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Abstract

Primary ciliary dyskinesia (PCD) is a rare hereditary motile ciliopathy with a complex genetic basis.
To date, more than 60 disease-causing genes have been identified, which mainly encode axonemal
structural proteins of cilia or participate in the regulation of ciliary assembly. Newly identified path-
ogenic genes in recent years include CFAP54, DNAH10, SPEF2, and TUBB4B. Genotype-phenotype as-
sociation studies have shown that mutations in CCDC39/CCDC40 are associated with the most severe
lung function impairment, whereas mutations in DNAH11 and RSPH1 present with milder phenotypes.
The genetic spectrum of PCD in the Chinese population differs from that in European and American
populations, with a higher proportion of DNAH11 and CCNO mutations and a lower incidence of neona-
tal respiratory distress and situs inversus. Genetic testing has become a core diagnostic method along-
side transmission electron microscopy, and is of great value for disease management, prognosis assess-
ment, and genetic counseling. This article reviews the genotype and clinical phenotype of PCD in chil-
dren, aiming to provide a reference for clinical diagnosis and treatment.
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1. 51§

JFUR ME4F B 18 8 [ 15 (primary ciliary dyskinesia, PCD)s& —Fh W FI AL YER N, R B R KEBFERN
SRR, SEE RGIRKRRI . 12 ERFET 20 2 30 440K Kartagener 08 T W &AL, 2R
Yok &SR =WAE, HGHHESS N PCD [— MR, BEE T BB R RN A, Bjorn Afzelius T
1976 FFER I | XL BEAAAELT B R, I BEE T PCD AE AL BAH N KRR 1]

PCD st LI 44 . H 1999 1 X % € tH DNAIL 2K 4 PCD U2 K LK, 124 2R IS
ik 60 N5 PCD FHIRHIEURMEF 2], X SB[ F ZYufd 4 BA 2 MM E R, AHE53) )15 A8 (outer
dynein arm, ODA). 3l /15 A & (inner dynein arm, IDA) iU 4 (radial spoke, RS)~ H A & A& 44 (central
pair, CP)S5411F, S H54EHL. SRR AEEA3]. PCD & DL Ytk it s 4L el
Z 0, EWRIEEE X EB A PER % (I RPGR. DNAAF6. OFDI1) M # Ye ok i kit 4% (40 FOXJ1. TUBB4B)
SIETSE

PCD HIAER R IR AL T2 1:7500 2 1:20,000, {HEHE. FREFSEIRE I ZE S, SERR AR AT
REAFTERCRIEBN[3] [4]. TEMEPHATEH, PCD MBI ATAEE &, (H TR INRA R i2Wi AR T Ktk
IR, HE PCD H3E HRIE SRR T T . Peng S5X) 1981 4E 2 2021 4ESCHRIM R A LR R 2 244
Bl [E PCD S35 BI4RIE, & 1200 75 Hh B A7 AE ™ B IR IZ AR 12 LR (5]

FRAWE TR PCD MIIGRIZIT HA Z ER . 1%, BB DA PCD BB OFBRZ—.
2025 AEERHT R A 25 Rl /RO E I 27 4 (ATS/ERS) 48 B K Ik RGN 5 3% 5 H 1 A (TEM) R 2
FHHIN PCD KR s Wi ik[6] [7]. FLIR, RN SIGR R 2 MAFEE VIR, AR AR 7] S5
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R, AL

ZE AR IRR L i ™ BRI AT . i, CCDC39/CCDC40 Rl 58745 £ 5 I 1) e Pkt
R E R AL Y, 1 DNAH11 A1 RSPH1 28748 8 2% U 2 PUAHXHRAMIRR SIS . shah, FEFEAE
S S B R A AR AE BRI LA A A RS R

AR, PCD SRS T — RAVE LS. —J7H, FritE0RERARH R . 11 2023~2025
R, A 23 PCD BUR £ R4 % 8 3563, 40 CFAP54 [3]. DNAHI10. SPEF2 %5, [ 2 22 Bl R
I BA IR L /N BB R RN SR 3 K RAF AT, UESE CFAPS4 H &R RN SELF BINRE T8 MR, H—
Jrih, FEA - BRI H 28R AN o Raidt ZEX} 1236 5135 K R B 1) PCD g #4704, B IRdER
T AN B R SARTE BRI 1 DX (1 DX SR AR I %, FRIESE T W0 35 2R R A - R ALK OG- DNAHS /£ PCD
B W BUREE R, HRGLERIN T 323 FIEE, KINEIK R4 (truncating variant)457i5 & R A JLIF
W B R AR . R R, M X RA (missense variant)$5 i & [ I R 28 B4 AH X IR AN[8] [9] .

