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ANERVEREAE > BERAEAR FRAH[E - 11 LA R R A N R AR R B (A A
FiT7= 52 (Stein et al. 2017) - JUE H AR AT 7RV R EE - HAEEEGE 0~
(FEEREH R ER—)

(1) ALAD = %"&9E (5-amino-levulinated acid dehydrartase deficiency porphyria,
ADP) -

ADP B—#/ D RAVEREE - #AERRZEHN G KM EZE(heme)HY
Delta-aminolevulinic acid dehydratase B#2% - H ALAD FER(L A F4 088 9932) 3% 4F 2€
o ENEEREEA R  [HRMEEAEEEYI(S -aminolevulinic acid)HERRHEZS
HUEAR Byt R @RI R - TEINGE RN HE % - BN - 85)% - 2E
PR Py (0 BB M4 78 {H (autosomal recessive inheritance)

(2) EMERIEMESEE (Acute intermittent porphyria, AIP) :

AIP 2 A& AR I & ZZ Y porphobilinogen deaminase 2 » H HMBS EH (i A2
RS 11q23.3)3 R 2 BT AR H FIER B ERRR AP Mg Eia@tEaHE
(autosomal dominant inheritance) * #FEEFN20ME - B REEMEEE S - HEER B
WIERTA TR REE g HERER » A Z 2 BB REE SN0« BisEiR
FRTT ~ DIkt 22 88) A 3805 » H L AIAR A AR - HMBS & R RASE RN
BREEZE 8% (point mutations) ~ Fed T-(exon)fhA/ERE » B E AR A/EE
(https://www.ncbi.nlm.nih.gov/books/NBK1193/)

() EBEMFEERE (Hereditary coproporphyria, HCP) :

HCP J&— & &[G H 3R St A8 A BRI AR B e 14 K S i B e i » 2R R &
HEAIHY Coproporphyrinogen oxidase FEZEE M) - RS EHVFERE ZREHTIE
g EE - HCP ARIAER Ky CPOXAIRNFYERS 3q11.2) @ B EEEE R I TR
R - HEYMEME (penetrance) K > HiMEZEEERTH CPOX EURZEE » 4lln]
BE H A MRS k58 IR © ZEEMENY HCP B] DUE B FL IR R F T2 e Bl By
CPOX ' H B S AU I FE AL IR BB ZE 88 KRR | B ROR / B4R
(https://www.ncbi.nlm.nih.gov/books/NBK114807/) °

(4) BEATAIEEEE (Variegate porphyria, VP) :

VP i HCP JEARIAL » B[] H PR M 6 A B e AR B P 1 R g 888 > L9 A
B & R &2 Protoporphyrinogen oxidase B2 » H PPOX FEER(ir A ZLfl
1g23.3)F B ETEE > R OEEMEEE  EEEREE RASCE AR EEL
ZesE ~ T TR/ EE > SR RN/ EE - 54 FEREIEER T B
H—ZEEEL ¢ 175C>T(p.ArgS9Trp) (Meissner et al. 1996)
(https://www.ncbi.nlm.nih.gov/books/NBK121283/) °



(5) SeRMATLMERE AL EE (Congenital erythropoietic porphyria, CEP) :

CEP #mRN FZAHRE » F—{EZHN-& I &2 Uroporphyrinogen 111
cosynthase B2 > H UROS FN (LA Fy g 10q26.2)538 4 S R 20 - H=UB N
gy RerEEIE M B (EAIE R ZE A Erythroid transcription
factor/GATA-binding factor 1 #Y GATAI ER(L A AL EHE Xpl1.23)53 4 8 B FT A
2 B XS M8 (X-linked recessive) » B S R —1f% X Jups »
RIFLHHTY GATA L RN EFTEE CEP %P BB MERE » LM BEA 2
fie X FyulS » PRI 20 B0 IR I e HH SRR A AR
(https://www.ncbi.nlm.nih.gov/books/NBK154652/) °

(6) @M 7 SRS EE (Porphyria cutanea tarda, PCT) :

