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Phién: Hinh anh hoc San-Phu khoa

_-

TIEP CAN BAT THUONG PHAT TRIEN VO NAO
(MCD)

TRONG CHAN POAN TRUGOC SINH

BS Nguyén Thé Hung
Bénh vién Viét Phap- Ha Noi
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TONG QUAN .yl

< B&t thuOng phat trién vo ndo (MCD) la nhitng bat thudng
cau truc can trd qua trinh hinh thanh vo nao binh thuGng.

% Cac bat thudng nay co thé xay ra & cac giai doan khac
nhau cua thdi ky phoi thai.

%+ MCD ¢ thé biéu hién pho triéu chirng 1dam sang rong, tu
khong co triéu chiing t6i cac dau hiéu nang nhu’ dong kinh
kho kiém soat, cham phat trién tri tué, cac khiém khuyét
than kinh va suy giam nhan thuc khac.
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TONG QUAN 0

v 3% cac nguyén nhan khiém khuyét tri tué

v 25% cac nguyén nhan co giat G tré em
v 5-15% cac nguyén nhan dong kinh ¢ nguGi I6n
v 20-40% cac nguyén nhan cua dong kinh khang tri
Guerrini et al, Lancet Neurol 2014

Coryell et al, Pediatrics 2018
Mancini , Eur J Med Genet 2018
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PHOI THAI 42

Qua trinh phat trién vé ndo dién ra theo mét 10 trinh chinh xac,
co thé chia lam 3 giai doan chinh :

v Giai doan tang sinh té bao than kinh
v Giai doan di tru té bao than kinh

v' Giai doan td chiic vé ndo (giai doan sau di tri)
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PHOI THAL " 0

Giai doan tang sinh té bao than kinh :
v V& ndo dudc hinh thanh bdi cac t& bao than kinh biéu mo.
v' Bat dau vao khoang tuan thd 5-6 cla thai ky

v Két thuc vao khoang tuan thir 22-25 cua thai ky

RSHCM 2023
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* Neuronal-Restricted

— Precurs?r Cells %ﬁ Multiple
— Pluripotential . B s N Neuronal
—— Embryonic Multipotential . Types
— Stem Cell Neural Stem Cell o ] — i

— @ b P> 4 Oligodendrocytes
—— < Astrocytes

Glial-Restricted
Precursor Cells
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Giai doan di tru té bao than kinh :
v' Bat dau vao khoang tuan thd 5-6 cla thai ky

v Két thuc vao khoang tuan thir 30-35 cua thai ky

RSHCM 2023
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RSHCM
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Cac dot di tri clia cAc té bao than kinh sé tao nén

cac Iop vo nao tam thoi

RSHCM 2023
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PHOI THAI (@ P

Giai doan t6 chirc voé ndo (sau di tri):
v Tao thanh vo nao binh thuGng gom 6 IGp té bao

v Lién quan mat thiét vai qua trinh hinh thanh cac ranh cudn
nao va hoi nao.
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Schizencephaly

—— STAGE CAUSE DISORDER it
—— l Microlissencephaly

— Proliferation .

=— 1 Hemimegalencephaly

— Abnormal Focal cortical dysplasia

— l Complete lissencephaly

— Migration . y

—— il Congenital muscular disorders

—— Ectopic Heterotopia

—— Polymicrogyna

Barkovich et al., 1996, 2001, 2005, 2012
RSHCM 2023
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CONSENSUS

OPEN LD_Check for updates |

International consensus
recommendations on the diagnostic
work-up for malformations of cortical
development

Renske Oegema®'=, Tahsin Stefan Barakat®?, Martina Wilke?, Katrien Stouffs(®?,
Dina Amrom®*>, Eleonora Aronica®’, Nadia Bahi-Buisson®, Valerio Conti(®»°,

Andrew E. Fry®'?%"', Tobias Geis'?, David Gomez Andres®'?, Elena Parrini®?,

Ivana Pogledic'“, Edith Said'*'*, Doriette Soler'®'’, Luis M. Valor®'é, Maha S. Zaki® ',
GChayda Mirzaa(®»?°?', William B. Dobyns?°?', Orly Reiner(®?', Renzo Guerrini(®°,

Daniela T. Pilz?2, Ute Hehr??, Richard J. Leventer(®»?*, Anna C. Jansen?®®,
Crazia M S Mancini?.26 and Natalinia Di Donatoas?272

Oegema R et al. Nat Rev Neurol 2020
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RSHCM

Bat thuong G giai doan sau di  Nén xép loai nhu’ la mot bat
Pa hoi nao nho trd thudng & giai doan mudn cua
di tru.

Chia thanh nhan ndo cd dién  Nén dugc mo ta dua trén mirc
) (LIS1) va cac bién thé khac  d6 nghiém trong va d chénh
Nhan nao clia nhan nao. clia cac bat thuong hoi nao,
do day vo nao va cac bat
thudng nao khac kem theo.