HE AHER) PCD BRI SR AR IR . 2L, HhE PCD 82 i WA RARFE K N
DNAHS5. DNAHI1 fl CCDC40 [10], {H5K3E NFEAHLL, o B 13 A2 ) LP I 38 F N I S A R AR 2
RERK. X—EZFR, BEEMAEMSWIRMETRESEURE, @& G E AR PCD 2 F A4
JE NS W SR LA B S

AL BTERGLFR )L H R RN BE 2 et R 2 R B T ad Jig,  H i Bl iR PCD B0 24 RS 8 Jig
FERIRL - IGARR BRI BOoR K ANFEIFE AR SRR A 22 5, DLCEER Y 785t PCD 2 W1, JR97 1
TG BIG R R S, DU I PR EE I ANHIE 52 N A $R A I 2% .

2. PCD BREREIENY RS54
2.1. PCD BiREREN L IFHTE

PCD 350 25 R 1) R I I3 T WA 348 225 DR o Bt 381 vl 5 00 7 e R () 3k ik F2 o 1999 4F, Pennarun %55
Y I i 8 R DR SRS 4 E T DNATL BE[K 9 PCD BUpi Bk A, 2 5E R 4 fish 7150 ) 85 8 1 A 1) B e 2311
UEJET R, BT R EIT XA B a2 25 B A AR, G I [ Y v e Mgk S [R5 A SR M, i
RILT DNAHS5. DNAHI11. DNAI2 % H . 2000 FACH G, FfE A2 R ALEB a6 7 e 1 4
ARG, CCDC39. CCDC40. LRRC6 253 R i o % 7€ .

2010 AL, AR T A 193 KA K H R T PCD B 80w ZE R R I o A4 . 720 0 7 i 4 5
CRIZEL 00 3 A A3 9 2 e 8 A2 O AT ] Se 30 B e R A 0L I i A BN R TR 2, DG JGIE FH T /N5 & BRSO v 191 1
HER %€ . P8 Horani 254508, 1245 RIEL 60 M52 4T BRAHKIIZE . Wallmeier 55 2020 H4-7E
Nature Reviews Disease Primers fI%EIA 1 R G0 25 T 240 S50 PCD BURFER, F085 H A N gmtit il 22 45
MEA. RAERN T FBEREERFEZATIREE[12].

2.2. BT AEBLGHIFThRERERE S

W PRl B 2 2 IR 7398, PCD S50 2k DR T AR 4 Hons 21 Bl S M A D BEFRI S i 73 9 AR
F:

22.1. S HERBREAEXER

H8EN 718 VR AT A A OE SR S MU 1) B VA A, B K AR ATP PR B33 /). ODA
HRFEZ PCD f i WA 1 7 o 288 . A DG BE R 46 4 ODA HE 451 DNAHS. DNAHS. DNAH9.
DNAHI11, #%if ODA (Al ") DNAIL. DNAI2, DL/ Zwts ODA #4851 DNALL %5[13]. " DNAHS &
PCD F# WHIBUREER, 21 5RSEANRE PCD 51 15%~29%. DNAHS JEREALT 5pl15.2, w5 79 4
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AR, Ywtd 508kDa Mz 1 A EEEN, KRBT ODA TRk . DNAHI B8 HERE
R, HHEgmLEAEMN TN IEAE, WHET IDA StiEIulE[14].

22.2. AR HERBREAXER

W Bl 1R UV A T AR O SUBPR I, = A SR 4T B RS T . 2l IDA SREGBON T, &
S SRR G540 5 7 3 1F . AL 55 DNAHL1. CCDC39. CCDC40 4. DNAHI11 %78 B4 Rk
PE, FHOwmASR) IDA B R SEAT BRSPS IR, XA TEM & & nl fe £ 0UE Y]
P4

223. AN HERBHKATBEHEXER

WG S DR 32 G 20 Y5 P (1) B 0 1R 4H 2% TR 1 (dynein arm assembly factors), ‘B AI1FFIELF B2z
SIS, TR 258 1EAE SN NZ IR . X IR KA [F R S5 ODA
IDA Bffi. H T2 R I3 f14% DNAAF1. DNAAF2. DNAAF3. DNAAF4. DNAAF5. DNAAF6.
LRRC6. ZMYNDI10. SPAG1. CCDCI103 Z£[15][16]. HH DNAAF6 i T X Jetafk, & X EBsL PCD
PARRIE R 2 — . A TR AR B EWIRRRELEH R E, R Z 03 &S,

224, WENEKAEHRERXER

IR R IS 2 5 HE R A A AR e A, HRB A SERE DA S EEL. ESER
W Ek R R B . AREE A CCDC39. CCDC40. CCDC151. TTC12 %, CCDC39 il CCDC40 %
WHEEZS 54 BXME AR, KRR P EE SRR S50 78 A3 IR A RE, IRIREA
FEE, R B A S FE 4055 HYDIN. RSPH1. RSPH3. RSPH4A. RSPH9. STK36 45[17], H:Z
A FEUBUR FR B RAAE T AR, B T H G T BRI B ST

