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WE NG —FINAE B S EEERNER AR, ERE &Y 40014 DNA (mitochondrial DNA, mtDNA )i A
WIER . BRES . BRI 1) 2 I Ekifk 5 R A0 2 2508, [Rl— 56 BT BAA (M — L840 [F] mtDNA SNP 47 s &R A TR &b i
BRI N[E] (LR R AR B T e E — e R SRR Th e, AT RN A M A A A, FRAE SR LT 5 B — 2 AR
S, B0 Leber B MEMMEM AL . BEREMEER 2. T AR &R AR & P 5 B 080 . A0 a8 7 1
Fih 2 AR OCR Je H S 2 kiR AR AL B. Dy F. G. H. J. Ko My N T. U. Y BG5S 12 &AL S

G11778A. A1555G « T3394C. G10398A &1 HH .

KiEiE kiR, kiik AR, 2R, KRR
FRH9ES R34, R39%4

1 SRR 5 gk g iRE

LR R — R ARy, A BB
1A 22 A1is A% W) IR 45 ki 44 DNA (mitochondrial DNA,
mtDNA)Y. 52 FE R H A F B2, 2k 4
AReHEA. B RS, AN [F HIE 0 T F 2 (8]
MIERGE, R T Z LA IERE 2 5. R
H [F] —tH 5 B A — LS 4H [/ 46 K /& DNA SNP(single
nucleotide polymorphisms)fiz s i) 8 G FR A 4 R H.
& 4 (mitochondrial haplotype), ‘&fI14H il T £& Fi 4
ZARMBIF TS, LRI S % I8 B 1)
¥ 4 (A~Z)23. BRI AT LR & — b 7 AR £
H. 1. J. K(C#HAME U BFEFEY), U, V. WAl
X IX 8 Flr(SE i b 7 Al sk R b, T BA R A,
B. C. D. F. G ML XA AR M N I
RSN 2 W NP R AE, Bk AL B C. D
W R T RMA LN M, BAR L0, L1, L2, L3
I JE T AR AR,

ANTRN R R R A A R 5 5 2 2 (A7 AR 26 AN R 1)
LR AR E AL AT P P, DR R SR R T R
ATP ML FA B A R0, X P 22 573 7T §E 2 B AN [F)
AMEIIATE ATP/ROS 7K~ FH #4BE 2 [6] 1) HL - 43 A
BEIERR . BEAh, ZRRIR G TETE — e FEE
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2 Wl 2% R AR AR R B2 . Burgstaller 25 B4R H
mtDNA #3458 72 S A H ke T AR T AN [H], i
FLATAT a5 2 28 5 B0 45 S M B B IO

2 HRIKBERELS Leber EEMHMMERHE

Leber 15t 1% M A1 #f 48 %5 4% (Leber’s hereditary
optic neuropathy, LHON) & — %% B #f [ &F R it £
PEZ. 1988 4E, Wallace % 1 X &K Bl LHON 2 Hi
mt-ND4 JE[K () SR8 G11778A 51, BEJE, A4t
P4~ LHON Ji &2 20 22 48 (G3460A 1 T14484C)
A ARARIES. Ji 0T LR, mt-ND1 FE[F 4
#& LHON MRS . &l K& RG T,
5% 1 R I 60 £ 4> mtDNA %748 5 LHON &
VIR, H4 K24 LHON & R4 %0
3 > mtDNA Ji & 4% (B G11778A. G3460A Fl
T14484C) 1 —>.

* [ 5% 75 4F [ 2R Rl 243 4231401070, 31100903), #riT & LA TR 24
AR AT 5 4 (2015KYB235), I M BE R K 2 RLE KR 3 4
(QTJ13017) % BhIi H .

GE RN

Tel: 0577-86699659, E-mail: docx12008@]163.com

W H: 2016-06-21, #3%2HM: 2016-10-20


http://www.pibb.ac.cn
mailto:E-mail:docxl2008@163.com

2016; 43 (11)

