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The Hereditary Hearing Loss Homepage (http://
hereditaryhearingloss. org/ DB E B R, L5 S ER
H % (non-syndromic hearing loss, NSHL) 2 189 3
FEHECHET 80 1, ¥ K 1000 ZREHRZER M 150
MHEXERREY, EREABRPEZEERTRBEH
EAN 6. 3%, HPYH 0% MWERKHB FGIB2,
SLC26A4, &k ki {k DNA 12SrRNA KGJB3 % 4 P #
RERCY, MREHREPRA#TRERTIERR
TRGE, R AFTALH TR LA A ;X
FEILHTRECERZERTRBE, R . BBRT
AR THREMME A, REENRELIEET R
BEUEAERYER I BEXEEHNAYHBEE
BHEFEMRRUEERERBWE  ELREE S
REVHEBEIWEBERHEEEHRE, REILE.
B KR . FE AN EHXERERA 2T HEIL
HEZERZERBECY, A ABSREBEHEZER
BUZBREEAMEXRER N . MEALREREEH,
BRXRPAERBRZREREP LR ESLHXRE
ZEAAFERZRSMFEILBERBRBFELRE
ZARFEASHARLR . HiTERA,

1 ERABEER

L1 ZRAAH ZWRFHMEEORAD.FEIL
KEZEREMEEN VA LDEH#ITREETRER

o LR E

1.2 IREFER FRBEHEZEFARINIRE
DHFBRAER DA ERRE L RQE DSOS E KRS
BPLOHGERERT HERLREERBKABIES.

2 KEARSRRE

2.1 ERZRMEAR MNHEFXERNADNAFSE
HEMEXNWEL AANEEMG IANERNMLA(GIB2 &
A . 35delG. 235delC, 176-191del16 1 299-300delAT;
SLC26A4 BH.216A>G 1 IVS7-2A>G;12SrRNA
FHE.1494C>T f 1555A>G;GJ/B3 A . 538C>T)
HTRN.

2.2 ERERMBENRARYE RECEREEIER
HMENRREEEFETUTILANE:

2.2.1 BWMHTEGEARWRRE STFREHEAE
KERERIE AR 10 B0 2B P, O U AR B R B 1 A0
THER BNEEELB2BRAERBAKSR Y
B, Ek, BEFRAN A RSB ARER R $ LS RiE
FTEEMRIERLAH. KM Sanger W77k
2.2.2 REUENARYE BEEERTRTBELR
HEESHR 4 T RSERY 9 E 10 RMIK, XL
NRREMEFRLANNERBS  WRARFRHE R
BREMHNS. ARABEEHRELEA.

2.2.3 ZRBENARE ZHRERRERENA
t, BRI B EE AR ZAEEESR, WA A H B
S TC 8 At BT 0 B1 AR s oAb, X FRME R E , B

ERSE 1557

gufde,medﬁvén


wuyingying
指南下载

http://guide.medlive.cn/

* 196 - *&E'—%@{?%?}E,ﬁ 2019 4E 3 A% 36 #% 38 Chin ] Med Genet, March 2019, Vol. 36, No. 3

ZERMARBURRABAHTERBEMEA.
3 BERERREES

MEARENDNBFRERLRERN RERS.
REEHREHENHBERTORERERSE, LUE
FHEANHERBHTEE ARBERE.

3.1 BEREARFEER MNHEMNERALSERN.L
MERBERAGTHERE. REAXBOELNL . FHE
JLE BRI mBE R O ¥ AN AR S5 . A LI PER
KB OETCHAEILERFEE ARG IR, BT
{6 FH 5 6 Bk o 395 ) M B, 5% B8 2 mL By & EDTA i
BE P BEAMBFE LT B ERKIM 1~2 mL B
EDTA i (M Me) R E P, Ll #E 0. 3 mL
MM ERERTEE LB ROERAE . DEFEER
BRTEMmrafsinmuBAREY. R&EH EDTA
RBELMAEARTE 2~8CRFMAE 7 XRAKH, —20C
RERXBEINA  BRREGRMES, BET 0B
BARTE 2~8CRIFRITE 30 RN,

3.2 BEAEHER OR.2ORNFHFOLTALEE
WA EPE . REOREN . UHZEIETER.
3.3 RAER XRZFNSBEALHRERBE
BUREL ARERARR.REE— FRRERN
AN, 554 4 b X 55 B A8 00 0 0T AR A B U BE .
IR EEWBIRRE 8 BIR A 20 BT BB, B
BIR&#RE , ZRERFFEBITAEENNSHRITE
ETERERS FERANGELEE.

3.4 RBF HWEANARI ENEHER
BWME RS PH PCR+FMALE PCR- R m] S &3
B MEBERES A .95k PCR 3 . S AR BREBR S
e CTREREMERNFES,

3.4.1 HAMHDNARER MmMBEITH 3 mm ERK/N
mfl 6~10 4,2 25 M iR S 5 % it 100~200 uL,
BREMARBLEBRITEY, RAGRENBEESE
F k1T DNA 25,

3.4.2 DNAEREHMWE RIS XETEST
DNAWEWNE, L TE AZARATE, MEN R, #
EFLB‘J DNA Wﬁ>5 ng/pInAzso/Azso W{EE 1.5~2.5
Z I8,

3.4.3 Mt DNA fmEf PCRY 3 (DERME
#ZRXi#fT PCREA S E  BERZBRIFEH . EAR
¥ .25 20 BR BA M X BR A9 8 30, B B B AR A 1 1Y
PCR R . (2)7ERE A il & X 47 mAE 84, Bl
REAHED DNA | BR#% & fxs B &, 14 S 0 F # 17T
e, —REBNEE 2 pL, 25 A XY B8 0 T o DA K eSS
SO, PCR RN E@ESEEEEZERNY ¥

K. QOEATHELREIN FTHF PCR ¥ i#4{L, %
AFRARREBY HEF, KA C MFHEIR DNA &
REE. Bsh B, RA%KK PCR RREGKH
HRmgEk HEEIVHAZERNERBAH LS
BEANEABHTHE, - RITXFEERTRRE
FRAEEFH.