PCT BFTHSEEFTAEE B8V EEES /BN EBEVER - BB
F - WHRER B EE I ZZ AT Uroporphyrinogen decarboxylase B 22 &84 [HRE -
{[FfF M E R A e BRI 25 20 © &9A 20%H0E A e HEBIHRZE K > 2
#5#% uroporphyrinogen decarboxylase Y UROD ER(L A ZL i 1p34.1)3 A4 2285 »
BN RS EREEE S 550 &UF 0B B WMERIES BN REE
{#(Multifactorial inheritance) » FAth BRIy 2 BLEG ZERIGIN Z# A AT RE & 2L PCT JiE
REN A (https://www.ncbi.nlm.nih.gov/books/NBK 143129/) °

(7) FFHEATImER M EVEE (Hepatoerythropoietic porphyria, HEP) :

HEP B2 PCT #R2A R FHIY UROD Fs R34 S B - {52 » HEP 2 RifE
UROD AR (alleles)[FIHFEN 245252 - TP k(R & F(Homozygote) Bl A 52 &1
(Compound heterozygote) » & &1 HEP ZRFAEE— UROD F-&F-(heterozygote) & FT-R~
Gk

(8) MERERMFEEERE (Erythropoietic protoporphyria, EPP) :

EPP EHR &R E A P B P i i% —{ Ferrochelatase B 2255 4= REPTEEL
Ferrochelatase &M FECH BRI G 88 18q21.3)FT4: A% » [N EPP i FECH &
R AR - FHAZER0 Fy EPP RS RSEIEE [ - (H1R2KHERY EPP FE2 RS
TS M5 H(Went and Klasen 1984) » ZBIFERIE FECH BHEEH (alleles)_F[F]
IFE B A B (Morais et al. 2011) » E&R - BB EEEFHIZ= R
(https://www.ncbi.nlm.nih.gov/books/NBK100826/) °

9) X Zetafs-=HEH SR EE (X-linked protoporphyria, XLP) :

XLP E&PRAEREL EPP AH{EL » B XLP ZHIR AL EAS Xpl1.21 EHY ALAS2 LR 4
SEPTER > BEUh X-EEAEE - FHbFENEMRE - M [EfE—
fie X JuEafis By ALAS2 BRI ag A8 » RIIEEPRER RS 2 2 A BT~
5] » EB 2 2 S BH R REAR o FT R FEEIREY 2% EH EPP IEARAIH A -
HEPEEBAVEE y XLP » HERERAFH ALAS2 FRN FRVE 11 {EFRFHEF



(https://www.ncbr.nlm.nth.gov/books/NBK121284/)

FHIAR EIRY SR EE T 22 B R BN [F] » RIBE - A TR - el T
SEEREHERIRES B (AN - — A ~ PRB IR (bR E) - MR EmNI—EERE
IiE © FRERVEENE » vl IR e ERETEEST - [HE2 A EREZEE %
Rk HENSEEMEEHNER  BR EREHE— A ] DUE T2
HYZE Sty - PIAISTE EEEGZEE > (FH—MHY DNA EJ7 J7/A8ET 24 - (B2
SR/ IR [EIRVE R | Bl /EE e - RITATREFRER A S E BRI R flr(Real-time
quantitative polymerase chain reaction, gPCR) ~ 2% B8 BRI i (Multiplex
Ligation-dependent Probe Amplification) > B{ &A% H (DNA microarray) © ¥ 55457
FEEEFERIER T RE R A > B [EW R EEREINE O B8 - 2R 1
TREETT R E Hopemfdi Ay - RS ERi Ry nlf THY T BT ml Re AV AL R o pll 1 778
E AR - HEREFER AL ST - 2K BEE I AUE FrRfig(Next generation
sequencing, NGS)HY & #E K AHBAE: AV T > ml #3258 & B E R R s iy B AR
I8 E P 4H & (Targetedmultiple-gene sequencing panel) 17 4= i PEHYE 7 34T > HEAE
T ISR ] S BY Ry o2 S i (2 i i 25
(https://www.fulgentgenetics.com/Porphyria-Disorders) ©
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3. National Digestive Diseases Information Clearinghouse (NDDIC): Porphyria. NIH
Publication No14-4632. 20140226 last update. 2014.07.21. http://digestive.niddk.
nih.gov/DDISEASES/pubs/porphyria/index.aspx
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