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Abstract

Primary ciliary dyskinesia (PCD) is a rare genetic heterogeneous disease, which is a group of dis-
eases caused by genetic mutations that cause abnormal cilia structure and/or function and quan-
tity, thereby causing dysfunction of tissues and organs containing cilia and causing a series of clin-
ical manifestations. Since cilia are mainly distributed in the respiratory tract, respiratory system
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involvement is the main manifestation. The disease begins at a young age and often causes chronic,
recurrent respiratory infections in children, which in turn form bronchiectasis. Due to the high
overlap of clinical phenotype and common respiratory diseases in pediatrics, PCD in children is
easy to miss and misdiagnose, most children have a history of multiple visits due to respiratory
symptoms before diagnosis, and some children have caused permanent lung damage when the di-
agnosis is confirmed. Therefore, early diagnosis and early intervention are very important. There-
fore, this article aims to improve clinicians’ understanding of the disease and review the epidemi-
ology, pathogenesis, clinical manifestations, diagnosis and treatment of the disease.
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1. BRERITRE

JF R M 4F iz s g (Primary ciliary dyskinesia, PCD), & —Fh % WL i 8% 5 i P 41 B2 sl B s 1
Wi, ISECEAE LRI A, B ACERG, SEmMIKE R, NEANEE[L]. 1933 FRHLLEA RN
VIR S T8 S 5 8 L SRS SRR N IR S ) = BBRAE, B Kartagener -4 1E[1]; 1976 4=, Afzelius
RIE XL BFH HA A" FBMAREITBEMAEH2], B PR KNG R RIS R E
(1) 5 AN — 58 B GRS W R ALAE P9 1) = BRAE, WOk B8 42 08 “ AN 4 B L5 1E(immogtile cilia syndrome,
ICS) [3]; FE&ESEZ ARG RIE, BIFTERKI, HEBME kb AR IR RILE ) LT BA L LR
WAARETES), REHEEWNAEE2EM, A, FMECCEMNAEIZE), HEHEL R ‘RS
FEiz kA5 (Primary ciliary dyskinesia, PCD)” [4]. FLrb “Jg k" & X AT 5 B Ge A0 98 R AH 22 i 4% 14
BRI EL Bk M. PCD & W T )L, (HIMNEBL) LB RE NI 0T R, I B 70 4508 2 B ik R
FEIK, vy 1/10,000~1/20,000 [5], HAER AN 3 1 ANE A, LRI 26 45 05 2B e A 7 (B 7 9 [
A ik 1/2200 sk DL E) A m IR R [6]. H AT MIS PCD 78 b 1) 20 R H0 0

2. ZRHLEIR G R TRI

1. ZFBEH SORmpL

AEITZAETANEN, 2 —MRHETAMERER “BAHE diuds, FEMML., Ei, 4%
FRZH o S22 M R AT B 2R, 2“9+ 27 B “9+ 07 45k, BP9 X 4ME M (microtubuledoublets,
MTD) /AN 1% L5355 (centralpair, CP)o A1 T HH 52 8 IS A R R “C” BUMTLE B BRI AL,
WE A FAHABME B Mt &s ), BI4h3h J1 B (outerdyneinnarms, ODA) Al N 5 )
(innerdyneinnarms, 1DA), #3540 &E 8 (8] LLE R (B - 3h 71 & A 181 & 4 8 (nexindynein regulatory
complexes, N-DRC)AHZE, 8 A it U fR 4 40 A A0 R BE . 2 08 R 2N B2 32t sh 77,
RS, UM AR M. N-DRC A T4 BN A[7]. #iRiE, AEAUFLETA: B3
B9+ 2 4FE(R) OMTD + 2CP, UINFHRIE L), E3)% 9 + 0 4FE(E) 9OMTD + OCP, g4t &), JEiz
A9 + 2 R B(In N B 41 F (stereocilia) . 741 B (kinocilium)) fdEizsh Y 9 + 0 £F & (W' F 4 F A
WIRZ 2HEEAE) 8]l AHEANEASE LR BEMMAR], WRAHCERGE, BHES
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FOut B SR AT B AR SRR R, AR ISR R I, SRR N4 B, PCD N
WIS ELT B . BT O AR 50 4 PCD AHSCIEUR SE R, Hst A5 481 20 32 BN & e 0 R B 1 ikt
&, 5 X EBREPE R etk R AL . AR R R 2 S 8O W IG PR R B R ™ E R FE ) PCD, JF
58 ) LRI TS A5 [10]

