it
[ Is % /& 4 73 [angiokeratoma] (4 %)
(1% & L] &
[ 1"V iF & & 7+ [hypohidrosis or anhidrosis] (2 &)
A D&
[ ]"2.&[nausea) ((E4%)
[ JvE =t [vomiting] (:% #%)
[ 15% 7% [diarrhea] (£ 4%)
[ J{# #[constipation] (3£ 1%)
[ 15%% [abdominal pain] (:%4%)
(4 & #2 /& [failure to thrive] (£ 4%)
[ 15-8% & % 45 [lethargy and tiredness] (£4%)

[ 1474 £ + [abnormal behavior] (:% 4%)

(1 s&#t : (23)
A Ak B B s % & B 4K A B K 22 [cormeal whorls /comea
verticillata] [ | # ] &

_ BE BN de B 2 F % dh [tortuous retinal blood vessels [ ] #

£t
HRoft (L) B , Foh . BB

CAF s i E (23R):
SGOT  SGPT  #wa&akdEa
Bohsad (L)

BUN  creatinine  eGFR

[] CK (2L3R)

B gfﬁ'g*ﬁﬁﬁ% (21 7 BNp (2 #1) or Pro BNP (s 38)
[ ] IDH (s43E)
[ | Troponin I (#38) or hs Troponin I (sb31)
[ | Plasma lyso Gb3 (#35) or Gb3 (s3R)
[ | Urine microalbumin _ (x34)
[ | Urine protein (s631) :

[ 124 /s 8F Jk ik & & & [24 h-urinary protein]( # 4% )
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JA B

HE By

C.

MERE
(5% P A8 B RO )

o i BE AR (2
)

& E B[ECG] :

/3§48 ¥ & [echocardiogram] :

2

CHBR(A B AR
HARE(LE)

DLT‘_ r'(r
O %

)

DM RRE
RECEF 2O
A2 2)

CIE %

- B E A Ls’i & 17 1
S BE LR ER
H(ERE ﬁﬁﬁﬂ
B b )

. B¥ % (u-galactosidase

A) wBlRERR)

(3% [HHE B = 30E)
Lo AL e BB R B 3 (S AL 2):
LSS ekt ([ 2%
MG FBAERE (2 2) ] &%
E. s2 SR ERE

1D%ﬁ%%%ﬁﬁ%ﬁ?ﬁﬂgﬁg)
BRmempagtddtens [ 27

R E e e R s A G RIS )

(%)

F. G4 2EH0E G e
B LE) (1B EhER Y
G. AB[GLAJ# A4S | JEH

CI#omdit AR R 5

23 Wi (R
'ig& B8 - N
& TF oz —%)

R
i

[si 2 2k A 2 KR
[ ]ow B A 5k A 38 KE
BB R A 5 K

[ P 48 A ik A 3% KO
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iz 33

2 3-3~ Angelman =< g iz 3 (Angelmansyndrome) B %@ 3% & &
B (FLAEL)

WAEBANREARREE ' FREABEBREESLERS , (FEEARER)
~Angelman X, Ji 1% ## [ Angelman syndrome | -

e i A

(] sm/BEM: asirkz mREN (28)
(] AR RS (L)

[ Aihte & @ BSok B S 5 2 oidkag Fit

Bl R o (4 3)
[ ] #55 F#5 [Age at disease onset] &
(] 44k & [Family history] [ # [ &

B AR R AR (oL 3H0%)
EZRBMCFFEL=R) RERM(FFZE V=)

[IREHREL [(JsE B » Rpgtbfple9sa A4 &
BT R R [ 18 %3 35 1
[ &R gk » FREKARw k£ CIoh B & Fia e 530 - e H i 9AR - L4 o
[IFRFATH(FEERE): 8FRERME - R T MIER - FIEHMHEH
HEBERLE > HAEBAR  FIUHRARES [ A A RoAoR S%E#E
[ hand-flapping] - i % ;% ) iT 4 [ 14tar
(e 185k 71
[ea# ok G AFGTE RO EEHE

L1F &% » RéH

[15% % X #F A& [ wide-based gait]

[TF B Sh Ll R &1 9%

[ 13 #h il B BS o

[C8ER, & £ 1%

ClE#ank ~ MR BB E ¢ d 8T et
CIH A%

4

FEEABRE (%)
[lEe% 1R ¥F
[ 1% &8 1% it ok | slow-spike waves]

PSR E GERM)
Basfmmg iR (% 8%

v

[ IUBE3AX B AgR&R « [JEF &% :
[115qll-q1342 % A
[ ] Paternal UPD 15
[ ] Imprinting defect 9
[ 1 UBE34 mutation

