23. HOI CHUNG NEU-LAXOVA (NEU-LAXOVA SYNDROME)

CAC PIEM CHINH
THUAT NGU

» R6i loan bam sinh gay chét véi thai chdm tang truémg, da vay cé4 (ichthyosis), dau
nho, cac biéu hién bat thuong trén khuon mat va co cimg chi (limb contractures)

HINH ANH

 Thai chdm tang truong, tat dau nho nang

» Cac bét thudng & mit, chi, b phan sinh duc, thin kinh

« Veo cit song

* Phu da

- Mt kha ning thé, mit, nudt, cir dong chi binh thuéng trong quy 3
» Pa 6i

CHAN POAN PHAN BIET HANG DPAU

* Trisomy 18 va cac nguyén nhéin gay thai chdm ting trirdng khac
 Anencephaly

* Hj1 chirng da mang (Multiple pterygium syndrome)

BENH HOC

» Lién quan dén tinh trang thiéu serine do d6t bién PHGDH, PHGDHD va NLSI trén
1pl2

» Céc gen lién quan khac (PSAT, PSAT1, PSATD, EPIP, NLS2) trén 9q21.2

CAC VAN PE LAM SANG



» Tinh trang gay chét dan dén thai chét luu hoac tir vong so sinh
» Di truyén lan trén NST thudng véi nguy co tai phat 25%

o Nhan manh tdm quan trong cua viéc kham nghiém tir thi dé chan doan nham tur vén

cho cac thai ky sau
BANG KIEM CHAN POAN
» Khong c¢6 mi mat l1a dic diém dic trung cutia hoi chimg nay khi sinh

» Siéu 4m trudc sinh phat hién mat 16i 16 rét ¢ thai nhi chdm tang trudng va phu, nén

xem xét hoi ching Neu-Laxova

MEAN(mm ) MA (wks/days)
BPD 22.5 13w 5D (* 8D)
HC 87.4 13W 6D (* 8D)
AC 118.5 17W% 4D (*12D)
FL 20.9 18w 1D (:13D)

CLINICAL
MA = 18W @D

ULTRASOUND
MA = 15W 6D (xSD)

(Trai) Bang hién thj cac thong so sinh tric hoc cia thai ky 18 tudn tudi theo chu k¥
kinh cudi cung. Kich thudc dau (BPD, HC) bét thuong ro rét so vai tudi thai, cho thg}..
tat diu nho ning. (Phai) Siéu am mat cit doc & cling mot trudmg hop cho thiy tat diu
nhé nang vdéi hdp so cbt hoa e tuong duong cau tric Xuong mat E Hinh anh
kham nghiém tir thi cling cho thay céc dau hiéu tuong tu nhu tran déc E_ tai nho
[52], séng miii phing, cdm nho (2] va da gay day [,



(Tr4i) Hinh anh kham nghiém tir thi va X-quang & cing mét trudng hop cho thay chi

c6 mdt xwong cang tay va ban tay bat thuong chi ¢ mét ngén [, (Phai) Tay
kia c6 4 ngén, khong cb ngoén cdi, nhung trén X-quang thdy 2 xuong cing tay. Kham

nghiém tir thi cling cho thay hoai tr mi mét, ddu hiéu bao trudc cua dic diém dic

trung 1am sang la khong c6 mi mat.



HQI CHUNG NEU-LAXOVA (NEU-LAXOVA SYNDROME)

THUAT NGU
Pinh nghia

» Réi loan bam sinh gy chét, cuc ky hiém giip, véi thai cham ting truéng (FGR), da
day/pht da, dau nho, cic biéu hién bat thuomg trén khuén mat va bét thudmg chi

HINH ANH
Diu hiéu trén siéu 4m

» D6 m& da gdy day/nang bach huyét (Cystic hygroma) dugc thiy trong 3 trudmg hop
lién tiép trong mét gia dinh

o Giai trinh tu exome x4c dinh mat codon khéi dau dich ma (translational start codon)

cua PHGDH ¢ ca 3 truong hop

« FGR

o B4nh nhau nho, diy rén thuong ngén

o Pa 6i (rit bat thuong & thai cham ting trudng trir khi kém theo trisomy 18)

« Dau nhé: Tim kiém dau hiéu trén déc & mit cit doc ciing nhu céc théng sb sinh tric
hoc bat thuong

» Cac bét thuong trén khudn mat: mat 16, hai mét xa nhau, tai d6ng thip, séng mili
phang va cim nho

» Bat thuong chi va veo cot song

o Dinh ngén (Syndactyly), tat co rit gdp ngén tay (camptodactyly), ngén tay cong
(clinodactyly), dau goi dudi qua mic (hyperextended knees), co rit tu thé gap (flexion

contractures), cic mang/mang da (pterygia)