Filh, F: SRR BRE SERRE XM ALRR

* 1071 -

Torroni Z5'(1997 ££)A Carelli Z£1%(2006 )i
SO W I DN .8 S TR N R N I O
J1 &880 G11778A 5875 #5445 3 1) LHON b & 3%,
1M J2 2340 T14484C FRAZ %47 % ) LHON b ¥
Z . Hudson ZEMHE T XT 159 ML HRAE R R
3613 BIEE BRI, LRk sk H nT CARE
ik G11778A RAZHE W7 & 1) LHON AR 2. Ji 2504
TERWNFERIREFO R R, SRR AR M7b172
& GI1778A AL # LHON A% & 6 8 %%,
1M M8a W& OR4F A 25 ARATTHY 55 — TEI%t 16 AN
R Z 5 G3460A FEAZ ) 295 4] LHON & &
MR, HARA AL B. M, DLAHS S iR Y
5 AF {RNAS A A12223G, tRNA™ G15927A Al
tRNA™ A14693G 234 Ji1 LHON HIAME R . FrEH
SNk H A [E A R LX) 51 14555 T14484C 28
AR R R AT 8T, IR R
R AL F 1 M10a 2341 T14484C FRAZHE 15 # 1
LHON #ME 3.

3 LNARBRRESERARELES

HERNKEWER, F50%0 FHERE
B R 2 st A% R (BF RigE 1 H &, maternal
hereditary hearing loss, MHHL), 45 7 2k
PRIB AL (mDNA 1845)17. A7 F 28 ki1 12S rRNA &
1) A1555G Fil C1494T R4 5AELE AR B E R R
FRET RPUE R BB, HMBmE 7 (uiEs
LA LR TR A% A% T 2 TR )t 7E 2R R R 128 tRNA
A1555G B C1494T RAZM KN HFER KL L
IREM. A, EGEMEEER RS M T
tRNASUN FL F ) T7511C. T7510C. 7472insC.
A7445C. A7445G FIl GT444A 5873545 K09,

Finnilg 50K I, R KB AAR H T W
A4336G F fUAE BE L VISt 4 2 2R R
BB . Lu 5205 1 742 44 W 75245 v [ 7L
WRILEMF 69 LM H R AW S F AL &
HEH B R RBATE X0, RBLAAR D
W B R 40.6%, fEMERAFHRLT
25.8%. MM AR B MR RIEWT )1 5245 75 TH B
BHEERSNEE. AL, SRR AR )RR E R
A5 AR BSb G159276A, HATY F2 T12338C,
HfK B B4 G74446A, 4K 7 D4 T5802C.
T10454C. C12224T 1 GI116966A, . ik & C
G58216A, AR Y2 FIFART F A14693G Z5E4RAT
RESR I RN B3, Kato ZEPIEXT H AR A

W 50 R I 28 R0 A B A 7 D4b, ot 2 W Ak Y
D4b2 545 1) C1382A 47 55 2 521 12S rRNA 1T
B, EHRESBAMERAMNBIE L. Ying &
gi4 T HAbEE M 1 ADURK RIOWEFL, $8HTE
A1555G KA NFE, LRk RiAR B 5 H
B A I 0 A R DA

4 ZRRIREBRES 0 BERR

T 2445 JR 95 (type 11 diabetes mellitus, T2DM)
Mg L & e RPAF R R ILE SES. BAr, ok
IR 22 e IR S P S S R R A PR, e DA
BRARBE D RAS S B I IR B N 2 .. X AR
fiR1E, mtDNA T3394C RAZTEH EPL%E T2DM A
e R AR B T IEE AR, SEgek
2 i X R N FER T2DM R B i 5 R R4t
I % [7] mtDNA T16189C £ 5%.

Fuku 2529058 i1 %t 2 021 %1 T2DM H & W 7%,
RINBHRLAAR F AR N9a 5 HRHTEk by 5k 11 B8 JR s
BER., HESX A E 219 6] T2DM HE 3T T
LR R DNA 2R 5 #r, KIEEAAR G2a
H1 BOa #5H7 N HEFIRE IR o KU 2 KOR 2 v
Hwang 55945 Y, Zebifk sk Bl 2 5] ki B A F H
AN T2DM 3845 5y i3tk AT R B, 2R R
&7 D5 H1F [7] T2DM A& KRS 3G A 5%, 17 5
P N9a T 5 1% 9 1) & AR PR AR — BB &R .
541 T2DM B2 kit AR N9a AHEL, #5717 #ik
T4 F ) T2DM & 8% N\ B 2 B o A A B B A 1) 1 1
FIVEEE M) . X5 SRR B, mtDNA 48 7 g
% 30 3 5 M A% S DR SR R 1T R Ak T e B R D
T2DM AH 5 LR A B A TR 5] 1 2 A Ak T 6 52 431
A DA AR BE R A IE, T SRR L T AR R & 1
2 FERE PR KA