2.2.5. AEA I EPEIEXEE

PEBIER L B A B AR SRR, RS M B E D el ek, RFRE
[X 135 CCNO A1 MCIDAS [ 18], CCNO ZmtS 4 i i JHER 1 O, Z 5 9Lk G Al 22 41 B 4 i 72 ; MCIDAS
ZihS Multicilin 2 [, WIRLFBA A CIE R [FE S . X RN RAF B H L BHMEE T IEE, HeT®
BEREWD, SEFBRERD ARG .
2.3. IEEFELZ IR PCD BURER

¥ 2023~2025 (8], ¥AEZ/NH PCD 803 R 4 e R UE, #t— 29 BT PCD HIZER i,

2.3.1. CFAP54 EH

CFAP54 (cilia and flagella associated protein 54)/& 15 #7145 € 1) PCD BUREK, &L T 12 54614k,
Yfid R e Cld WE AR A[19]. 2023 4, FEESFR2ERB BB E IKRIE CFAPS4 B & 44
RASAFENZE PCD FRAY[3], FHidh i b G o R N /N BRUBR B GIE SE L0 1 o 1A 7 KB, CFAPS4 A%
FH mRNA FIE AL, IR BARS THEB R 450 5 Dh6e, 514 PCD FIAESE 74 .« [A4F, Kai Wohlge-
muth Z53E—357E 4 NS PCD K A4 5E 1 CFAPS4 XU IE R 9248, A5 T0 UARAT . BTN A
ML RAR , fhfiTR P CFAPS4 5 CFAP46. CFAP74 JL[RIE M I C1d WWE &1k, CFAP54 5845n]
3B CFAP46 fELT B2 I E MLk R, A Cld 45M e 5t . U 2025 4F, 2 BRCkiE CFAP54 AH
K PCD & 849, ¥ 12 MANFERASALA[3] [6] [7] [16] [20] [21].

2.3.2. DNAH10 £H
DNAHI10 ZmiS Nz hEAE EEE, FERE T2 AMITRIE ., g RS A 5 B BB B GRS
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DNAHL0 T S SAZEALN LB PCD RA(2] [22]. B FImiL 45052 1412 PCD BB i
i DNAH10 XU R REHSEAE, Ikl T HE IR i N B, IES I BT TS 1 5 B B D p
o X RILYR T WEN IR 1 BRI L 23]

2.3.3. SPEF2 E[H
SPEF2 (sperm flagellar 2) 5 §)# % 7€ AG T-HEBIE MAH RN, IR RIS 5P E 4 B 206 .
SPEF2 RAFT] 33 PCD A BHAE, RINABANE T HEE IO E LK 75 [24]

2.3.4. TUBB4B &

TUBB4B %t B EH, R MEEARRALZ —. 2023 4F Walton S5l it 451 Dy ReRfE 78, 48
/N7 TUBB4B RAESFE PCD HI4r FHLM . ZEREFR B s REafet, SRTEE4WRE.
TUBB4B FIRILE VO B AL SE R 5 PCD BERES R, NERMRLT BHGE 25 00 70 T HLHIFR AL T 3
F[25]

2.3.5. CFAP74 EH

CFAP74 5 CFAP54 H:[EIFplcrh s Cld W H14. 2024 410 70 )Lz B #ikE ) PCD & JLH, &
MF] CFAP74 LK T 9280 5 . SHEERE FCIESE CFAPT74 28748 v SBUHAE LT B2 (2 Skl BR
Cld WA SR 585 [26]

2.4. FE AE PCD EFEEAEHE

Z Uit s, HE AR PCD BRI 5RE NBEAAE— € % R . Guan 55X%F 79 5l [E PCD JL#
FIRF TR BN, B WA 9848 3L K DNAHS (32.9%). DNAH11 (16.5%)F1 CCDC40 (8.9%). Zhang %%} 1
Hi X 15 4 PCD LRI AL R, DNAHS RALSIZ A =1(6/13), F XA DNAHIL (3/13), FF4EH 15
ANET R TR R L 14 49 PCD &L F A 25 54, DNAHS Al CCNO % /7 2 5], DNAHI 7 1 4
[27]-[29]-

Zhao “5%} 26 ftHE PCD & /0 [FIFEIESE DNAHS. DNAHI11 Al CCDC40 2 [E A i & WL
PCD AHRHERH . HABFEZENZE, DNAHI1 RARLEH B AHE P EGI(Z 17%~38%) % 3 & T B 3E A B
(6%~9%). FrEmuhX (7R, 18 #i PCD i JLH DNAHI1 4% &7 38.9% (7 %), W&+ DNAHS 1)
33.3% (6 ), FE7AN A IR (] AT GEAFLE HE LR 43 A1 22 7301

HiE PCD B, 4iaRABHHIE R, SiERIBIASE K. Zhang FEHRGERHEFHIX 15 F1E L
W, AR EELIE], (EHT SR X R TR RS A R 27.8%, HZAE1E T BRI SR 45 U M 4k
EIREERILF .