* Phil da ¢6 thé toan than hodc gi6i han & da dau/tir chi




CHAN POAN PHAN BIET

Trisomy 18

» C6 kha nang lién quan véi nhiéu bat thudong ciu tric

Céc nguyén nhin khdc giy thai chim ting trurong

« Thudmg kém theo thiéu i, Neu-Laxova kém theo da 6i

Anencephaly

« Mit cét vanh c6 thé bj nham l4n véi anencephaly do mét 16i va tat dau nho ning
o Théy hop so cot hoa (di nho dén dau) gitip loai trir anencephaly

o Nguy co tai phat khac nhau rat quan trong dé tranh chan doén sai

Hoi chimg da mang (Multiple pterygium syndrome)

« Nang bach huyét (cystic hygroma) véi co nit tu thé gap do c4c mang/mang da + ban
chan khoéo, dinh ngdn

BENH HOC
Pic diém chung
« Nguyén nhan

o Loan san ngoai bi than kinh (Neuroectodermal dysplasia) va hoi chimg dj tat thi
phat do han ché da nghiém trong

« Di truyén hoc
o Di truyén lan trén NST thudng véi nguy co tai phat 25% & nhing lan mang thai sau

— Pt bién gen phosphoglycerate dehydrogenase (PHGDH) ciing nhu PHGDHD va
NLS1 trén 1p12 gay thiéu hut serine



~ o K i - "
— Dot bién sai nghia (missense mutation) tai phat méi & gen PHGDH, PSATI1 dugc
xac dinh & 2 gia dinh Trung Quéc bj bénh

0 C6 sy twong quan ki€u gen-kiéu hinh giira mirc d6 bit hoat PHGDH v mirc d3 nang
cua bénh

— Cac gen lién quan khac (PSAT, PSATI, PSATD, EPIP, NLS2) trén 9q21.2
Pic diém bénh Iy dai thé va vi thé

 Kham bénh 1y than kinh: B4t san bé vo-gai (corticospinal tracts), thiéu san héi hai
ma, tiéu ndo, than nio

CAC VAN DE LAM SANG

Biéu hién kiéu hinh

» Cac dau hiéu/triéu chimg khac

o Da vay ca ¢ 50% truong hop

o Bat thudng hé than kinh trung uong

— Néo thoai hoa nudc (Hydranencephaly), ndao phéng, bét san thé chai

— Thiéu san tiéu nio, di tat Dandy-Walker

o Khuén mit bat thuong

— Khéng c6 mi mit 1a déc trung cia hdi chimg khi thai du théng

— Sbng mii phing, cdm nho, tai dong thép, hai mét xa nhau ciing la c4c dic diém hay
gap

o Bét thuong bd phén sinh duc: Tinh hoan 4n (Cryptorchidism), tir cung dsi (uterine

duplication)

Dién tién tyu nhién va Tién luwong



» Tinh trang gay chét din dén thai chét luu hodc tir vong so sinh
Diéu tri

* Chi dinh choc 6i (chu yéu loai trir trisomy 18)

* Dinh chi thai nghén

A - ‘- a ’ o . . ’ " A
* Nhan manh tim quan trong ctia viéc kham nghiém tir thi & chin do4n nhim tr vin
cho céc thai ky sau

* Siéu 4m sém v6i danh gia tang trudng noi tiép & céc 1an mang thai sau (tat ddu nho
biéu hién sém)

BANG KIEM CHAN DPOAN

Cic diém can lru y

» Khong c6 mi mit 1a dic diém lam sang dic trung cta hdi chimg nay; c6 thé khéng o
rang ¢ thai nhi

« Su ling dong mé dudi da qua mirc kém theo phi né 1a dic diém ndi bat (da vay ca
dang phat trién)

 Siéu am trude sinh phat hién mit 16i rd rét ¢ thai nhi chdm ting trudng va phu, nén
xem xét hoi chimg Neu-Laxova
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Hinh 13.48 Hoi chimg Neu—Laxova. (A) Mat cat doc giltra mat cho thay cam rat nho
va tran déc:; (B) Xac nhén chan doan sau sinh; (C) co cung khop lan toa, véi phu chan

va ban chén va tu thé gét chan bat thuong; (D) Xac nhan chin doin sau sinh; (E) Song



thai hai banh nhau, mot thai nhi by anh huong (23 tuan tudi). So sanh hai déiu cho thﬂy
dau cyc nho va thiéu san tiéu nio nang. Duong kinh ngang tiéu ndo la 24,0 mm & thai

nhi binh thuong so vaoi 11,7 mm & thai nhi bj anh huong.

Hinh 13.49 Hi chirng Neu-Laxova. (A) Hinh anh 3D dau va théan thai nhi cho thﬁ}r
dau nho, mét to va co cimg khop chi trén, c6 vé nhu khép vao trong va ban tay nam
chdt; (B) xac nhan khi kham nghiém tir thi; (C) hinh anh 3D khuén mat thai nhi cho
thfi}’ dau nho, tai dong thfip va bat thuong cling nhu cam nho; (D) xac nhan khi kham

nghiém tr thi.



