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[Abstract] Albinism is an autosomal or X-linked recessive Mendelian trait in man, which mainly
manifests as hypopigmentation and related lesions of eye. skin and hair. At least 18 genes have so far been
identified as causative genes for albinism. The mutational spectrum is population-specific. Molecular

genotyping of albinism is important for genetic and prenatal diagnosis, and is a prerequisite for the practice

of precision medicine. Based on long-term study of albinism in Chinese population, a guideline for the clinical

management of albinism is provided.
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1 &I

1.1 AR Fb% Calbinism) j&— 4 5 0 K4
BAH O B 3 PR & AR A S S B B R B A R ] gk
A& 95 » AR FE I TR 26 B0 3 40 S HR | B ik L B R AT B R
B = AU HR B2 Bk 146 9% (oculocutaneous albinism, OCA)
AN HR 3568, 2 6k = AV ER 1 1L % Cocular albinism, OA)
PR, A ik AT LLAR 45 i PR 38 B8 A0 i 5 K (1% & 1A
Iy NARLEBAE BRI ZE A AR R, AR ZE A AE R A A 45
HR K2 R ARG 1~7 B9 (OCA-1~7) FlBp 4 BR 71 4k s 1
RICOA-D) . LGRS AL A AR A IR B2 Ik B4k
MR, AR K& ERREN T W, O
Hermansky-Pudlak ¢ & fF 1 ~10 % (HPS-1 ~10) .
Chediak-Higashi Z5 & fF 1 # (CHS-1) %, W9 & o
AT 18 NEA A R (R DY, FREE
HEHEEIGAEH LR S E T HPS 3, HPS 4,
HPS-5 HPS-6 F1 HPS-7 1) E0 B A, I X H & 9% AL
Wil HEAT T IR AR ZE T 7 R R %5 OCA-
6 B L B Y e SO ik B RN 58 AR 28 AL

FE S T H 9 B

1.2 At m st o X SRR AT Bk OA-1
T X R AL A A P Ak 3 5w g ek
Falkistfl ., tFIEEN OCA BB EL R 1/17 000,
RAFERE R AN 1/655 . X T H DK 179 1 14k %
(953 T AT 6 2 PR A R BT, OCA-1 2 3% [ A 1k s
B AL, 2 64, 3% OCA-2, OCA-4 il HPS-1
ARG 11, 7% 15, 6 %5 F 2. 2% s A R IR A H 5
6. 2% R T REAETE — 2L R R I EOR S,
IE AN A Wet 5 FE b R b % A
B AL BUR BE ) SLC24 A5, ] 8 OCA-6 W77,
2009 4F, Wei 2R IE 7 rp B H HPS, s X &M
T 24 ftetezsl  Horh HPS-1, HPS-3, HPS-4, HPS-5
A HPS-6 43 %] 5 50.0% .12, 5% . 4. 2% .8. 3% A
25.0%, HPS-1 fil HPS-6 i % 3 % 5 0 BLOC-2 FI
BLOC-3 B & WM fa e M . ook & B0 WL T Bk 36
AHE 32 BLOC-1 & AP-3 & &K Gk 1Y HPS-2,
HPS-7 ,HPS-8 ,HPS-9 #1 HPS-10(5 1), ¥ [H Benoit
ArveilerSZ B 21 f45 7 99041 B A 4k B 10 %
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T 1 NI FNHR R 00 0w 5L