25. MBRIRERE

R PCD BUREF A CIUF RE IR, Ui AEs TAE. B, HiroSEn 60 &
A0k A RERFREZ) 70%11) PCD J8 35 (38R R, 7546 AH 24 Eo 8] %) 5538 78 e DR v ks H B A B0
A5, PRI REAFLE T 2 Al R I B0 56 R s AR D X 5 A8 (2] Hok, FENAL-RASCE L2 N
[F] A T TR e T E s BR=Z 2 A BTRETE . ARAELL I AR 7T, M DA B M3 R A% 5 Bl PR &5 S 1
SERPUREE . P, BOCR RS mEEI, AR AR, BT AR
PR R R EAEE, VUS (5 EATEIE 70%0A E o KSR 70N B A T IF & 5E A T AN AN BE ) il = oh
REREF- &, @ALE R 2 HO MEM 2 YN T 2 AERGN & 3, IR 2 A B (R R 4L 3%
SKAH) LA 7R PCD L 45 R A3 6] [12].
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3. EEB - IRRREXHKARAR
3.1. ERBSHHThREIRE 2R A KE

SEAAFERZ I PCD (B i T BE TS ISR R 32—, 5 oAbl PRATE A& AB 1 DR 2 3[R 2R3 s )
WL . ANFIZED RAR IS AT B AT RE, T EE R LI Dl R B T P

3.1.1. FEMThEERERXEEDR

CCDC39 #1 CCDC40 H:[HRAR L i ™ ¥ il Dh e 5 AHOC . Horani SRR R H, #5457 CCDC39 8¢
CCDC40 XA HEH I A L3, HMopoms o 8, X 547 B8 sh i 1 AR 12 S ARk 83514 5%
k. Davis 28%f 3 EH £ ity PCD BAFIRIWF 7T s, CCDC39/CCDCA0 28748 H s (i h e T ok sk 7 B 3 bk
T H A FE R A B % . Kinghorn 5%t 136 ) PCD JLE N 476 ] CF JLEE A9\ ] BA 1 b & PR,
CCDC39/CCDC40 247 535 (1) IDA/MTD k[ 3%, F£ FEV1% predicted 7£ 10 5 W% CF-EIRThAEA 4
AL 10.6%, 1E 14 I ZET KE 15.7%. X —ZFH7R" CCDC39/CCDC40 RAL 3 i e 4 5 A2 AL
HA R A CF B (30].

CCNO 1 MCIDAS 55413642 Jift e 55 DR 4, 5 7 B it i AH DG [3 1] X BT R AR S BT BEE I
AECER R, BRROERRDIAE T EZ . B T EHEHER D, SR TN mEEE, kSR
fiby JEE R R AT B0 L

3.1.2. imMAThEERBECEER
DNAH11 2875 B 2% [0 ffi Th AE 7 I A4 - Horani 2535 H1, DNAHI1 SR B i, i s
WAFIAT RIS e K. DNAHI1 RAZEH LT B IRFH MM IET, HoadEnmE
—SEIBHRE S . IRRIFAUE R, DNAHI R4 B H IS B ThRER B R0, T RFE 1S T HAh LR A
RSPH1 F4% [FIFE 5 IR BUAH O o 3% 2 SO U B s £8 2 (R IR R B RE R AR X 8042, B A L.
WP 3 R AR AR, 1SR R R E R I . Raidt 2501 1236 7 3E K B B A ) PCD B35 4 HTilE s, RSPHI
S B TG T BE R 24 L T CCDC39/CCDC40 A5 3 .

3.1.3. DNAH5 EERNFRR ZHM4

DNAHS 1E4 PCD #¢i WHIEURFE R, HRME R T RAR RN E . Jia Z5%F 323 5] DNAHS 58748
PCD HEHM ARG LR RIN, HWrRAD 4L A (TV/TV)FE R A B (K5 ) U 38 E ) 5 . s R ie
AR RAR(MV) R R . 2R R, ASE A T X ) 58 A8 ) S 30 AR
IGRFEARL, $278 DNAHS FE K F 30 A 450 5 Thie 2 A A7 E < Bk o

o E BRI FUIESE T DNAHS RAZHIFR A 7 i 1% . Zhang S HIE 1) DNAHS A& LA, #irR
N Kartagener ZEA1E, MR BUNFEIERE R, iRt EREMAELEER.
3.2. EERSHAER LA KB

WAz A& PCD F B BEIGIRAFIE 2 —, HRAESKR R B EFEBMINREE VM. ST~
—MEH “9+ 07 EWMIEHAE, G T F @D E MRl e W IEL AR . A [EFE R 5848 %
gEAF B ANE, NI FECN A R AR ZER .
3.2.1. BRBERAREEER

s ] JV i 1A 45 1 6 445 1 0 Dy e 1Y) DA R AR W] 3 350 N I S Ao o X SR DR 45 41 3 ) B 1 R S B ik [
(DNAH5. DNAIL. CCDC103 %), W4h3h7) & A B BE BhIE ALK (DNAAFL. DNAAF2 5§). W3 JEE
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R, AL