2. IEIREI

PCD F# R K AFIEHHUAEBRMEWNARE, FEERRA BERIREREG. DKHREMN
WPIGE IR G R, B R AL B I8 n] i R H AR S B R G [11].

PCD B3 iy - NP IRGE SE IR 9 & H OB A2 J LI EE, B FE4RIE 2 55% [11] [12], £% @ik 80% [13]
(1) PCD & )L& HBLILREIR, RIUAH AL 12 /N 5 IR R e, 2808 LT R R AT . WY
JEH AL BUE WL A DR VIR A, N REAR AT RE, KRB e SR A, LR
Wi B 9. JLEMITTRBUAE RS R BFER R, REEGTER AT SE 7K,
AT H B R A [14]

JRRGET HISE £F B Ih e 5 vl 5| i BENLAR B e, FEURMIA G BRIAE, G364 P9I S LA P I SR
A NE R A Wy £ 50%5: R 5 AR £ 35 SR A I S A7, 7T REAE SR 20 & B L&l id 7= wif e 75 e
EERER. AR ER RN 6.3%~14%. 7£ 2.3%[ PCD &, (wmillEkiE i fe 522 e 2 A4S/ g
—— WA M SeAr) TG Can A I S L) BRR 2% S R 0 IES A DR [10] [14] [15]. DPCD #8352 R MO e 1)
RIFFL T IEE N, 2017 4 Kennedy MP [16]55 A\ BB 7T ik 7s PCD 38 Je R O IR B R A Z 2/ E
IE A E 200 f5(4r508 1:50 A1 1:10,000). 2019 4 Best, S.25 A MIHHF0 s H B & (R R 998 R (15 9 61 11
17.1%). FULEWITH 12y PCD I 838 BT IR 75 AoCo Ik 75 0 3 A A [17]

o H R A S AT B DD RE RS T S BUR AR YE R B 2 . BB FLRIT 0 . . CEBE SR ATE
DheeRtg o] 5K, (RN R BAE S R T HE & I E T RS A R LA,
—SERBIRIE T PCD 55— Wi < [ Bk, Blan2 3. MRUK. 2 R/ IHIE A1, BT
PRI 96 Z5[18], 2014 4 Adam J.Z5 NHiRIE T 2 Il DNAHS 47 RAFFTE PCD, T [F) & AT G
kb Bp TEER K, WUFIR A A Y S5 A E[19]

3. BHR

ST PCD K2 B i 70 M A 5] (0 bt 7, 32 BAR T S A I PRASFAE 45 & R AR BIS Wi ik,
FFE SR A — A B (NOY I & s AR % 20 T (HSVM) S % S LT R ABR (TEMY) = 43 e
FEAPEM 52 (IF)~ FEDIREIN o SRy 7 A I DA 2 2 B A8 AR A AN [ B3 R LR IS DR B LIS Wi i, FFRakis Witk
KA A8 38 2 I R TR 58, 2017 £ERRINIEIY 2 23 (ESR) K 2018 4F 35 E i Bl 43 (AST) & A4 1 PCD [l
TEAEFE . BEAER, BH M7 AEE RS RS WiBURE AR J A, XS — o R, I
AFEAH AN LR R A HAH L W 772