+

#E 5% 35 BrAngelman syndromes 4% 2
OFGEARMEZAM_ERAREAM -8 LA A HBAHARER
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1% 3-4 ~ Angelman = g i # (Angelman syndrome) &

B (E2FFHEE)

wEBRANERREE "FRLEBBEEBREELFRS
-Angelman K JE 1% ## [Angelman syndrome]-

[ mETH: aRBRERIBETH (22)

[ AR E(2R)
[] Eiadms  BEARREFRANEmZ FH

L% T o

i i 3-4

BRUAFEFTEA

GE% FH &)

BB L3 AR

o4

R AER(LE)

Al BERR L (L R) [] %% 4 & [Age at disease onset] "

A2 FHm e (L %) [] %# ¢ [Familyhistory] [] # [] &

FR2EAB(THE P —_m8)
[REHRES

[I3B 2 B8 & F

CEEy S 4% - LW ‘X'ELT B E #E

RBRBU(T 7 E VP =3R)
(s E& b - R ARkl ey B4 &
EﬁéH%M‘F

A3 BEARE R R Hk & B 4 'ff 14 H
(L&) (R e RofEsE » Bop R Sk Bk
CI&beg
[ SE# 185k A
[N&&%ihosk - BEBHITAHRTEHEE
EE?‘ 'i‘_'ﬂﬁe\’i. 2 _x_éu.x
[1% & &, #& [ wide-based gait]
[IF BRI R 43878
[ 13 3 a8 B M 4% o
[ aEiR % KA
ClE 8Kk ~ AR EBE 8 E FL edh s
[ e )

LIsh#E i agb B 30 > A8 koA dn » b0 1%

CIRF#% ﬁ-x"i (PR BFRERME Aiaaas) » 8
BAM FEREES [hand-ﬂappmg] B EEEATA

F & BEETL -
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Gl T

B. iERBHE
(54 %)
[ 17 3R 4318 #8112 % [ slow-spike waves
(s FetAE 4R %) : AR LR ]

mEuE % DR %

N EL = 3 3 ) . .
C. BRER NS RSt et R (IR W IR

(B M) i

BE3A AR AR  [(JEH T

D. £ RHixamt [] L'BE:-A}%LE]F‘M ] ;Ig CE% [JE%
(%) [] 15q11-q13 s % A

[ ] paternal UPD 15
GEMEBRERYE) ] imprinting defect
[ ] UBE3A mutation

5 XBK

1. Angelman syndrome 2005: updated consensus for diagnostic criteria. Williams CA, Beaudet AL. Clayton-Smith 7,
Knoll TH. Kyllerman M. Laan LA, Magenis RE. Moncla A, Schinzel AA, Summers JA, Wagstatf T.Am J Med Genet
A 2006 Mar 1:140(5):413-8. doi: 10.1002/ajmg.a.31074.

2. Practice guidelines for the molecular analysis of Prader-Willi and Angelman syndromes. Ramsden SC. Clayton-Smith
I. Birch R. Buiting K. BMC Med Genet. 2010 May 11:11:70.

3. Update of the EMQN/ACGS best practice guidelines for molecular analysis of Prader-Willi
and Angelman syndromes. Beygo J. Buiting K. Ramsden SC. Ellis R. Clayton-Smith J. Kanber D .Eur J Hum Genet.
2019 Sep:27(9):1326-1340. doi: 10.1038/s41431-019-0435-0. Epub 2019 Jun 24 PMID: 31235867

4, Angelman Syndrome.Dagli Al Mathews I. Williams CA.1998 Sep 15 [updated 2021 Apr 22]. In: Adam MP,

Ardinger HH. Pagon RA, Wallace SE, Bean LTH. Mirzaa G. Amemiya A. editors. GeneReviews® [Internet]. Seattle
(WA): University of Washington. Seattle: 1993-2021,
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35

i 3-5~ > 4 % Lt AR 2 A ps 4k Z o (Aromatic L-Amino Acid
Decarboxylase Deficiency, AADC Deficiency ) B2 2 A% (% 4
AL

kA E R EF R R SRR (F s AR R)

— % F HRL-B A B B g H BR AR 2 E
[Aromatic L-Amino Acid Decarboxylase Deficiency, AADC Deficiency ] —

J& A8 P ST A

[ mBEETH LR RY - SHRIR - HESHERGATRLE(LE)
O] ®smEmBRE (EIF)

[] B3 o ERE (L8)

(] 2 E#mRE ()

B AR 2 (b R)
[ ] 488 9 %% [Age at disease onset] &

[] %24k & [Family history] [1#H [1#&
[
[ | |

Bl AR R AT B AR R S (03D BRAR A — B XA H R (L) || BRRES - IEA A A S GRE)

