Crp B 7 RS W 2% 38 Ol 7O )

AL TE B E R RN = H2 W LG & )

IERAL R R4 Tk Gt ILEAE
RN R 24 58 — Bt I B B it A% 5 = sz W ot il g A5 450052)

x| 7

CHZEY B XA WA T 22 B0 B B g G 6 0k Btk 528 58 K A 8 AT 7215012 B, 00 45 7 A1 BE
RO R 8, B AE o XU o T ik R G (R RE A SR U R o o B R 5| R AT A AR S X 3R IR
JLR A DNA B STR A s A I LAHE BR B 44 56 PR 20 19 35 %, 38R Tagqman FREFIESS G Sanger 7 i
IR HE NI . &R X 59 DEAMILHEAT M KL N (GT B2, SLC26AD K, 16 > K [ M
LR 5t — B L. 25 N E RN IL 5 QB — 7 BUR RAZ R B H I8 MK R RIL R T
R R IEFIGIL. BABW IR ER 2SR S5 Ri2 ks R, &ik AT
GJ B2 3k H £ # WL BUW 2878 R c. 235delC, HR M c. 299-300del AT, SLC26A4 ik B B & L3I0 28 48
IVS7T-2A>G, HRk Hy . 2168 A>G(p. H723R) o N — AN 77 BOR FEAT B2 3 R 7 HiT 12 W - BE 1 12 I
i L H- 25 5 D R A 2 e A gt £ 1k - 2 SR LAt A

[XERT  BETEHZ ™ B2 W % i

[hEH2ES]T R714.55 [X#k#RiIREm] A

[ Abstract] Objective Prenatal diagnosis were performed in 59 families with autosomal recessive inherit-
ance hearing loss, give them clinical consultation, reduce the risk of deafness birth. Method Obtain the
fetus specimens through interventional biopsy guided by ultrasound, test fetus’ realtive deafness gene with
Sanger sequencing in combination with short tandem repeat(STR) test to eliminate maternal blood pollu-
tion. Results In 59 family cases. 16 cases were consistent with the results of proband, 25 cases were
found heterozygous mutations, 18 cases were found no muation. The hearing evaluation results were con-
sistent with the results of prenatal diagnosis. Conclusions The most common pathogenic mutation of
GJ B2 is c. 235delC, the second is c. 299-300del AT, the most common pathogenic mutation of SLC26A4 is
c. IVS7-2A>G , the second is c. 2168 A>G(p. H723R). Application of deafness genes test with Sanger se-
quencing in prenatal diagnosis can accurately diagnose fetus’ genotype, effectively reduce the birth rate of

deafness child .
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