SRR ECE | Yoo 4 5E A7 3] OMIM %5 Skt P=4) Tifig
TYR 11q14.3 OCA-1 606933 ik 2 R it BERAY G N
OCA2 15q12-13. 1 OCA-2 611409 BOREEEN ZHBERER
TYRPI 9p23 OCA-3 115501 18 2 PR Tl AH G AR -1 A F AW A iR T
SLC45A2 5q13.2 OCA-4 606202 A0 IR E A Z5ROFE N
SLC24A5 15q21. 1 OCA-6 609802 B/ T RS R 2 5 A4 /M R
LRMDA/C100RF11 10q22. 2-22. 3 OCA-7 614537 EEriril i R X A= % 5 M6 R 4041k
OA1/GPR143 Xp22. 2 OA-1 300808 (62 k GPCR % 14 %5 M E A
HPSI 10q24. 2 HPS-1 604982 HPS1 & [ BLOC-3 Wi 3%
HPS2/AP3BI 5q14. 1 HPS-2 603401 3A adaptin AP-3 i %
HPS3 3q24 HPS-3 606118 HPS3 & [ BLOC-2 T %
HPS4 22q12. 1 HPS-4 606682 HPS4 [ BLOC-3 W 3
HPS5 11pl5. 1 HPS-5 607521 HPS5 & 4 BLOC-2 W3
HPS6 10q24. 32 HPS-6 607522 HPS6 % [ BLOC-2 7 3%
HPS7/DTNBPI 6p22. 3 HPS-7 607145 dysbindin BLOC-1 W 3%
HPS8/ BLOC1S3 19q13. 32 HPS-8 609762 BLOS3 % [ BLOC-1 W 3
HPS9/ BLOC1S6 15q21. 1 HPS-9 604310 pallidin BLOC-1 W}
HPS10/ AP3DI1 19p13. 3 HPS-10 607246 B-adaptin AP-3 i %
CHS1/LYST 1q42.3 CHS1 606897 CHS1 &1 WIEE S

OCA ;R Bz e ARG s OA LR 1 AL s HPS: Hermansky-Pudlak %% & 1iF s CHS: Chediak-Higashi 2% & fiF

Bh Ho 716 (72, 3%6) 345 T B 19 4> F 12 Wi, %5 T
U A3 4% 5 v [ N EAT BT R ] L RER J2 L OCA-1
93, HPS & L) HPS-1 il HPS-6 2 3=,
L3 BRI AR AR 2% Fh 6 AL B 1 Ak 1 AT
SO [ 2 B A T SRR P B €, 3R 0 iR, O 3 R 1 A TR
BB LR X ET AR 22 s m KT
SEHRFBAERT . ARLEA B 11k E OCA F OA L 2
KB Bk B & (8 MR, oAb #FF — A2 B K,
OCA B F RN B KA k. 0 R D sl = | xf
S HNR AR, B W45, L B R . OA BE (A
AR R o B2 Bk T 2 1 I T 9

ZEAAER AR HPS F1 CHS. /] [A fifi .0 E L
EEREMARGZ R LA RIE s 44k, 5l R e
PE DI RE 32 W H PR i 52 R e A ™ i O R E B R A I

2 B

2.1 SRS BEREGS NIEC K 18 A~ H
AR5 BOms JE B (& D), T %k /N B B 5 0 55 Bl 1 1) 5
MR 7R . 5 sh P R A I I Z 8808 4 $2 R W A7
e A A 0 28 A EOms S R

Hh EOCRE AR 2 TR 28 A8 5 5 | in &k L H AR RN
I ABEA BE X 5, Wel S50 % of [/ 1 Ak
HEAT THRGY . KRB TYR JEH 848 549 5 2/3, A
FEEPERSE 1.2 8 FME 1 NEFX. LU p.
R299H .c. 929insC. p. R278X %5 f R WL . 76 WK A
b, TYR 3 R 28 745 HE 44 i = 19 I 43 51 & p. T373L.
c.1037-7T>A c. 1IA>GHY , (HIBEE ., &Nk

