Medical Diagnosis 222, 2022, 12(2), 95-100 Hans i
Published Online June 2022 in Hans. http://www.hanspub.org/journal/md
https://doi.org/10.12677/md.2022.122015

[

EE NS LEFR R RR AR PR A

ok, BF N, F %

HREERFR A8 L LR B PRt [ ) L @ e 5 PO I PR IR “A B Ly, LB BRI FT 40 0
RS, JURAERTE RS, HK

Wk H . 20224F3 4280 FHEM: 20224F4H21H: KA HI: 2022447 29H

HE

EERERBWEARSWRE, BHEFEBSHHITRNMA. JLEFRRAT KL 5BIEHER,
ERERREREEKX, WREFEZ RS, WiE. AT LEMRRRSEHE REREFRRIIERFE. 2ZH
SN HETSRR, BERR ) LAEANFRRERERIAR, HEENMAERBEURA.

X 5in

EREBN, WREG, JLE

Application of Genetic Testing in the
Diagnosis of Respiratory Genetic Diseases
in Children

Xia Wang, Zhou Fu, Ying Li*

Chongging Key Laboratory of Pediatrics, Ministry of Education Key Laboratory of Child Development and
Disorders, National Clinical Research Center for Child Health and Disorders, Department of Respiration,
Children’s Hospital of Chongging Medical University, Chongqing

Received: Mar. 28", 2022; accepted: Apr. 21%, 2022; published: Apr. 29", 2022

Abstract

In recent years, genetic testing technology has been continuously developed and gradually applied
in the diagnosis of rare diseases. Rare diseases of the respiratory system in children are mostly
related to genetics, but their clinical phenotypes are highly heterogeneous and are easily mis-
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diagnosed and missed clinically. This article reviews the clinical characteristics and application of
genetic diagnosis of common monogenic diseases of the respiratory system in children, aiming to
improve pediatricians’ understanding of genetic diseases of the respiratory system and rationally
apply genetic testing technology.

Keywords

Genetic Testing, Respiratory System, Children

Copyright © 2022 by author(s) and Hans Publishers Inc.
This work is licensed under the Creative Commons Attribution International License (CC BY 4.0).
http://creativecommons.org/licenses/by/4.0/

1. 5|8

Wt i RS DN AR R A F s AU PP A AN B AL, 6F 7 PR A 388 A% R B TR IEAE DA R T
FEMGH o T PR AR GO A% R BR B OGTE  DAREIR 2 49 52 32 B 5 AR I AR 388 1% 95 Wi PR 3R
MARARRVEER R, BRI SORTEAE 2 W) L IFIRR GEp b I N A b T IR R B B ASCEAE
XA A LB PR 2R 48 LB A 9 Al PR AR AL B ik DRSS 52 A B L AT SR, i vy ) LR A 5t
WP 2R GE A% RO B IR, 7R I PR v BR A FH 2 RS 77 9

2. BIEEEE

T AL RS A B TR B O S LIRS W, SR 8 AL OR A SN A LR, Rl
HH T AE M 258 PR B PR 3 PR ], A S D AR OB IRV R ok o AE PP BB AR BLI, B T R 2%
FEIBAERIT, S A AN RE R o A A (485 1 5008 ik DR AR S P A4 S99 1 B ) FRARAR 6 AL, T2
E W G AR AR 1A I 5 X 2 (M 7 10 A% 5 A A BE N PR [ 1] 388 A% 2% A1 38 I AN TR ) R
KRR AT P AT R 58 18 AL S5 A (0 N AT AR [F) (R I PR ARRAIE I {5l B8 PR st A Al gk — B S 2 Ak
A BEA AL 5 (1) IR P B R R AT e 22 mIAROR, RIS/ X R R S 2 ) 2 i, 45l SFTPC 5 A AR 57t 3 350
() 5 11 M P 3 I 9 7 B ) 8 H LI IR B 28 S AR BRI 5 3 S5 A (2]