T BB AU 2 EL2E K (CCDC39/CCDC40) [ 1], HoA DNAHS 58748 88 35 58 4 N Ik [ A/ P IEAL B 57 R AR
Kt 65%, CCDC103 A% 35 FAr sk R AR R MR

3.2.2. /EHBER AL MBS EEE

A2 54T e 5 H RE— A G RN IR X RIEEATE: 4 B4 sk a2
(CCNO, MCIDAS). Ji 445 3£ | (RSPH1, RSPH4A, RSPH9, RSPH3). 71 e ik 55 & 1A 3L K (HY DIN, STK36),
PAK TTCI12. GAS2L2. RPGR %% WLHEK . Zhang SE4RGE F4EH X 15 ] PCD L, AMERA KA
R 46.7% (7/15), BEACT VU7 E K. Wik 14 BEJLH N IERALL 3 #1(21.4%), #F— B iEsiH [E PCD &
PR IR A F T BRI TR N

3.3. EERSHMIGRIFMER KB

3.3.1. FEJLERSEE

B ) LRFIR e 2 PCD [ R HIRIR R I . —, HRAEZRGERFAFEL . DNAHLL Al RSPH1 RAZ &
F A LM B R AR R K. CCDC39/CCDC40 5845 S8 1) A 2 /1 8% (8 B A s LR, 3
Az JLEAE B TR T LA AR RS M BRIG 2 . Jia 250 DNAHS RE4HR BN, TV/TV SR A B 1#E L
WP IR 2 3 L A1) 2 v T4 e e U RAR I R

3.3.2. BSEMERER
FAT AR R DE N 5 B S0 . HER e . W B R 2 T A7 AE TR IR R DR R o OIS 31 2k
B R A R B E AT EATAE S ST N (K 3 o

333. AHHEHMEAE

#y PCD BUR R R4 S SRR X 481 OFDI 3K %38 %K PCD MALAERSL, iE
AL AR 2R A 1 BT . LK RS AR JBehs . X 1281 RPGR JEH RAZ 35 Br PCD 1 2k
PeRISCSEY5RAN, BT H BT VA R 6 35 AR PR S B0 /132 2% - FOXT1 R4 5 PCD & IR
JKAHIK . TUBB4B RAL W] [R] I 5 1 £ 6 25 44 FH T 5 D RE[20] [32]

3.4. FIRABATIPAIEESR - REIKEK

[ L BA B T8 AR i R Y — R ARG It T MURF A A . Hazan 55X LLEA 1] Soroka P& 1.0 17 i
KH 8 MK AN PCD R BEHAT N, K DNAHI RAK ZT, [FMEED L) PRl 84
I A 5% 8 A I PR R L R I 58 4 — 3k . DNAAF3 5848 5 &, [Rlfffa] FEV1 Z 14> 2 54 /1M0.48),
{H FVC Z VP4 2 7 8 K (3.39). DNAL1 REZK R, FEMIA FEVI Z vF4r 2 5 ik 2.06 [9]. LR
B, LS N S AR RS IR R R I AT o — Bk [33], $EnAArE RN A - RAUSCHL; (HIh ) Re e bnse
I RTIAPAE R 22 5, DR R AR R BRI B, R SZAB MR . RS R 35 R

35. IERREXEHF O

AT AR - I RR A SCHRAT AU I 2 ERPR . 55—, AR O IR R R E SCRER SR EA S
— QD RESE AR KT IR VAL I R 5 SR, PR TSR U BN ZE A 3. 55, Hazan 3%} [
P BABI R T B 3 7 58 28 A R R o I R R I LA vy — Bk, (EUI D RE S5 B MR A7 4 10 25 [
[AIZE5%, S AFAE B A B UL DR A B 2R B2 AN, 1 H AT XX LR AR LA E (9], =, ik
TE S R A - RAYSCIR T BT WS A, L8 T d T 2 rh AR A IR E . 1
1, CCDC39/CCDCA40 FRAAE BRI 5 foe ™ M BEHATF ARG, (L rh N rh i 2 R R R O 0 il 2y
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REBAR ) T BLZ . BRI SBR[ A0 4% . %5 5E R0 PCD JifiTh e 1 Fe il e (B IR R A s )
PR SRR 2R (I A s BB 2505 ) WS AN [ 32 B ARl Sh RE T B s DA R B
SRR R TN, AT R R IE R R (1] [10] [31]

4. TRIMEAFHEERBER
4.1. BREABMEES B

BRI ANHEH, DNAHS 7285 % UL PCD BUm A, 5 PCD B3 1 15%~29%. DNAH11 215 6%~9%,
CCDC39/CCDC40 At 10%~15%. Raidt Z5Xt 1236 FIFE K AL BHHEG) PCD B E 00T, HIkER T A
[77) 35 [R] 9 AR AE R I X X i SRAE B S . 614, CCDC103 p.His154Pro 2825 E LI HE X 5 A8 WL[34].
K RHE7R,  BRINAS [F] 3 X ] e A7 AE Founder 2800 3 B 5L R 43 A1 22 5