AREH WLHY TYR £ p. S192Y 742 S 16 vh &R Hh
IR, B A B R R R 50—
FhEOm 28 48, vl g S BUER BB W A fm . FEE,
T AR N b & WL TYR 3B p. R402Q #0
OCA2 JEP p. A481T 78 5, JS A 1] BB 3 BUAR 70 (1, 3K Bk
BRI A5 1 A —E 2 B AR 1 B R
U WL MR R R TEGER X
NHE LA A5 0 AT 10 728 S A 3 R A7 4 B
ERTIA A A8 14 2 93 L) 32 A 1 At —
R A R AR T Y SC B 3 1 AN I 2 TR Tl A 1Y Bk R L
PR HARLE AR AL s 2 7 5T I8 26 X S OC B A
T E PR AR B i A A W BB L an HPS 38 F R
ZHWEMZWMEAH, FEFEEGEA MR AR,
HPS Il CHS (15 #L2% F5AE S 2 Fh 28 2120 L v A7 76 11
5 T A4S K ¢ 41 U % (lysosome-related organelle, LRO)
A R o 5 n 6 2% 20 A P B 2R 8 R /MK (melanosome)
MR B A 52 R 3R AR G I /)N Al B0 BURL (platelet
dense granule) F/=¥ 1Ml 4 M Kz 40 ffd 5 WPB /) {4k
(Weibel-Palade body) @ b » 5 Bt i 6 ) 5 fili 0 11 A2
b Rz A P R AZ /AR (lamellar body) i [, 7] 5 2
il 40 2 T 0 M 0 T s R A 5| A i AT AR AR AT
RN BRI A B X 2 AT A B B
Jfl (melanoblas) ) & & HiE# R AR /NMEK - 45
iz ki AR (melanin) 1Y & W5 & — A8 2= M0 40
4 I 4 ek A RGP A T BRI B B 2 ) R B R
A R, 5 B0 R B A 3 R MR . Bl
., BB RN A R R T & 3 RS TYR,
OCA2,TYRPI,SLC45A2,SLC24A5 %, H. 58 & 7] &
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FARLR A AR R A s B AR MR R B R
HPS1~10,CHSI 4L, H 58 48 0] 3 B 25 A 1E 7Y
{95 . i HPS & CHS 4,
2.2 PR R R SIER A R b AT AR B
kLB & Y B IR AR IR o A R B
OCAI1A . OCAIB,OCA2 F1 OA Z#11 | OCAl H#
BRI R A R R R R e . MRS R
fitf (tyrosinase) J& 5 A 5% R WG M, XAl H 4 AB
PIRRE A, A R K S TR O R OE A =, RO R IR
B RAES B WA s 200 W T 5% 9 50 50 06 o Bl
AR I, B K R (T R ) B 2 BT
Ut R AE R 10 4E N, OCA2 B FR b i
o OCA”, (B A i Sk & A (R A0 B Bk ki, sl
1) OCA2 F IR 3k Kk A Lk (5 Fl AFID . OA B
N R IR

AT — S A5 AR LA R X R 1 I R R B
B4, OCA-3 A FR A “ 4048 0 OCA” , HFFAE 2 % 210
@y Rk, R B A sk . HPS Bk OCA 5
OA FAUHL,H A A5 1] 120 23 v i A ) 5 0 AR
(ceroid deposition) fir 5 2 19 i . i . B JIE 45 48 B 45 5
) = IBRAE . IR 4 5 0 AR RIS UM 2F 4 Ak 50 L
JEHR A BE PAEISE TR EE AT — B IR
PEA 26 Ve s (an HPS-1 45 7 #1) &% 4 988 B J3 Can
HPS-2 fl HPS-10 % W &), CHS [ Iifi JR %5 AiF £ 5
OCA K% J5] Bl g 1A Bob R L iE A7 M 48 R B 0 3 O NK
AN T gk =, S 80URF 5 & A B A
S o B I P A AN R 2 E R 2 fE . SER
P B 928 B B B Tl A b R %5 5] CHS 5 HPS f f %
FRAE

UEAE R B A 1 A 3 R o3 280 1) 38 R o b 3R 4 AL
HORRRE R IR RT K . IGIKIZ W OCAL 5 OCA2
(R, R 4y AT DL & OCA-1,OCA-2, OCA-4 .
OCA-6 . HPS-1 fl HPS-4 % £ ffi W #9501 15 K2
Wik OA B3, FLIE R 43 AT DL OA-1,OCA-1,
OCA-2, HPS-3, HPS-5, HPS-6 4§ i fbe o220
b« BB R I PR 38 R 5 25 5 3 TR 0 R i 3R

3 L

3.1 PR Im K2 B SRS AR AR U B ik LB
R TR FAE R AN E AR Wl R 12 W IR B AG: A BR
PR R R 52 e 6 151 2, | MR 3o 52 R R ) A e Ab , 55 2248 B
— S L B A AN R RS B L IR 24 AH T 72 9 3 Coptical
coherence tomography, OCT) , HR Z 4% | HR H, A= AL 55
TR A . MR ERAR BP0 0 R O BE 3 hn L A0 )
BCRWRERE AT AR IS X IR

K
H

A0 OA A OCA By it RUAFAE . R IR A 6 S (0 3R R
— M PR AT LA o e BRI O T W AR PR B R
N R ok 5 2% A i e PR K MR IE S R AR R W
A LA S R ORI B R AR A
e