WP II 2% 495 B L DR A7 AE I R S o e R DR e D PP AR R A e Jo M (3], 38 I R 2 A B2 o IR
S o VAR [R)— B RUASE 2 F A R 67 s SRR TS, ) P AR AN R A I PR I s L R S Jo M8 — P o ] e
AN FE R EER AR ol , W H B IR JE R P 4 18 3 fE RS (primary ciliary dyskinesia, PCD)4 40 4%
ANBELRI A AU H AT R [4]: DRI SRAR S U FR — Bl vl H 2 — R AN [F) A7 s R AR 51, XA RAR W] Ay
e RAL . B RA B R TG RS

3. B REVRIR R e E E

W 28 G0 Bk DAL 0,475 B4R Y0 T WP IRZR e AR A 2R R it s 1) B 3t A%, R 52 JE i ) ¢
THEE o R T B ) EL AR TR T UE . A0TSR A AR (3], AR R G IR RS B
R RGBT IR LA« SRR E S RSk . AR AR S A SR S A

3.1. PCD
R IR T B B VEROR,  BIFOE LT B AR B B S BT Bia s G Sl . £ LE YT

DOI: 10.12677/md.2022.122015 96 L2212 W


https://doi.org/10.12677/md.2022.122015
http://creativecommons.org/licenses/by/4.0/

Flk 5

RIUAPFIGEREAR, G 5 S PR IE IS . W 18 S 52 4 DU S 9K (5] R H B s 82 %
W R ALF SR EY KT, #FKCN Kartagener ZEE51E, Z10LTF 50%0 PCD #35(6]. HATHRIESR 40 &K1
R 5H AW AR, HrhiH LKA DNAHS. DNAAF]. DNAIl. CCDC39. CCDC40 AKX DNAHI1 4%,
2N YA RAPERAL, FE N XOEBREMEBAE[7] [8]. RT3 b i JE PR BU I 4T R I 4 M 15 (o
DNAHI11), BRELEHURERN 2 A B EH B CCNO), X 5K GLEE R A LAX 75, i 2
DR G U A L2 W . PCD SO R 22, iBRRIER 22 (¥ 303 S8 1) A BT 35 Bh B AT AN 43 J2 TH PR
RARHLH], W 7RI RIR A R . HAT M GRS PCD I3, Hn R ae iz W, C&mh1E
R, K2 ] DLAERFRUT I AR TR == 9]

3.2. BMEA4E4L(Cystic Fibrosis, CF)

JEHI CFTR JEK 9848 5| 2 i — PR L R , s e kR kst A%, H AT CUARIE 2000 2 A7 548 5 [10]
CFTR NG SRS TIlE W, SRR RERERT, w8 K., JHih. AEEZ /5. WK
REMRIEZNIGHEZW . MR R EPPROEEY . CF AR IMBEAREFZ I, —Si )y ERE 2
JEFTE LI . HLAL) CF RINRE B T BRI Re A4 JASPE B o RS T CF 2
WrzE e E . BT RERM K. RS EE D, CF RSk 3 B SESR S  SLR (IR R R I R I R A
I, Ivacaftor &7l CFTR PT84, O F 2012 4E3K/535 [ FDA itk By, HAliE K CFTR @B
IS 1), =B TR E 58 GSS1D HIVRIT11].CF & LSRR (VAT 3 B 775 BRI IR 2 i ) AN 42 i S s o

3.3. SR8 AfIE] R iR (Interstitial Lung Disease, ILD)

Se— RFELMH IR T2 52 R E M, o o Bk DR G A i 2 O RE Il vl A i AR
RS, DU TS FAC RS 5], 1 BY(SMDP1)#2& /1 SFTPB 3[R 58748 S8 13 Ye (AR B ki A%
P, RN RH JUNFRCE B LR AR, PTEE . W T AR R A BE S0RIT, B E O AT
2 B4(SMDP2)2& Hi SFTPC & [K 5848 3 3 (1) Yo tufd B MR 8L , 24 VA HR1E 40 A A5 IR,
I R INAL S FEAR O, AT AR ) LIRS AR M P 3l B TE IR (1) e A3 R AR (125 34 44 5 B0 43 ) el
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