4.2. T ABEREE S THHE

WM HER) PCD N1 SRR R 257 . HEZ I —8%7", DNAHS 1 DNAHI1 /2
VLI ZRARFE R, (H DNAH11 B ELB) 25 TB 3 . Guan Z54RIE(Y) 79 #h[E PCD JL#EH, DNAHS5 &5
32.9%, DNAHI11 i 16.5%. Zhang “&%f 4 X 15 4] & ) LIAF 7o, DNAHS 45 46.2% (6/13), DNAHI11
15 23.1% (3/13). HraEhlx 18 & L4, DNAHI11 & 38.9% (7 f51), DNAHS5 /5 33.3% (6 ).

CCNO £:H7EH E PCD B sy bu il . W16 14 1)L, CCNO R4 & 2 £(28.6% 1 [Fl
FE ). Guan Z5UWF5EH, CCNO 15 5.1%. RSPH4A 76 PGl [X 2 I = 42%(13.3%), DNAHI 7£
J7UARHIIX TS (22.2%) 03X e b I 43 A 22 S B P L AS [R] L XCRT REAEAE SRR (1) Founder 8748, X 3 24 K]
RSN S s BA E R S

4.3. PEINBESREARNERIH

H[E PCD M8 5 RGE B3 1 ZE R AMUAIUE R R b, i R MAEIRRRI L. Zhang 55 (A 57 12
7, HrhiiX PCD B LIETAE LR ESA R AE RN 46.7% (7/15), WINERAL R AEZ 46.7% (7/15), KT
P57 1 R ARIE . G 14 1)L, B AR LRFIRCEREAY 2 191(14.3%), AIERAL 3 61(21.4%). IXEE7E F 0]
e BE R > AR AE A 5 ——DNAH11 5787 [E LU B s, 1101238 9848 (R 2B ) LINE IR 3 A P e A7 X
R A -

DNAHS5 F:PR7E 1 [/ ABEH I RAB RS S5EREANE . Jia FRGLEEKI, DNAHS ¢.13458G>A
(p.Trp4486Ter) R ALAE i [E AL I 5 A8 WL[35]. @S [E AFEH S PCD JER RARE 2, - Fiitkiz
7 SR AT R AL 5 ) HAT B

4.4. Wig: ERMESAKMBREIE

I E NSRS NFEAE PCD JE RS RIIG R R A b 22 5 OB W, (BN A RRR AR T
Founder R{3 A 73 il S L8 RAF IR MR AR IR, 41 RSPH4A 7E) A A DNAHI 7E] AR I A,
ELE DL e 4B DNAHI1 78 o B ATE AP (R B4 T EL 020 17%~38%) J2 HAH 5 (38 26 ) LIRS 530 A i i
SRR AEZE[S] [15] [27]0 7 AR ARG AL B R 3R S 80X B8 72 5, 94, DNAH11 RASAEH1[H
N I e A TR RN TRl A TR S TR DX (O PR B (B il | 23 S0 ) 2 70 X AR [ 2 [T 2
B A L Z RN R R P A 2 AR A o Ak, P ENEE PCD A IO HE (G T PO (R 2021
AR R B 244 1)), FERAFEEIIIRE, X M2 W 1T 2 5 500G PR 2 DR A5 A 2 B AR AIE 1A N
PR . VFIEITT R T ANEER) PCD H AR B SR R A ) LR B i 78, DA S 2 RO B 1) 2
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[RIAY - R AR B C A SIS 5 X n] DA R IX 28 ] [ 5] [6] [15] [27]»
5. PCD Sl EE £ MA B S kiR
5.1. EEENE PCD 2E Yz 0L

2025 4 ATS/ERS F5 g S A A ) 5 328 5 F 1 AR A 25 9 41 PCD W% L2 Wi 7 v SR A I AE
PCD £t o (A% oA A4 IRAE LL R 5 T -

T RAE GRS W TR R R YE: TEM AS 255 DNAH11 258457 15 % 7 PCD AU, 1 nNO Kl £E
R LE PR AT 2, HhEGZ B S M. JERE I A s B, JoHE T TEM Bt
TeiE5E R TEM [l REEAL S .

PEEeWiEe. AR TN T B R FHAE PCD M2 Wi 284 B 22 2 70% . KT 1fn PR = B IR B8 (H 4] 46 5 [
R BH P 5, BS B v dE— DL =2 W% . Peking Union Medical College Hospital ¥ 5T [
PAIEIL“ES HE 4T +minigene IE 7 5E#% (3] [36], BN — I WIR B4 B S B Tk B35 B T CFAPS4
BRI EOR T 5 .

