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Abstract

Carrier screening is a method to detect individuals with risk genotypes in the population. When a
certain genetic disease has a high incidence in a certain group, it is an economical, accurate and
reliable method to prevent the occurrence of the disease in this group. Expanded carrier screening
utilizes the latest genetic testing technology to detect more autosomal disorders as well as X-linked
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recessive disorders. There are many controversies in carrier screening. Due to the development
and application of assisted reproductive technology in recent years, the popularization of carrier
screening is of great significance to patients. This article reviews the development, clinical signi-
ficance and ethical challenges of carrier screening.
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1. BY

BRI 2 A N SRS A R (1 B BRI 3%, 2012 AR A N RN ] AR R AT T [ H AR R B B VA R
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PR T BRI AE 0.25%3) 0.5%2 (7], 3XAH2E T —A 37 B0 2™ T IREEEAE B LAY RKL[20], XA X
B IFAS A — A RBEER AT 2K . HEEDAR AN J& — 55 /KR 1K), 75 BB 1R S 7 W EAT 45 07 5 0 & R ANl AL
A YIRS, AT — NIRRT, TR IE & SR HE, (A /N LR 2R ILE
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B, FERGRATIIA R F B LI E R R . MR AL AR o T4 8 ANHE, RN A 2
EHHDEN . HATAFAE— LI R A R, A07ERE i B g s K /D B R R X, 2 BT 20
P BOREAT 5 o ORI A AN R T B, SO0 b2 o AL s SE AT T 0 A . 34 B D 7E b T ifg
i DX 26 e N TR AT b Vi 2 M 5 7 0 A [21] 0 DA BT A R N ik i3k 4T WS BT Tay-Sachs 9 5 i # Ui
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BRI BOHEAT P AT W 5 42 B 3% [11] . 2017 4E ACOG B UUHEAT #5717 & 07 2 X B FE I ) A 22, s
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#E, 28 TIE R VRS- AR 2 0 U, A T A I 2R A O SO AR A LR, DLROR
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BEAT, JEFIAHEAR M T AR IR S AR 170 3 K A, T35 495 s 8 07 A oH S P — R/ v B A e
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A 75 CR[16] [17] [33]
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R R PR RFERRAEBOA KRB S, AT 54T 2281 ECS, & RAE T B RN
PG AR, XG5 R T30 KREERBA] 0 5 e R U #E LA 32 B2 BN AT AR 2 (K e R o SRR 55
N GLRENS WA ATIAT 22 | ECS,  LEARATTUA L XUT (9 SR I 03 B T A S 5t BUR SR BRI O 1 Do 24K
AR5 —J5 s FLUS R IR AR I, X RZERE B R K ILEE R, BRI RS BRI E R R
Akarg, EREBRARK. AXMEE DA K& AAS B R R 24k, IBABESS A R d it
FUEFFLLBE AT AT ECS? B e iR EWIAA A 2B E — 0 RICOHET B I, D255 N SR i AR T4 A
PGT-M. AL TIRMEE "I Wr, (HIXFhLli) “@i” ] 548 F 1 B EBUHARF7[35]7 — X K2
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