Chua xép loai Thudt nglr méi dé mo ta bat
Loan san vo nao thuGng hinh thai cua vo nao.
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MOT SO DAU HIEU HINH ANH GO1Y
BAT THU'ONG PHAT TRIEN VO NAO (MCD)
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1. Thay doi kich thwée vong dau
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KiCH THUGC PAU 7 @ P

P&u to >97 bach phan vj Pau nhé <3 bach phan vj

——
—— — — ]
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25 tuan 2 ngay
Vong dau< 1bpv

26 tuan 5 ngay
Vong dau< 1bpv

RIS
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chrl:
197102332-
197102333

NM_018136.5:

€.6918dup
(NP_060606.3:

p.GIn2307ThrfsTer11)

Dot bién léch
khung

— Dangdi| Doéng/ 2 Thay ddi Nucleotit/ s v sepy o Phan lép
—1 G <3 Vit H a Kiéu hinh o

— - truyén | Dihop L Axit amin wau dot bién
— Microcephaly;

— chr16 c.1790C>T Dot bién sai GrauaLoewlopment Cé thé gay
] : : i

——|MTSSIL |Troi Dih : dela

— i 'NOP 190664131 |(NP_612392.1: nghia Y s bénh

— Intellectual disability

— p.Thr597Met) .

— Hypotonia

Microcephaly 5,
primary, autosomal
recessive (AR)

Chua duoc
bao cdo trén
Clinvar

chrl:
197142801

NM_001206846.1:

c.1451del

(NP_001193775.1:
p.Asn484llefsTer48)

Dot bién léch
khung
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Microcephaly 5,
primary, autosomal
recessive (AR)

Chua duoc
bao cdo trén
Clinvar
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TO NUA NAO )

RSHCM 2025 Courtesy Dr C. Di Rocco (ltaly)
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2. Bat thwdng phat trién ranh Sylvius
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—— 20 weeks

———— 22 weeks \

————— )4 weeks

ULTRASOUND <

in Obstetrics & Gynecology isuog

Original Paper (& Free Access

Abnormal Sylvian fissure on prenatal cerebral imaging:
significance and correlation with neuropathological and
postnatal data

L. Guibaud i L. Selleret, J. C. Larroche, A. Buenerd, F. Alias, P. Gaucherand, V. Des Portes, J.-P. Pracros

(a)

26 weeks

k = (posterior half % overridden)

(smooth angle)

(angle 45°) (posterior half % overridden)
A
32 weeks z
(angle 90°) (posterior half completely overridden)

RSHCM

ULTRASOUND O

in Obstetrics & Gynecology isuog

Original Paper [ Free Access

Transvaginal three-dimensional ultrasound assessment of
Sylvian fissures at 18-30 weeks' gestation

L. C. Poon ¥, D. S. Sahota, P. Chaemsaithong, T. Nakamura, M. Machida, K. Naruse, Y. M. Wah, T. Y. Leung
, R. K. Pooh
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ZELLWEGER. S LIS]
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3. CAc moc phéat trién vé ndo cham hon so v&i tudi thai
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Fissure Sk

IIGRI=Z{050

18.5-21.9
23.2-24.3

23.2-21.9

S. Ghai et al. Radiographic 26:389., 2006
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HOI CHUNG MILLER DICKER

28 TUAN 1 NGAY

NST1-22 va NST gidi SEQ[GRCh38]del(17)(p13.3-p13.2)
tinh (ISCN/HGVS) NC_000017.11:g.150,207_4,596,705del

KET LUAN: Phat hién mat doan trén nhiém sic thé sé 17 (del(17)(p13.3-p13.2))
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4. CAc cudn ndo phat trién bat thwong
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PA HOI NAO NHO
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Results ( | ) Physiological Change of IHO

i

14 16 I8 20 22 24
Gestational Weeks

GOURD-Shaped IHO Gestational Weeks
Casel Case2 Case3 Case4

o o Y T
& 21 )| 72,

=\

~

Gourd sign I 9weeks | 9weeks 25weeks 2 lweeks | 8weeks

Delivery TOP TOP autopsy 36w Delivery 37w Delivery 40w Delivery

Exome. SNP Negative |7p 13.3 patrial trisomy(Mat)
Neurological Deficit
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5. Mat lién tuc vé ndo hoac co khe hé
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5. Thanh n&o that khéng déu
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LAC CHO CHAT XAM DUOT MANG NAO THAT | SD2
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6. Not tang am trong nhu mo
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% CAac bat thwdng vo néo l1a rat da dang va phure tap

% Thoi diém xay ra ton thwong trong giai doan phai thai
quyét dinh nhiéu dén mwrc d6 nghiém trong cua bat
thwdng phat trién vo nao.

% < Viéc nhan biét cac hinh anh trwdc sinh: siéu am va
—— dac biét CHT la rat quan trong trong viéc chan doan
% bat thwdng phat trién vo nao.
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