3.1. IEFRFHIE

PCD £ 4 NRBEIGIREFE: © H4E 6 NMAWHIEERFMRE, PiAERBITRRETEE%E
k. @ A 6 MHWNHBAER. RN, IEFWHRNEasR, JUERBTRESEEM. © LAIL
FHHA LR E LA E. @ WAFEAL LA RO . RN AAE P ANFAERS, 2 W PCD
A BBURR 2 AR 522 0 31 ol 80% 1 72%, #7 4 TR AR #0A7AE, H R BUE R 72 4 5~ 21%F1 99% [20].
3.2. BMFEHS—F L& (Nasal Nitric Oxide, NNO)

KA PCD B 11 Bt — FAL A (NO) Er i S B WA, R A RO HLB S FL B A B B A 48,
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HEFERENRSHEFE FEAMA R NO b . NO fE1ERE 115208, LAS RIS Y41 % NO k& 7y
iR 9%[21]. AIRIEFRKY nNO < 77 nL/min 27 PCD i, HAUEME: N 98%, HFRH1H N 99% [22]. nNO A
AILAIEZ G R, T A FEBGE R R EEERIRE B2, DR, ESR J AST ¥R 0K HAE NI R PR GE
PCD Jis NI IETR A, HHEFER A= Ao, B E PR B SF B 3K (exhaling against resistance, ER)
BEATRII[20] [23]0 HHTZA A HEEE — €M S, FUEH T 5 9L hidiss. SRaiJLER~5 %)
(1] nNO WM& AT B A Bh T F- W2, (H2EE8 AT JLE /RN & nNO R AR ZR AR 7. Fik, KT
BUNIEH <5 %) PCD BJLI nNO A SG 78 B BCA B X OB 70 8 s AR SR B 77 1), ik, 2023 4
RICHIIR 22 25 (1 — A TAEZN nNO RSRAE. /T FIR 2 il e 7 — AN R bRE, 18 )L (B4 =8 a1 L
HEHAE)L) PCD iZ Wil —&6 4, FREEI: MEZREEE>5 %), Mik#F ER; & ERMEANFIET
ER, JIi% ¢ 1) 511 &< (Simple breath hold, BH), KA ER A& BH 2 HIE A 77 nLimin; A& R B
ek F] ER/BH N3k ) 300 (tidal breathing, TB) [24], 1~2 % @il B{H N 30 nL/min, >2 2 &l H{H
9 44 nLimin, {HAHXZE A R [25].

nNO -T2 PCD B} iJ f£{EAR B PE BB BH 14 o B, S PHZE . S, CF. SRISPEZ 4130 K
8- 1 - [T S UK IS P& AESE R F B nNO FEAK T H BB PR5E NO 7K ¥+ 51 (>50 ppb)RSPH1.
GAS8 H:[H 2AF frE PCD+ KLl F2 4T W% 4> 330 nNO FH s DB BA P o PR L RS HERS I nNO, 020
BT IO B ] o e S R G I T AT B nNO, R U B YL 5 1 2~4 s PRBEA AT ] 5 DR ) FHL2E,
R 2 nNO ZKFBARINS,  NofE ) Lo e 31 HE SRR AT V-G, HAEDNET 8 /-G B A, (HE0E S AZL
ORI ARSI S AE S5 Jis 5 B A I B, DAk G R ) I 7 - SRR PRI 4 A T 2/ 350 I o A
JAER S EEIE S [25]. TR PE AR PR AR AE, BRI, 0T A ORI RRHAE (1 R 3
nNO & &5 J 155 A BeAE N HERR PCD MR, 575 2F— 20 5o st B R A U i Bhi2 7 .

3.3. EEE

BRI BARTE PCD (112 Wb R #E 45 ok bk BE 22 14 FH o« ATS $i i g2 1O T 5E 58 25 (348 nNO AR
AR = BEMRBE PCD {H nNO IR I HATY AL A (>12 FREE[R, BUKFER 80%, FrRfEAh
99.5%). ERS 1 ATS #5874 4B [F &5 T 2 K01 PCD 38 [A] i B0 &5 A7 8 DR B0 SR AB sl A X B A8 n)
PLAfi2 PCD [20] [23]. & 1& S IL IR R R 7 T PCD K12 1i[26].