HPS 1 CHS (412 Wi 1 11 75 22 4 4 18 1Y I R 2
A A A 45 I R BRI DD RE A T 40 A L NK 48 i 55 4
PEERA . BB T £ & (whole-mount) W45 1M /)N A 2
R R e B Ok L 22 W HPS I CHS (1 & 45
e TR HPS (B3 Ll H i i 20 HA g H 1 2
BE N4 T PR AL L 0w e CT R i L O JE L i 0 10 78
b Bk A % A A R R
3.2 PR T2 R TR AL Y AR R R 22
S AR IR AR X (AR 495 1l PR 2 78 o JHC A o 0 1 a2
Ir LW A WA S S W i o AT SRR 5 vE . th T
S Al 118 B0 AL PR R B B 45 00 BLS W I T —
FE B XE. gr T2 WO iR BR & M) Sanger I
AR HRTEE IR A T — 18 ¥ (next generation
sequencing , NGS) , I #f %t [H €1 (panel) £ ] 1 4> 4 2.
FULR I A X e R BB R B A W]
T NGS Hodl #E17  B 20 . 9 45 & 90 € i PCR
R £ % R P8 (multiple ligation-dependent
probe amplification, MLPA) #1736 uER2 1 |

BT i BN 9 e s 0 A 1Y AR R 20 712 W i AR
WRE L (D) o S AR AR I R 28 B0 DA B AR 58 728 AR 3
I Sanger MFEXTTYR,OCA2,SLC15A2 %:3&
PRLFEAT A LB e 98 A8 R XU, 7T S AR 0 R
MO PR (9 43 B2 W 5 (2) 5 5 Sk B4 3850 2 R 45 K
(WCHSD) &, 1A% 00 32 Wl 3B AH 5C 3k PR kAT —
J¥ AL 18 A AR Bl B R (R D 182 A
g s SE P 5 (30 g AT R B BB R Al
7 S 0 AROR A B 5 R B 8 S ) 9 DX 9 R B ke
R BURE AR I — A B 2 =, 50 NGS B 2 78 47
TEHE P48 DUEOE S g vl i 2¢O € & PCR 5 MLPA
R A7 B e (D R R A O B W
s T A ETEFA MY . G H ¥ F NGS
R I A &5 SR A 75 B Sanger ) FE X HE AT R R
UE 5 DL W HJ& 15 R 8 & R A% (de novo mutation) , 4§
KB 2 A Fe B AL e B0 Al A B 8 S 0 ok B
XUSE I 5 B A] A5 B A 12 W

X A8 S B0 P 1 0 DT — A SR DY
B (1) 4R 45 56 [ B2 2 38t 4% 27 5 25 CAmerican College
of Medical Genetics, ACMG) f5 Fg ¥ 4% 7 it 47 20 1k
ARG () B UEAE O Ok A OBUE L R B TER R
55 950 354 B (co-segregation) 5 (3) Iifi PR 56 1iF » B A
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R2 AL R L2 By

YT 44 TR OMIM % £ Bl AE AR o B A AL 7
GS1 160777 2k EHIRG MYO5A AR
GS-2 603868 I i 25 & ik RAB27A AR
GS-3 606526 AN 28 5 o 8 R G IR MLPH AR
Bt 55 164920 A PR 3 AR A AN A R KIT AD
WS-1 193500 HR P9 it 40 B PAX3 AD
WS-2 193510 NESIER 3PN MITF,SNAI2,EDNRB?,EDN3? AD
WS-3 148820 T FE AL 1A s o S PAX3 AD
WS4 277580 Je KM 5 EDN3,EDNRB, SOX10 AR,AR,AD