R RUHE S HRBUREERE, 8 EE K ERAER S R AR TR S RS RE
T CCDC39 H:FRAH PCD K A NIEAL G WA= AW S, Feom 1 I BRI ZE I PR S Bk Hh 1 56 18
FH 4%

5.2. BSCREAZE(RA9RRIE AL

BB ARA R PCD FE RS I w36 [ i (O Bk ik . FPE PCD & VUS S ELRTIE 77.1% [10], &
BREHG: E B PCD ZE AR E A e, 2R R NBFAREE; 55 98N F WE0H R
RAZ, DhRERFFTER G AWE B T T B0 BY VI i S ARG At X 5L (1 ) B 52 W PEAik 4775 J) PR

fil e VUS B SRS G4s: R R R0 300, Wi R 5RMMIL SR KA minigene BY
Peoy At PET Y, AT R 2 AT AE T RE SR IS IO U AR R ORI s R R S O
FRAR LA S8R AN ES HARIATE 8, FIFHFAR RAIEE - B X B EFL VUS. &
Rt 2, FIRTIRERAER AR ——U1 minigene BY4/0 4T S8 41 T 40 i G 12 501 G 00 S vy T AW S FlL 5
G —— O SEE8 T S PRGN ERAE N R, AR SR T TR =, H AT 228 TR A D ORI ot
TRRE, WA PRSEE0 5 e LA J o DR, 7EILY BRI IR SE e, IRFER RILDE . 25 FHAB(MDT)Ek
B DL s AR M IUE DI e Ecds R T TE VUS BTSSR AE . B DRI IET i A £ 0T
PEREEAR ST,

5.3. EEBES TR EISH RS

BT BRI R RS HEIZ W SR AT B2 5 PCD 2 W e AHERA M . XTI IR i FEMRSE PCD I &3, 2
BERH LLR 7 JZ 12 5 -

—ZJ7i#: KM PICADAR V438 Leigh VP iFAGIGIR AT e e X T3P0k B0 RME I B3, BT
FEIRGI5 TEM 6 25 o

BRI MNE R S BT HN PN EE T, DUE S O PCD BRI LI BUR I . X T
ISRISIE R, WEAaE T e atritmshiz,

FERRFE IR BRG] X T ImPR R R R(H TEM IEH 1858, B%45) DNAHI11. RSPHI Z5iBM4s 4
IEH A PCD £:H. X FAIHJe0m. MM G R, DR S/ R A A [37], Ny R Im e
OFD1. RPGR % AHICIEA
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5.4. MEFVSHRHRES

JOEFER I A2 PCD A% Qe W B, ARG IR B A o B BAR e LA AR T4 &
Y&, ATS A ERS P K| e g 78 5 DR ko 0 (4 P s D APAE 25 5% . ERS FR B HEIE R R IIE h—2Ri2
TH, 1 ATS &7 53R 1H L5 TEM 1 nNO Kl (9 FLAME €, ST AN [R) TUAE A 28 6F J2: DR R mT e v
fREERE JIRIE B [6] [7]. FLUR, £FXF TEM F1 nNO 35 1 {H I PR i P BE AL 23, DR A U BA PR 2 T e
SEHHERRIZIT, HRTMICIRIR. =, AANEFANT RRE TI2WE, EEERNRE NS TIX 4
P78 S ] 2 2 B D5 T R R i AR B 78 AR, TT R S80S W el mfili . AR LB il AR T
##57. PCD Wi 2 RO RRR DA ELBEAS RIS W7 SR 1) st ke s PR EE T R B ABER) nNO 1E
WS HAEETNIGTENT 7T DARRR KK T FS N7 SR B e o “ TR RS W s
R MESE TSR ZE[6] [7] [26] [31].

6. EEBHRI BT EMEHESFEN
6.1. ERESKH™EENITME

FERRME BT BT PCD B ™ B MU . 2T IA IR, CCDC39/CCDC40 A% %
R e N, T A ) (B U A AR T, AR B RSRAN TR SR B IR IR . I Re
F R 55 % uta bR . Kinghorn S5 FiderN, XEEH MM REMFEREL BT CF B3, RFH
(YR TT HE B AN T ok B TS

DNAHS 78 £ 35 1) T WAk 75 25 6 99 AR A —— AT 9 AR 4l 45 B 1R 2B ) LIRS 998 XU v [ 381
fifi T 45 5 AT RESE #H . CCNO/MCIDAS F84% 3% B 1 50/, (H 2 BF 7035 35 7™ 5 il 350 0 09 AH 9%

6.2. EFBES TR MEUEETSERE

F TR DR R AR AL B B SR I T AR AR BT TR EC L . T e U 2 (R R R 25 (CCDC39/CCDC40,
CCNO/MCIDAS, DNAAF), ET4HIH RPN EIREM LR AL, WHELNEHTE: HMERNM)
REMS MBI g 3~6 AN H) RIS IEERIEIATT 8 99 1 7 M 0 o A o 1 s S Ak s A, DA B B
)3 FHPUE RIS E N E T TR