—%H"T#'}llﬂy" BEAR R -FE S TP —E e BERR RAL [ & #g ¥ i [Perinatal distress]

[ % [Oculogyric crises]( % %) [] % ¥ [Diaphoresis]( %) [] s 4 [Hypoglycemia]
%L?’r‘“\‘j-g #1 [Trunk hypotonia] (24 £) [] & & [Nasal congestion] [] % ;% [Diarrhea]

1R 25 M AL AR /) R 4 [Paroxysmal fr. - [Hypotension] ] K B o). [Small hands and feet]
dyﬁ:.tcuna] 3t [Hypersalivation] il - 7~ B [Failure to thrive]
t#5:% [Chorea] [ ] [Temperature |
By [Athetosis] instability]
B & = A1 [Limb hypertonia]

B oA p [Startle response]

at F [Tongue protruding]
I B&7F =E [Ptosis]

i FL ¢ [Miosis]

7% B 3 [Developmental delay]
T #5 R A [Dysarthria]

#2 & &% E $E [Feeding and
swallowing difficulty]

LOooooor

¥ & it 35 [Hypokinesia]
| |

TamEainrds (GEH)
] ey a@gmE o EH [T
[] DDCEsFFdEa4r 0 [IEdF [IRF

RSz R EEE mE (&)
[[] &4
L]’

H A KBRS (%)
[ ] REDDCHE M ABE S H R BAE S L (Lo ErEtES)

EELEAE S F LA ERE A E R
(] & &2+ eih 4 P 25 »’#\ﬁ?ii&llﬂ B OE AP AR A S EER R > B EDDCE 4 F& &
o s R A E SR

Lee HF et al. Eur J Pediatr Neurol 2009;13:135-140; Brun et al. Neurelogy 2010; 75:64-71;
Hwu WL ef al. Sci Transl Med 2012: 134: 134ra6l;
Lee NC et al. Neurobiol Dis 2013; 52:177-190
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it 36~ 3 A E LR R A psak 2 (Aromatic
L-Amino Acid Decarboxylase Deficiency, AADC Deficiency )
FRAE (FFFHL)

f%i?fmﬁ’i”ﬁl&.féﬁ%% "TERERBEERRFERERS GE

¥E R L-RARBRELAEBSRS E

i 4 3-6

% 3R

Bk &)

[Aromatic L.-Amino Acid Decarboxylase Deficiency, AADC Deficiency] —

Ll

BEHR e

L] % BEEARE - FHUR HEERIREFREERE(LE)
O Tz mERes (GEH)

[ Badrzee R Etaeims (L&)
[ ARwmadE (L&)

IE H

WG

A. R BEE (L R)

1. B&EARF & (L4)

[ ] %555 F#4 [Age at disease onset] R,
[ ] %%% % [Family history]
Dﬁ (] &

2. BRARERE (L)

PR AR A S (L) - FHATF 5 =R L BEER AR
] Et" /& % [Oculogyric crises](:4 %)

4 #% 1 7 /7 [Trunk hypotonia] (42 &)

s 45 M4 HL# /7 & 4 [Paroxysmal dystonia]

#15% [Chorea]

By [Athetosis]

5% 8% & 7k /7 [Limb hypertonia]

#oth A B [Startle response]

ot % [Tongue protruding]

L+ axF FE [Ptosis]

bEfL &5/ [Miosis]

35 /& #E 48 [Developmental delay]

0 i 7 #F [Dysarthria]

f2 fr B F& o [ ## [Feeding and swallowing difficulty]
F#yi% 55 [Hypokinesia]

UUUI_II_IUUI_IUULIHUU

E iﬁb@}‘ A8 (LH)- EHESTH —HLZEARRAB
7/ [Diaphoresis](s &)
£ % [Nasal congestion]
{2 [Hypotension]
i3 ff i [Hypersalivation]
828 R~ 42 [Temperature instability]

UUI_qu

FEAP 42 & 4 (GEFE)

[ i £ #4 % i& [Perinatal distress]

] ’E&m’m #%& [Hypoglycemia]

[] 888 [Dmnhea]

] F% )_i Hap % ]v [Small hands and feet]
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JA B

WE A

[] #%&F R [Failure to thrive]
W, Eﬂr %5 [Mritability]

[ ] sfog s [‘Sleep disturbance]
[] 5”] frid i i [Gastroesophageal reflux disorder]
O £t
5 Ce g 4 1§ 4 3 1 iE ; '_ _}{’r_ ...::I
3. B 'é‘_ﬁ;f 3k (3553‘%] % A TR 48 F'fﬂfi)?ff{r[_ il 'Sf L] E%