344 HFHEXMERST PCRHSMHERE.
PCR-K B S &R MMEI S BN TERY ™
WS EENFAT, AT BRI T W 7 AT R S T, W
FHERAZHLEE#TREENF, BENEREA
BER A R A & AR AT .

3.5 RERBFOKERIE HTRIERERR, V%
BEKEZRRHEEREREIEF &, NREETERER
ERHENTEREFH#HITUATHRBRIE: (DR &M
HMERREIE; OODNAERERIELHHER S EH
WE MR E, B B MR ; (3)DNA ¥ E M4
BERIE; (OB P A=Y ERRIES,

3.6 REEHNSHEFE. .2 BSHITBMAHMEHE
SRR ERRESER, REFBER,

3.6.1 HFEFRN SBHKXEEHENITABARK
ERMEERES, NAEGTEMEMEARER
MEAXMB,25RB-VHE-FYSAneEdR, 28
BERRENLE, AAEEETFNERER, WAL
RENET/ETR.EBRBREATRE., EPHAETA
R A ekm . EE KX, 2 me EHRed 8=\ REE
B, RAKKHHRoT4EE,

3.6.2 WEANRZEHE UOEFEBERICRE.HRER
&K (2)DNA EMAF LR % #H1ik DNA RE
FAERORVUNBERR-RNIBRSEE;
WERARERE . ENEEERREERE; O RME
MRERE AR RERE S (O HtE R
SHMERBEREEH.

3.6.3 WAERK EEGRFIAMU.GEREHERE
WA BEERTERE MERERARRRE S
MR,

3.6.4 EEAEFR DOEREEELRE NERE
B4 IE B B, B H R, & REEIE, %R A BT
FREBEMNRAERESEFER. ERAHIIHFR
BEHR,THESH: ERRBEEARLRA S, N
EXBREARN.EHUTRMER . RAEXEE
MERKETER., QOQOFRRBAMAR#THEE, R
ARRERTRENNATER FRREBEREH
BRER. OWKELFRAREARFGHUN . BEEA
R B AR SEITER, IFBUER .. (DITER
EMAGAH#ATER BB, AT B REPER
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ERENEIRAHITE RN .

365 MEBRSEAN HARWERBUERE. AZ
BRARAEBEERESR, BHAHFEURNARBFTHE
B ERIFHRER EARN RREH. RENEM
HXBREFRIALRE LLBARMEBEALRNE
Zo ARG RY . KBRS R RR SR QRN
AFERENE . BnEEMN SRR AR EHE
ARG WEEHERE) ERER WU H M
% TRENBEVEFNBNGEEEERRSE, Wing#E
W EAFEFAGA B IRCR. TEEH R
EHE RETED EiH AT ERTHTHEREE, W
ARE NETEEMN-{EER4%, UEREXHAE
BERGR KBRS ARIEHEES.

3.6.6 MEARMBEMEWN NTRETREW
HMNBREMWHATHIRE . HEBERERELR.
XMFHiE NEEHEZMARATRAOZRE NBENE
B EHHITRESN EAFERENRE NXAS
—HEARFITERBUE, RAERMER. A, 358
MR FNERNTRHERME, MW HRENKT
ReH, NS ITREEAMERRAE,FHATE R
B EHEERT RN,

TERBOE, ZREBLPAKIZS rRNA £ H

1494C>T 1 1555A>G WANER ,, TR R AR F K
RE BN BRZREFLYHEET T XK, Mg
FANUEBRARREABAHNASE LEREERTR
%Y HBRFXRBANYERITELHBREENE,
B R LAEE A .
3.7 HARE S mAERRERE 10 A~ T4
B AdHRmMAEAERTRKNEE . FEHEN. M3
BAEFAEILBEEARABERRER 5 FU L,
DNA A7) —80°C IR .

ARETFUHBARR L E.

3.8 FALKEHE MHFLILBERERZERT
REEARENE NEAE LR SATERERR
W, BAK KRG RETE TN HLE BT
FH, BILBOR EEE RS K L HER T R R %
AR, EREHRFEER. REBLHLEHTH
B R AR, M ER A T ARG SR,

3.9 BEHW

3.9.1 BWHERKEABEENREERN KEX
75 [F B ¥ 45 GJB2, GJB3 8, SLC26A4 X H & F %
1, R LN B R NG R 8 ILWETF
B DB A P AT W AT R e R E 2 LA
AL, B ERERE RTINS N ZABY mtDNA
ERTRMRENRUERZ LA BEAER, 58
ERZA, N — R RFERBEE, W& ax
R LRI A I R 2R

3.9.2 FAELMBEERN MBERAENEILRE,
TEHMR L REREE R, M ERHEERRILE
Bt RBUGIT R, MR R B 2GR H S
HERNATERKSNALES . BEAREEEY
WRE HBEESEESEEEL NP ARSRIL
BAERHNIBEEEET, LKA ERE.

4 BE

BAEEERERR R HEC BN E N ETREN
WERTFBRHOE, AR REEETAREZERT
FHESEFLEEFARLLHE G R RE H RS
BHMAXRES R, LUHREBERNEAERMIE
B AR I 42 4, 4R A IR 5K 0 % (RS T O 5% M — B4
BREGULBEMEREEH, RUERFAHER
EAZRMARSE .
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