PCD fEAy—Fhigtf% 7 i VAR SR A0 B . H AT AR IUAH DG RE R 22/ 50 2 A4M[13]. MR Hgmig i)t B B
FIThfe, AR BB D REBR A T] 40 N bE 4030 1 A B R B 0B RO AR DGR IR L YA idE 4 iR
F - B E AR AR Ya il O b s B R . 58 2h AR B A s D A IR R, DL KB I
PCD PRI HADLT BRI A IR R [27] . RS [F) S R Gm 1 B 11 5 245 B 1R e S5 A OG, BT bA
F— R R BRI S A B A M B KR PR R IR A — % AR G . B4R H AT A ik PCD R 2 5 R A G R
KRIEAHH, (HOH 2T AR 730 A SR A [ OCE:, HEaEEFREMB A RRE, KK
Y4 I % PCD A GHER K L 5 R A1) 5C Bk

2 /MEERA B SCRAM A R BRSO LR 678 7, T7 45 & HARAIF B (i HSVMA. Ff %
FEANE St L AR AT BN, L T IR R I R B8 1R 3 K2 3001 KR, DR abt J2 DRI RS 9 M 75 AN e Bk
4 PCD [28]. PCD &3 [ RN P MU AR AR K, 4858 HE — Bl ) L 5 993 T DR 1) 27 LA U978 (1) 1
BLHATE I, SO R [FIREAEAE— @ AR PA T, RE2& X HYDIN A2 5 (AR R ROZEE, FUNAE—
Fr A0 E R R ] HYDINZ [13]. 5 HoAdRs il = B Ae,  Fe PR ar i [E) A A7 AR B P S AR BA 1, B T
T BB IR A BEE kD 8 i A AS B 775 ARE IR 52 75 4k R R T8 AL nNO /K%
T A5 A T B LB R 2 W i 8 B SR .
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3.4, AEHSERET

3.4.1. IESTHFRMEE(Transmission Eletron Micorscop, TEM)

TEM Xf PCD [ H 2100 83%, BEA: S #ANE PCD 2l “&trit” o BETAIIAN, IR
BRI, #or PCD B B A Bl MEE M IE R , AR TEM 24 1R, ot DNAH11 &2 HYDIN [26] [29]
BRI RAFFTE PCD TEM T4 B TTREIER o IR, PTG Sl R 1 R BT () & 4 T 8 ]
SELYR KL 2T 38 B RS (secondary ciliary dyskinesia, SCD), Bl TEM FH Tkl PCD i Al H BB B 12 5%,
EFHER S5 R . Bk, TEM ARefERNIZHT PCD 1) “&hrit” .

R TEM BUEvEA S, (BETFN LT BRME T, B HAZ W LT, PCD B#F4F
BHE N A LL T LR A EEE: ODA BIE, ODA + IDA BRI, TS 451 K ELAE IDA GRIG, TN
REEAFAN P SR B BEE, Forhd s W2 ODA [HHkEE. —I0 PCD 1 TEM 45 J4k & 1) [ bRt iR 48 B i
TP PCD TEM 2k fe: | RERFE, BOANR “PrEte” g, 45 ODA Bif. ODA + IDA &, IDA
GRiE + MEEREL, SEMAIRKRINTIZ: || KEG, AR E R, FEBEED. WE RS,
Tt — PG HALS T FBL[30]. BT IDA HF#EERAK, MEMEREE MIEM RN, SRV ERE, BE
R IR as R, HOUH IDA S I RBH PR S, 7 SR RPN [31]. BRIk, TEM e dll[A]
FEAFAEAR B A PE P o] B o X T IR = FE MR8 ) PCD %, 24 TEM g5 R IEH IS, ROft AT HADAH K7