GS: Griscelli £ & 1F ; WS: Waardenburg 25 & 1F
TA PR 8 55 32 R0 A 5G4 5 (4) D) BB I8 E » X — 265 &
Mok = XA B R A B (variant of unknown
significance, VUS) st & LAY ¢ 1€ B0 5L A, 75 2400
TR AR S 2 A5 5 ) 5 ) 1) e A OC 4 - 3E . A
Western B35 4 I 1 /N AR 1 HPS 85 11 4H ¢ & & 7K 1
R M s 2 — R B 0 1 92 A8 02 A5 5 ) 2 1 2 e Y
Tt
3.3 PRy RTZ M A R AT 3R AR L 3
Je KAL) AR BL T 2 2% L T 25 A AR AL AR 8 AT
RER N ZA A E B RBEOCT, HOw wofE o i+
XS5, —SEAE £ G AR B 1 AR PRIE IR AR X B8 OF
A% B P2 AT IZ W AR AE  TF 78 40 A A2 KU /Y R
A S EE AL 5 R B AR B 1R A ke 2 AT
PRI W . TEW 0 K R BUR R Z TR R o] B X%
FUW A7 5 B RFE >R B Sanger I 7 #E 47 7= Aif 5L K12 Wi
B AR AL 222 W . 058 3 Bk D AR R W] 8 A8 S 7
MBURHEARE, 7T T 20~26 B @S0G LB B ML
)Lk A B0, AR 4l rh BN SR R ) B IS L2
IR

7 A R A2 W R G L A A A% AT H DG B A R R
PE. 7R HE R 2 W AR G L B E A L A0 45 /) HL iR
FERARM 1Y R IEX T R E S, KR
o 718 S AN BT L ASOAGE I 3] — A~ A8 S UG LR AS BB 1L TS
Peig B ICIEWER AR LAY R . BRLER B, 12
W PR {HL S P SR AR S A i (326 ~5%0) s HZ W &R
A NS AP O X (N OE s % Y v PSR = O
SRl PR 1 AN BEH RUOT R . PR K g G LA S
AP A K R R L 1520 ~20% it LA
iz, oA AR AR AR IR LB L EE
Al DLR AR AR SR [ IE W IR LA E S, 25 3 AR
W L PRI . £ E R Y AR Ak DUAS fig 0 iR L
BeiE AT w2 W .
3.4 PRI SR FARR N 3 S Al (5 R
AR 9% 9% » A0 Griscelli £ & fiF (Griscelli syndrome,
GS). B B¢ 9% ( piebaldism ). Waardenburg %% & fiF
(Waardenburg syndrome, WS) F1 7 %% X (vitiligo) %

HEAT %0 (3 22,

Griscelli ZEAME(GS) : X 4p Ky 1~3 B, H B A&
K51 MYOS5A . RAB2TA.MLPH, 1 F GS £
1 A I M R € 3R IR L A B B S 1 A
o GS — A B el B R0 58 € 2R, RISt SRR 1 Ak 3R
R3O 5 A S I Y I AR . R R WSk
K& BT Chair shalt), £ % GS & & 7l WL 2] [ He otk
Cclumps) (A Z A, RER4> GS HE 7T H B0 o 2 sl kg #h
IR A D BE 32 055 S L 45 5y 5 HPS 50 CHS MR
o AH GS — B A 52 Ml 1L /N M B0 R 19 & A JE i
(T S | RPN T N e = | RN [l N B
B,

BES . X4 “KZE IR A BE R (patterned
leukoderma) ™, J& — it LA €8 22 sk 2> Ay RRAE 1) 8 4o £ 4
B . BE AN A AR BB, 0 kT
AT BB AL AL UL T 1o S e e T A U A5 B AT
FIRETEARA LI KN — A FERE . B B R IE I 2
R AR AR v e SRS AR A AL 1 = AR B E BB T
PEA R 5 R PR R IRV R . A IS R R AR e 1Y
M-3R, MorBELEGIFAHMER 5. CH
K IT J R 58 A2 2 BER A 1) 32 B0 R, & A 2 ol Tk
5T P 22 U5 230 L ) 0, 3R A i e 0 A Bk B i
ES RN e e O R 7

Waardenburg 54 i (WS) : XUFR“ 56 K 1 B 221
W-E R LRAAE” . RE R Ak D SRR E . TE
ANBEFR I LR R 1/15 000, & N 3-8 K
B 5 BI5GB o 2 M 2 T IR S (L L K
R R R R R A R B o AR AR B AR RN [ i
ZEAAE N o 4 AR (R 2P H R B 5T A
HJ, WS ) & 4 2 FPAX3, MITF, EDN3 }SOX10
BB IH]  A AR S S UV G D) A 8 05 0T A A i G 15 GE
AT AR,

A« 2 — TR R R AR 1 68 3R 80 1 9 i 1A
MR R . UL (B TR RN R R EURAR
2 A 55, DT 5 | kS € R Bk =) B FT R A XA
A E AL . s R AE RGPy T —
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SE SR RS 4 L fh 2 A T e s 0
DB A5 o L BE AT A T AT ] AF % MR A3 ] B R s A
2 J ks HoT gE A R R k. 2 Ak I AU I ]
B A B FBERRALIY B R AT REAE L E AR AR R
RGA R A Ak %0 .