XTI R R 28 7 2% (DNAH1 1, RSPH1), A& S KB Vs )R, (EA7) 75 e Ham Wb oh e A2 1k,
BRI 43 B AT mT et J R S U TR 391

6.3. EFRTTHIRIR SHk

SEIRAIT A PCD AT B BT, BERIEE B AN, §h a1 3 S 4 5
WEEZERE . Lai 5% DNAHIL SEHGHHOTF L7, AT B ERIBRIINRE, So3tRA
RO T BRI

PCD SR T I kAR L0 P BAS A, TG 7 00 1 2 RO s Gl B L B
VAR BH IR, IR AR F AR A s K% MR R
ks

6.4. EEDSIRARRE G

BEEFL AT 2RO, BRI B IR RS T H 2 B 22 . Raidt S8XT 1236 {515 A R WY A 76
H T I AR 1) 32 1 7 IR AR O TR o AROREEI R e HE R B (VR ik, T AR DR g 73 3%
PRI AR BE i I B R, USRI A e
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6.5. HLBRREERKSE

e PR R B 1A i R VAT R e Ak H AT T3 T I 2 KREAS . 15k, Bk CCDC39/CCDCA0 848 5 i Ty g sk
TR SRR B IR AT K 2 Ok D Y B = 2 498 O 7 T e R STHEAS AR BB 15 SRS 1) 11l 5E - Kinghorn
SEX%) PCD JLE 5 BEVELT 4R (CE) LE A LL BV LR PCD [0 ifHR At T EESIE, (HILRAT T
B ABI[13]. Hk, SRR BRSNS DL 7 BESI0AE R e Dl (E LRI 72 21k PR S
2 18] 1% 75 SE AR IA B A e B SR N B SE RN | B RGE B 2 iE N LS K 22 MRS 36] - BE4F, PCD
PRSI, AN EH R R, LSRN ISR A DA, R 3R 2k T RSt 5 A
3 W R Y T B S I SRS o RR TS R VR AT DAL TR RS el R D REVPAG T & UL R S ik
BRI RATRA; @ [E PR PCD 2R ST PME R4 UL ISR E S DL REIE Y T )
TRAEHRIE T I FC, WA X 2 B A AR (B B kB RGBT [13] [31] [36].

7. NG

JL B R M 21 08 B b R L DR A T AR I Aok UG T BB E . 124 2RI 60 4~ PCD U
B[R, AR X ARG AT RE IR W] 2 R B S B B G WAl IR B G AN I E R
R BRI T XU A 45 1 e R 2 B A R B 55 2800 1N 2023~2025 48], %t CFAP54. DNAHI10.
SPEF2. TUBB4B % Z/MHiEUm £ 8 %€, ¥ —29 e 1 PCD K%,

FERIA - e R B A T di s 1 3 BB R B AR 1t 22 5 . CCDC39/CCDC40 RAL L ™ 1) fifi
DHREPIF A O, FRE IR T PR B R FE 1 21 4 40 S8 % . DNAHI1 A RSPHI 5874 M| 5 I A fii = B4 AH
7K. DNAHS 1E 5 WEUR SR, R BRI T TR R A —— MW7 RAR A & J 5 (R A ) L e Le A
T RTRER TR TS RS EAS [F) R DR 2 ) 22 5 S 2, M A AT B Th RE I R 98 AR vl S 30 Y
WE SRS, TS 5 25 25 W s B e AR 3k PR RAR — A 51k P9 e Sz

oh [ A BER PCD 3 PR 5 Wk 26 745 235 22 57 . DNAHS A1 DNAHI1 2 ¢ i WL 928 5L K], {6 DNAHI 1
IILL (29 17%~38%) . 3 i T B 3E N HE . CCNO 75 [E B8 2 vh (1 Lu il 5 = . o E PCD 38 13T A2 ) LI
WRE RN I A R AE A T 7 B 2R, ATRe 5B R  ARRAEA OC . AR X A7 7R 2R R 0 A 22 57,
RSPH4A 7E/7 7. DNAH1 fE] R 2R EN, $ERAEAE X8 Founder 25

FRFM O A PCD 2% D FB, Al v ARG TE MR BR T, IREISMR . B R WA
B F PR, FTEINERIRUE . KR W RIS B0 M 4 s . 56T 56 R B FRopG o S SR T fI Ak =
JT FHRIEL B ——CCDC39/CCDC40 55 i fis i 35 75 B VIR U AR -7, DNAH11/RSPHI S f& & nf
IEMAEKBE VTR . JERVGIT A PCD ASKRAGHF7C 5 7, {HTH IR 2 E Pk

KRBT E T § R E AR PCD SR EEE, R LA S8, JF 2 doO aTE S
Tt IRANIRBREERAY - RAGCHH S @B F AT N RMEGIRTT S0 s TR BT X RE e e R A
FYRIT 251 X SERIE FE I HEE S B 25 2% PCD B 1) S22 Az H TS
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