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Abstract

Objective: To analyze the clinical manifestations and signs of congenital ichthyosis, prenatal screen-
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ing data, diagnosis and treatment process and prognosis, and read the latest literature, summarize
the latest diagnosis and treatment methods, so as to improve the understanding of the disease and
improve the level of prenatal diagnosis. Methods: The clinical characteristics and diagnosis of the
affiliated Hospital of Qingdao University were analyzed, and the domestic and foreign documents
were reviewed. Results: Patient Yu, due to “menopause 26 weeks 4 days, found fetal malformation
1 day” admitted to hospital, improve related auxiliary examination, recommended pregnancy, in
2022-07-14 lines, postoperative test amniotic fluid cells and fetal tissue for G band chromosome
karyotyping, chromosome number fluorescence in situ hybridization (FISH) detection and chro-
mosome microarray analysis (CMA). Conclusion: Congenital ichthyosis is a group of genetic skin
diseases with significant clinical heterogeneity and genetic heterogeneity, usually manifested as
localized or extensive skin scaling, hyperkeratosis, with or without erythroderma, can be accom-
panied by system damage and the corresponding syndrome, its pathogenesis is gene mutation.
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e RN A B8 e — 2H DA R SR AR A RO WL ER (R B AL 1 R, o R i e, 3l R I R R
PEEC I R0 R RS . AT B, AT R G T AR R SR G AR, FTERLL R . AR 2009 A
AT 2T, Je R MBI T 4y AR SR S AE B B A 2R S AE R s . b, JEEAE 2 A Bl
A4 i 24 £ 85953 (ichthyosis vulgaris, 1V) X 8 Fa it 4% 14 £ %55 (recessive X-linked ichthyosis, RXLI).
A 7K (1 74 41 @597 (keratinopathic ichthyosis, KPI)FIH; St fe i 5 % 1 f @597 (Autosomal  recessive conge-
nital ichthyosis, ARCD) [1]. HIJ-5E RMESEH A REAR, £ LURGIRIE N T, BHIERIRIZERE .
WA SR B R B oa 1) 1 e R s G ) LAiZIT &t , JHHE ISR, DR Rz
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Be, ARIEGRA IR BB s, A DB I o S At A S s e s o 200 B AR 2 i e (o A i A
PIR M o ARUBEURF IR I8 5 Pul ek Il g 23.85 ng/ml (27 1H 0~15 ng/ml), i b2
ghEfIR 1 Pk 28.92 ng/ml (Z51{H 0~20 ng/ml), HUAEECEL A A5 ifk 71.60 ng/ml (3714 0~40 ng/ml), it
HE S YU+, PLNEAbtiA+), ToBEEiiZ, ZEAERGRT, 4T HIRFESEME 100 mg Tid. 7%
JeFa 5 mg Qdy B2 RIESHK /A TR 152 Q16h JA97 « ZA{lE =4, NT (NT: 0.12 em) & WL & 5%,
B )LARGEE AR WLRSH, TCO AR IR RS . 1548 26 i 4 K, T AR RN XA 6.52 cm,
3L 23.19 cm. JEH 20.67 cm. K 4.14 cm; B SUMARBRAT L, ARESG AN SATRBRIGE, b
JERERRIESE, KW | RV EER; XUSKMIMNE, SREHENEE, WERILAEG, & “A¥ER” .
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(1-22)x2; 45353 #1: Affymetrix CytoScan 750K SNP-Array 3 Kl 43 Mt S s 12 B A E 42 35 [R 21 Bl A
R EL AR A S HE E ClinGen. OMIM K. DECIPHER 45 rv B ) Gt A S