3.4.2. BRI E AL & (High-Speed Video Microscopy Analysis, HVMA)

HVMA it i3 5 Al AR v 2% BB WL 82 R T8 21 b B 4 i i 21 B 42 3l 4% (ciliary  beat frequence,
CBF)MIZF E#2 515 :(ciliary beatpatter, CBP). 1E % il £F- B 7E 37 C I LA 10 %2 20 Hz S5 2 I 4
J7 10— E RS, RS P 2 T AR ORORE L 4 B A ) — N 7 T HE B DUE A 0B FR . HVMA i) i
PCD BEMAEH ZMERILN: FAE. 2B ER/ANSINL . 2305 i EdRE
PUBEIZEIL L. T ERI SR T A B4 [26]. —LepTTUEse | RN AL £F BB i
EEIAZ B A E R Bl DNAAFL-6 ZERGRIA I 4EE TEM N 2oR3l 1 EAE G, HVAM R
ML B RZRAANEENH, HILBOHIE LR E A K2 RSPH4a. RSPHI. RSPH1 R FHE L E A4
BRIGI B, T DU R4 B 2 eiEizsh[32] [33]. 5 TEM ML, HVMA EEW, Ve E", nafFEdt
B H HVMA fZE& Mb N A AT RS, 12T s AE T X 4y 1 PCD 5IE R R 4T Bz 3)
Wi 15 4k R T4 B R g B B SORE I 4k R M AT BIZ B iG . H AT TGk T BRI S — bRtk sk 5 16 1
HE (R RS EGIZE 567 T E L K IR) AR HYMA 15 PCD 1§ —. HEHZH
RIS AFRAE A2 T HR B A O, ARG UE I AE PCD 1R ) o B A B PR AU A RE S 1 [34] o

3.4.3. BOHERIEEEME (Immune Fluorescence, IF)

IF (S B et o iAW S B2 fe e A 45 G, IR RIS PSS G 5 9O A0 &
H¥E, nTLLERITA TEM MRS ERE . o TEM RSB -GN PCD £3#%,
Al REE I R BRI . IF BRI R SR AL, AR B EE RS 2 A, &
Avg, T HAERH R UARTE I T A A B RO WABSE. Bt RAEDHELR =513 7 IF, 1 HEHNHAA
Ji2[31] AHHFIRIE L) 20%[¥) PCD i3 WFIGE FhE AT £ b R AHPE IF TR R, HEPRARRIRIER
L FEA M 5245, 0 IF BIPERBEHERR PCD [26]. IF AT LA —Fh T H R Bh I Ahis W5k, (A3F
RAE R WA o

4. BT RKHIEE
FUBT. B %00 PCD R AL I BRI SRS PEIE YT T35, B T PCD S BERELT 4L (cystic fibrosis,
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CR)ERI RS R DA ANLL, KX PCD (& B 2 SR IE LT 4E4L, BN RIAE RN E, 3
Al AT ARVGYT . B ATA S S MBE Uy« T A0 BEAR O HF RAE . WPIRGE AR ARG (R X RE R TT N
PCD BB il 70T EW=A M Tk A ARRIE DR T T RE BN ISR, SRle A WF FE 1 ] — e i i e 4
TRHE 3 DNAIL SR B BRI RUE B R, IS BRI H 13380, (8RR K43 708 fL[35],
SEIREEBENATT A& ARK PCD I6YT AT A SRT, X5 1 B0 FEAR 2 . PCD 3 RIVR YT M7 LE A 2 U7 Th Y JR PR
P, W PCD ¥ KRR AR AR L, A KM RAZ ) R BR324 30%H) PCD & KA
B 5 (R IB AL B DR R 2445 [36] . IXEEWRE, X PCD, AT54R T2 4 LI AR AR AT KB 5T

5. /g5

XA, REMPGERY:, SIFRFEREPER, SUVEY KB, WFEY PCD IATRE, I
PRI S 45 5 216 R B ARG 2 M (B0) 2 RS I O E I i S R B D2 612 PCD MR EF B R, X807
BEATIRREACE , FUERBE DT SR T 0 T ™ L IF ACRE, B8 LB AR+ B2,
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