DD(ﬁ-ﬁ‘{zri #wLEF [ EB%

B. 4534 (L)

R 1 B )

1. BRBHEBERERE
(%)

]

EBERARE(LER)

GEME R EME)

(] {8 DDC %A RS Hmiom AR %L (305 e REEEE)

D. # L ¥ % & % L-
i Bk Bk 4R R #% A TTE
Z

(] #4208 e B AnL2BmARMA 1HE m? -----
REH  EREDDCE/ARS BB M HLARS
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# 3-7

# 37~ R B =% Ao ( Paroxysmal Nocturnal Hemoglobinuria,

PNH) BPRUEFFTLARE (FAAEL)

HAERFABRREEE "FREFEEERFERERG ) (FEXER)
-fb FE 7R ) fa 2% R [Paroxysmal Nocturnal Hemoglobinuria, PNH]-
PNH :;\ L&ﬁ' 4L 7F}

34
L[ esRER R Bk B sk o omE ~-HAELE(LR)
2.8t kRIS SR R (e &)
3 ﬂﬁfﬂl‘]l_.&~§-é.i (s B
4. 2ot R AR~ 4 JE 2R - Coombs” tests R L35 8A Fk & % M 2 o A P9I e (0 &)
5. |[Vitamin B]Z folic '1c1d 11011 profilez #4F (4 &)
6. v o R ”.l K, 4w B {40 55 0 3E 8 RBC ~ granulocyte fimonocyte PNH clone size (35 F4 @) (44 &)
T CACER YRR TION
8. [ e 422 SRR do 124
2 H&RI&_ B rﬁi :(.z ey E
10. BB e R 2 2 f iR *M» BERE R R AR RE
11. [ ]& Eﬂ ez iR
12 A f e Br F4EEH

)
FikE b FA—18
], [es/REBHABE2  ENEL  ELUEALZBEAT a2 T2 RA o fER=ARNEVPHERK
A A S0 o/dL - B ZEGME R M E L Eh 6@ Bl b (H i A 0 BAPRBC > 30mL/Kg/6months %
) AU R B ES L B > QBN T oo  wREHALETR AT THMALLATR
JE f'*;‘ ## (£ #pPNH in the setting of another specified bone marrow disorder) « 8| 28 535 A #m AN A 8H a2
fr RS B A SmA T X R RE -
b AR AR 0 EHEFE IEPNHZ Kb B F 0 o] 4o 595 38 (814 f2 #2 (4oprotein C deficiency + protein S deficiency
:{—) ~ myeloproliferative neoplasms ~ immobilization -~ anti-phospholipid antibody syndrome ¥ -
[ B s 2 P38 i_‘}i B 449 o 8 7 28 (serum creatinine K 2.0 mg/dL ) - A #HEfy PNH Lo a9 EH £ -
Cefi % 0 BE R0 B % 28 0 New York Heart Association Class IIT #¢, TV » B 4Epe PNH 2L 5 a9 H & -
L% anss 58 » e im F 13 % 2 Al narcotic analgesicsés #278 4k & » B HEMRPNHL S 69 F & -

=]

oA W

Herp b g AR Bk KA R B

v

Bah & B.(B1E8)

1. [y Pk & s 8 Coombs’ tests & F&
2. [[JLDH# &

3. OEreEshEnd 33[" Ar
4. [k tmpb 28 £ 4

v

1. [ 1M s 920A K f 50 46 # 52 » granulocyte & monocyte PNH clone size}s 4 48 = 10% (4 &)
2. BGESEMN) [ PIG-AL A [ E: A

y

e

—

.

[TJPNH 4 4f 4 4% 4 (Bone morrow disorder)

0
i
i
o)
£

$4FH

1.Guidelines for the treatment of Paroxysmal Nocturnal Haemoglobinuria (PNH) through the Life
Saving Drugs Program. From Australian Government, Department of Heaith and Agemg

2ARRERESA A HE RAAIRE ExaEAT otk T RS dRE  FERTE
8 # # st ¥ & Immunologic agents (41 1025 10K 18 # #L)
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i 3-8

i 3-8~ R 2% Sk (Paroxysmal Nocturnal
Hemoglobinuria, PNH) B %@ 3F% a A% (EFFH L)

AR BRREEE "FRAEHABEEABRTELERS  EEFTHK)
[ 5Pk 7R M s 4o £ & & [Paroxysmal Nocturnal Hemoglobinuria, PNH]-

o i S A

1. [eeREKRRA B BBELE TR AELF(2D)