4 IwREEENE

F AR B Ao T 8= A ORI Gl a7 2 B
U L AR L R 2 HPS F1 CHS 451 3
FRE SR AR AR o 7R R PR I ) BE AL 1 T
B2 W 3542 & I ANS & 46 5 . T LA S50 1 B o 2 A8
JLRgH Ao B OA-1 2 X% g Btk 35t 4% ok Hofl (1 ik
o M. 2 4% o e 0 R R P g A 5 A R I Y S AU
i KRS Ry 25 %0 o AR T I A AT 3k DR A2 W A
B, RIEF—T7 A B o — I i AR
i A5 LAHE B 4% 77 () 28 30 56 A i n] e . X7 H 0
AL B 75 AT 0 7o ALS W . AR TR A Y 5k 1T
ATRE PRI A B BIL. AT A R 41 W) Al e 2k B R A
I BRI TR AT R AR

FIAR M 1 6 3 32 2002 MR AR 401 3 A0 2 J8 B KR . B
XFRETAST A o WIS ] B Uk 2D 2% Hb 2 0 IR fiF B JBR Y 45
Ho BEHML RGNy NS D A Y B Rl AR
WA T AR BT TR IR P I A AE . HPS B A H I
[5O3 B Al FH 35 A & Mt 7K A7 TR A B ) DG AR S5 B 1Y
259 . o3 HROF BUBCOR B TR I B TG $2 117 R IO
N TR R it . B4y HPS FR 2 # IDk 3 45 0 1 &
(1-de-amino-8-D-arginine vasopressin, DDAVP) 1] H#i]
P A R i A9 TR T (v WD (8RR I a4 I I v )
VERAR AT 25, (A5 2 A 0L, & B OC#E HPS
L HPS-1, HPS-3 #1l HPS-6 W &y 3=, ix L& iy 7Y %
DDAVP (A i ok BB = A7 OB vWE 1 300 » 75 %
SEFCAb Y Ik oy Y. Ak HPS [ TR B
MYGYT . CHS B AT 3™ 5 Ay G 22 BB, 38 5 5 2
I EIEAT B RERL AR . WO AT R i 2T Ak . ™ R il £
A B E T TR RS AR . 58 1 s T A O R SR R
HAbG R Y3697 .

5 MEXMEKEFIR

TR BE R R A B e b st L B R B 4% 2 RS £ X
N FIN LI 1A A G 35 BT 1R Y — i BE R 5 )
W (gene-oriented file) 4% 20, W% T A [R] Ak i 3 X
(978 JF R 5 7 AR DG B[R] s R AR 045 B 2 T A
HEAT B 53 B . IF & — 4> HPSD i & Chtep://
www. genelab-bch. com. cn/ HPSD/)M8 |

2 [H W2 95 35 K 2= 1 William Oetting 52 35 %5 ##

S T — A B 9% BOHE JE (Albinism Database, http://
www. ifpes. org/albinism/)5 , W 5% T 3% 4 116 9R 1Y
OV AL R A5 Fl SNP, A, BRI €5 2 40 i 2% 25 g 57
T8 2 M O KL I s i (Color Genes, http://
www. esper. org/micemut/) , XEIL K T L S AR
Vol A Bl 1 T — B 3R I 28 A A /D Rl At A
KBy B 52 0] S B AR S & NS Ak i R
PRI ()

SERERRENERER . F4.FRAMBBRAREILEES
P HMEHREWELTILEEREA S A RBE L PO T
TILHARLT B ABRBEEFHANTTELER T ILHERAER
HRBEFIELERT) ;AT R (EHREHFRFWEIL TR A ER K
BAD X FEFTLEEF S o HEHRFHELTILEERR
#)

SEREFFRENERBE . W ER (L FTHRARFESF R . & T
HEARXRFHBEER 9N AARERARABRARARETEERE)
FIEE R FTA R 75 B AEAE R £ o 28

2 £ x #
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