5 SoR{KEBRRESEE

Bai SEWIE N B SN ME BT Fe b e i, B
R K (E G9055A. A10938G 1 T16519C ix 3 4
SNP A7 g0 i 485 7 5 B A T8 & (19 7L 19 (mammary
cancer, MC) B K, T #4428 U T3198C.
G13708A) #5172 14 7L e =803 X 2 P IR, Fang
SECOTE IR M X R, KB FLAR T M R HL T AR
A DS 22 5 Bl e R KRS 38 0, 17 AR Dda
] 5 BRI 98 (thyroid cancer, TC) & 95 KU 8 N &
. Grzybowska-szatkowska SEPUEF X =2 N FL IR
FRRIE 5 P R A R A B SR BRI ) LBRL A i AL
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Wi A A12308G(Z b A FrL AR 1Y U) R IAE Hog
R, FENCAAREHERR 2 3 AL S ] LRI A
tRNA [ 2B = 2 45 70 R 175 I SRR B RE B 15 1)
T REME. Tipirisetti ZEP2 5 I 1 L HRIEE 008 XSG A P
T M5 ZIAFAE 235 00K, RS T AR A
] mtDNA 458 % (Germ-line)ZZ AR RS, 1X 645 B
T ER AR LR A4 AR S E P B A A TR AR
F. Blein Z5BF] ] iCOGS $%1(ICOGS Array) ¥4/l
H BRCAL/2 BRI ) 22 214 4~(11 421 DR A
ZRCM, 10 793 ANANSZ R ) R ARG 43N 129
MNERRZ LR BATIE T, &5 FAR W Zoki ik sk
7 Tlal 7] LASE MY BRCA2 7845 #5534 1 7L IR e &
i AUz, RIS, AT TEEEE XS 3 AN TE I 5 B AL s
(T9899C. G11812A F1 G13708A) [ 43 #T1 H & IWL,
G13708A [F) St 1 FLIR S A BH S 1R S7URE DG 12k

Li S5 BOERE AT Ll At XN B PR BF 72 48
e, ZRRR AR D45 A R 2 LAY D4a
Al D5a (1)1 47 % &) B £ 18 % (esophageal cancer,
EC)(RAT Ll X A FF () A& Y D4a F1 D5, ¥l
X NBER) AR R D A1 DS). Wei 250500 o [H B JE
(gastric cancer, GC)&# 5@ BN FHATHE 7047,
RIBAT% H mtDNA D-loop [X () B 17 1R & 5 ¢
% D310 A1 SNP iz 15 D16521 [ 38i4% 5 5 14 B 2 R
7], JfH D16521 Mgt A it 5 B (1 2 21% 5y
WA K, U FHE B B R A R 3 Ok

Jandova SFPCAE Bz U M b e 4 i b R I, Rk
A tRNAMe 1) mt-Tr 25407 FE K 25 52 AR T 1 7~
EARFAEE. S 9821insA I LK L 2 il 2 1) 1
EE R R ET, FRZ400 R P08 T 7P s
M TR AR DL IX e Ak 5 PR 20 R I R —
B, 05 SRR T LRI AR BUTESE PR B B4 .

6 LRIIKEBIRES5IHE RS

14> #% 9% (Parkinson s disease, PD)f&—Fh£ &k
THEZENPMERGIBITIEE W . Kirchner 255
X 84 AN KRB AT AR R, R I mtDNA
1) T4216 €72 5 PD KIGA —EHLR. Joelle 25
WA 600 MM EHRANEE, RAWEAH
10 398G £ A&7 2R kLR AR AL T B K A4 AH
TR R AR H MR S, TAE AR A
X R0 R B b, Ak, 2 YRR AL 9055A
XF Ve 8 B R B A CR Y E A . Takasaki 5590 78
X 96 AN H A PD g3 HIHF 78 A B 4 A% £ B
PREAAAS M7a. M7b2. Bde Al B5b 555, Chen %514
BRI DO NI TSR, RN AR B 4
B S AR O RS A, T BB D AN A
S B ECK . Liou SFM2iE i FL L 725 A4 7%
B, X 110 A BAA AN ) 544 B 5 A A4 3k AT
mtDNA 4 3 R 7 20 #fr K B, HfA R BS T 15
G8584A Bl A10398G RALFFAK 1 B MA SRR B XU