Figure 1. Ultrasound image: second trimester pregnancy, single living fetus; ultrasound changes of fetal face, limbs and skin,
considering congenital ichthyosis: double lip “fish mouth”, eyelid eversion, abnormal posture of hands and feet, skin fissure
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Figure 2. Skin abnormal performance and facial part,
hand and foot deformity
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H AT ORI B 5 S5 G S I BUREE R, 51 5T S B4 2 e 45 4 1 23 5 2 5 s IS AR ) 1 4
AR R AR DR RO EE M E A . o, R R YRR R A TUR O 2 (1 B 4
HE, ERE G MR IR G Ik, X AERR S IR URRS & P AN B B 0k e Bt A 28 0 S S (1
., B 5 RYE R . B K R B FARAE . B O A S5 22 AR s AE MR A 55 [2] [3]. &
B SRRy | BRI A, ORI R R B, IS 0 A B R R FEOR ST I a- R AT IR £
Ptk (1 310 MNEIERRALR) AR a-02 e AL AI[4] . 2 B iR 3 8 b b 2R B fie ' 2 g iy e AR L Il e
F8,  Herb 55 B R B R 1 A VAR S IR AR AR A5 ¥ R 2 AR5 5].

% b £ B85 1) 93 5 IR AR U S FE AR, 0 ACELL RXLI B¢ Chanarin-Dorfman i & 4E. ACEI #5¢
FOREER S 53R B R RARUENE FR I 2 AT, QR E & R IR AR R IS B R TR Y
LA, BIHATNIE, WS ARCH MG BRI 2/ R Fr, XSRS E O E 2SR LR
JRACHE . IZ % 1k 01 (cormified cell envelope, CCE)EK f 5t £ it /i /i £, JiE (corneocyte lipid envelope, CLE)
TR R K[6]. Hert, ABCA YEZKJR i 51 1 ST 4t M AU P i iR iz i, FL TRk 28 5L 5 S04 M AR = Jkes i
R B W b MR B A TOY B, 3k T AT A O )2 A i U PR IR 5 2 AR [7] . SRR T e S B
ABCAL2 JEHEFRAIC, S 55 07 J= PR N 2 1o s B R~ X 3SR R 2 S 380 HI, TS0 2 190 1) e S T /N PR
PRZRAR AT LI AR LI 8% CIE [8] [9].

3.2. l&FREF R

R 2009 FEABIT 7320738, Ja RYEEEER AT 73 R AELR A AR AL M S ISR G AR B iy . e, 2%
A AERY 0 W5 G135 2 MG, I Netherton 28 & 1E(SPINKS). Refsum 24 iE(PAHX). Chanarin-Dorfman
ZEAIE(ABHDS). CHILD A fE(NSDHL). KID 45 1E(GIB2)%:, KIFHRWAK, W R EKER. HRHLEK
WA E N ARG B REKKEE[10]. LR EAER s A LS IGIRERIL. LU0 B K]
Ay VUK, AL S H R 855 (ichthyosis vulgaris, 1V). G A B 56 % 1t 2 88595 (Autosomal recessive-
congenital ichthyosis, ARCI). £ {17 11 7% (keratinopathic ichthyosis, KPI)F1 X 324 e 8 44 1 0
(recessive X-linked ichthyosis, RXLI) [1]. AEZR-A 1k AL ks (1) 45 s e AE B2 ok A a] WL s (1) R B R A
FFETF B . FabE x BB EHE. P aARRRPE S R AR . A A RS, B
AR 3 A Sl R M B S0 0355 — b oE L) R R (TR B 8875 B2 R 8 855 0 Sl R M SR 40 17 99 ) F =
BUNPERY(E A i B L R 1 S A S ) L AN PR B ) o AR, PR I T LR e R
FRAYf R, W KARIREE )L Siemens Kt iR « I3 [0 e 1t f0 5 DL S 4 B f S 5 AH QSR B I, 2
AR .