2. [IF# R HIBME g R 4RE (%)

3. A #tmnz feMmE(LR)

4. [3#faz d ik 3yt - 210335 ~ Coombs’ tests & LAZEH JE 7 M 2 o 4 P9 78 s (2 8)

5. [Vitamin B12 -~ folic acid - iron profile = £4F (i 2)

6. [R5 e iR R R 40 BB R H BR - 3897 RBC -~ granulocyte #i monocyte 2 PNH clone size (3 /4 ])

(o 2)

¥ F 2 i fesf (2L %)

A A2 B4R & iR AR
COeESET R A EE RS
100.[ [ FMBAHEF 2L RIBABERET IR ZRFIRE
11, [ B 48]
12. (84 % 22 HH RS

A A HER
Ry ~HEsE JE 4K & &, 4 Duration ~ Frequency

[History]( s &)

b ¥ gz $de 245
[ Transtusion history]( «& 5 )

S d
[Physical examination]( 4 2)

BRI R RERE - RARER
WA da B 2 &, B2 4R %5 [Bone
marrow smear. pathology. and
cytogenetics](s4 2)

P o M X 4 B 1R A for
PNH clones [ .45 RBC.
granulocytes and monocyte * 3

B0 %)
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A H

S
e

o

K5 E BIR

[Lab data. including #4237 CBC,
D/C, LDH., liver functions. renal
functions, Coombs’ tests.
reticulocytes, haptoglobin. Vitamin
B12, folic acid. ferritin, TIBC.,
serum iron. etc](: &)

A A2 FE R R AR R

[ Thrombosis: sonography, CT,
MRI D dimer, protein C. protein S.
etc]

SHERTERZCETRE
[cardiopulmonary exams]

AMBT AT 2L BRBRE T
BRFEIA ZRERE
[Renal function tests, to rule out
other causes]

KA )

[ [PIG-A £ R

H oA &2 & #2397 [Others]
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it 3-9¢ Z% 4 A e (Incontinentia Pigmenti, I1P) |1 %

FEAE)

i 39

W F A AL E(GE

HAEBANEARREEF "FRERBEARFELAERD L (FEEFTHK)
-, % % 3 7 [Incontinentia Pigmenti, IP]-

(ERAMRRBAMGE) EHL)(22)

Lot B 2R B M 05 Bl A M AR (L B

1. [ 7 69 B AR AR 645 i 4 5%
2. [ 22 ABYBERBH (2 g‘(—)
e [ %ﬂi?éa?$;i-g—(¢._g)

A T %

3. [ :ra}f:EmH R (E4E)

38

WO AR 4y

A BB EH(LZ)

Al BEAR R £ (3 2)

L] #m%

-#> [Age at disease onset] K

A2 FHhBRECGEHLE R
ht Bibmn S ¥m
o AL SR A8 F R R

HoH) (%)

(1A

[

(] %4 % [Family history] oy

A3 R AR AR A Ok (5
2)

EVHRATHERREMLE .

* % £ #[Major Criteria]

Typical IP skin stages distributed along Blaschko’s lines
[ JVesiculo-bullous stage

[ [Verrrucous stage

[ JHyperpigmented stage

[ JAtrophic/Hypopigmented stage

2R & 3% B[ Minor Criteria)

ELVHBRT I wWRLBRERM—IE

[ ]Ocular anomalies 1 (&%)

[ JCNS anomalies 2 (34 %)

[ Dental Anomalies (4 £)

[ Immunological abnormalities( s 2)
[_lAbnormal Hair (Sparse hair, wooly hair)
[_JAbnormal nails

[ |Palate anomalies

[ |Nipple and breast anomalies

[ Multiple Male miscarriages

[ |Typical skin pathohistological findings

B. #aiERE
(%)

BARS LA BERE(LR) % 2%
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B T

= e ELREARERSE (L E% A%
x| T TR AR e R LR LR

OREERN LR BB RERE(R) e RS

AR R CEE)  Ed IR %

C. RzhiIRs R ERBERSE: (R (IR %

(&) %75 dn K e B (C3.CAANA £ HEA): JEF 2%

D. A B4R E (2 2)
IKBKG A Atpa|ss 3 2%

FHTRERE

s
18R 85 % S8 (BEPR H b s B): 40 e B %2 > [ 8 -

2.9 ¥E A 48 R ".r,(—fa’ 1“-,; ﬁt’.ﬂful][]) -_J[i.ﬁffﬁﬂ -5T:f'£#ﬁ‘i-§ﬁ’ai (1Q<70) R E g, e
3.0 BRI B R E T

4ﬁ,f A8 R R ARTER AR E RS
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