Table 1 Check list of mitochondial haplotypes and mitochondial diseases

R GRRBRE S S (KR KRR R AT BR R

J—— LR R AR Y
SR R ¥ TR R
Leber 8% MM 25778 A B FJ1 ]2 M M7B1’2 Ml0a H M8a
BER ULV H-# B B4 B5b C D D4 D4b F2 H Y2
1T 24 % PR B0a D5 F G2a N9a
FLIE D5 K M M5 Tlal U
FROR e D4a
i D D4a D5a
SR US T B4e B5b D H M7a M7b2 BB5JK
SR FRE T H
JIES B A o LI T
RIGTZEERE N9a
B W IERALAE M5
Il U
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7 SRIKBRRE S H AR

Ruiz-Pesini Z5HI7E P8 HE I WCEE 1) (1 F0 A RS TRRE
AR, ZRRLR AR H 2t IR IR N
B, T 7E 950+ (asthenospermia) 21 H 42 4 B4
BT I HEIAE 2. Coto &M 4T 1T 9 NFEIES
N1 ()0 DL RO B Y, O AR R T A 1
A1336G K72 5 78 Yt 5 L J5 Y .0 L9 (hypertrophic
cardiomyopathy, HC) & 7§ X & A 5= K % B .
Tanaka S5 871 FIACHIZRAAIE 83 B 40 M it 78
AN, HOAR 2o R AR R N9a 5 AR 2% & E
(metabolic syndrome, MS) & 1 F & # X B .
Govatat 25 UI7E ] 1 FIJE AN BERIAE 7T48 B AR
M5 T A13603G 8738 2 51 2 HL 1 A% i i [ A A
ROS FHE &S8R RiAR Al / BA BB DI REZREL, AT 520
F B W ERALAE (endometriosis) I A . Zifa 25
AR 1 2R 5 DR 2H T 12 By (asthma) J5 R R (9 4R
. 27.6% BN g 8 T Ak R U, Ho g ™
HOZ AR B B T I

8§ B Z=£

AR, LRI AR I AR AR R, 46
RLAR BAAR BRI N SEBEAL, A X 38 S PR B ) R AR
SEH WU IZHT AR T . H AT 2 i 2o A
PRI SEI6 45 RAUARIL T 4RI S I8 4R b 12 4
TEELR, 1 R S AR R S B 0 A A
WL M NMEEZ AR SRR, R
[ S 06 (0 45 R = T REAFAE TP R I FE O, Xl 75 22
XPH VRG> LRI E— 2B TT. R, JEAEseis
X HU RARTY ) R R AR AT RE ™ AR R —
DR FEAFTIRG AR, SR ARE TS EH
A% B AFAE IR 2 T 0 R Mo S0 s . wF 7T
45 R 1018 Ay LR BLAE X mtDNA Fr 51 (17 & £
REUG N BRI T IR S, RN T
JE NHEBIT o R AR, SEBLMRL R fR A 5
B, R UA I A 8 R Al B 5 A e AR 5% S B 7
et B fabs, BRI T LR, ik
PR A

2 % X W
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Mitochondrial Haplotypes and The Human Mitochondrial Diseases’

ZHUO Yue", ZHOU Ling-Na", TENG Li-Sha"”, WANG Jian-Feng", YUAN Meng-Ping",
TANG Xiao-Wen?, ZHENG Bin-Jiao?, XUE Ling?"
(" Zhejiang Key Laboratory of Medical Genetics, Wenzhou 325035, China;
2 Attardi Institute of Mitochondrial Biomedicine, Wenzhou Medical University, Wenzhou 325035, China)

Abstract Mitochondrion is semi-autonomous organelle with genetic system. Through migration, isolation and
evolution of human, mitochondrial DNA (mtDNA) formed a wide range of mitochondrial genome polymorphisms.
Mitochondrial haplotype is referred to as the set of the same mtDNA SNP loci from a common ancestor. Different
mitochondrial haplotypes affect the mitochondrial function to a certain extent, thus affecting the growth of cell,
leading to diseases of individuals, such as Leber’s hereditary optic neuropathy, maternally inherited deafness,
type Il diabetes, Parkinson disease and cancer. This review summarized several mitochondrial diseases related to
mitochondrial haplotypes (A, B, D, F, G, H, J, K, M, N, R, T, U, Y,etc.) and some special mitochondrial
polymorphic sites (G11778A, A1555G, T3394C, G10398A, etc.).
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