EAEGE SAE Rt s o, 3 T 48 8895 (ichthyosis vulgaris, IV)/2 i LA @EE , LIl AORE IR AR %
B, BRI T, DAY AR, E Y R EE S, SHEERSUHE IR, w0 Y A 0 E S
k. 5 FKG E:RAr S8 A A OGME, N Ge ik AL . X B Mg A% E £ 6% 95 (recessive
X-linked ichthyosis, RXLI)/ 55 ¥ WIS, G5 RN 2L CEE, MEZER, 240
TVU AR RS B S E RS AL, S g R B AR R RE A ) STS BRI R O [11]. WA AR
35 A% PE 8 8597 (autosomal recessive congenital ichthyosis, ARCI)E — i B A i B it 4% S5t Jof 1 0 AL 2
R, AREWTE . A SRR, malEe SRR, KWL 1:10 F5[12]. 2009 i
A 1 9 ARV A 73 SRR 2 UK ARCI 49 R 3 b = BRI PR 2R A« H A1 #F £ 855975 (harlequin ichthyosis, HI)+
2 KA A1 5975 K 21 )2 9% (congenital ichthyosis erythroderma, CIE) F2 % J2 IR 4 &%3% (lamellar ichthyosis, LI)
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[10]. ARCI [AJIGARF AL T EMR R, HI AR HARSE R R )L, NERB R AR, | ABCAL2
DA T e PR AR S 5|, 8 70 BESEIE T AE T8 A JE AR ABE TS, 735 A, AMEARE RERERR [13] [14].
CIE RAVAXT AR, 5 RN A (€% BRAN/INBE IS, A BT JE B 58 5 KR R R [15] - LI
MRANT HI 5 CIE 208, EIRBHE M, a0 ERMIREENEmZ R, E. GR, FHE,
BN, AR R LRI, R KB BUE AR A E R B S o R A, PEBUA A R,
A R B K EAE . BIRTEN K [16].
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R AIEAAEIREE . A4h, F AR F 5 AR (Next-generation sequencing technology) /& 12 Wi il & Bl 4% 1t
gl (5K TR o 75K 2 BOBHE M B s 491 Hh 2 FH 4 40 S5 - 2H01 /7 (Whole-exome  sequencing, WES)
WRAIECRFE R, Hand 255 F e (5 44354 41 43 Hr (Chromosomal microarrays for the analysis, CMA)Y J& T
RXLI [RAE[17]. CMA 204 ml DA B AN T4, 8o Bl P AR S R I S 8 B — R, IR AR
RGBT

FENGIR L, R ZH0 IV ke RXLI AR, S5a0 . Skl WX & 5[18]. KPI f& ARCI
it AR ¢ T 7 1 O BT R, 30 5 A B R DR A MU 3 R — B 012 . DRI, 0 &% AR 85 1) i PR A
AT AL LRI AL W) PP AT W LRI St Hlm RS B o0 s 2. H AT O T FE e Rk s o
P Vi 7 S 5 THT VI R D, TR AR 9] Hp e £ B SRR DR U P 45 SR AR LI (2 S8, AT RS e R k£
i3 S R R S AN R G, WU R PR T R B IR AR . BEERI B - SRIAAE G
& o AW BTN, (FHIGREE SBONE, RS A RE LG LO S Mg BTk o S5 A
T T VU JBE B kB 2855, HARRAE:, A B T8 75 Xz s Wi R o SEiE =4 g vl B~ B L)
B e AT B DU Ji W P S AR AR, PR R P R B AR N L B AR R A

Xof T G R R LS IR L, e B e R M i T e, HLRR SR R IR B
FAMARE (epidermolysis bullosa, EB)AH%5[19]. EB J&—Fhis & PEpom, £ AH Geta ik BEsBa v sifE,
DARZ RIS 3G 0 R0 BE R B M 51 Bz Ik B Y BRI B BE RS I RAFAE[20] [21]. BEE R EA—,
HEEE KRR T KRR E, NSO E. B . W B RIE) 2 Bk
I TR — Pl AR B R R L B - SRR X DA K B R FL Sk R R A AL B R R R AR BRI
FLRIF LA = B2 T B 1 JE DR R B 0T Bz k2 JIC RS e PR (R s e [22] o [RIL, 2 FH 72 T S A B 2k DRI )
FORGE AR BURRI, AT HE md S K fa 5 12 W )k ff 26
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