38. ROI LOAN PHO ZELLWEGER (ZELLWEGER SPECTRUM DISORDER)
CAC PIEM CHINH
THUAT NGU

. 4 .
« Réi loan sinh téng hop peroxisome di truyén lan trén NST thuong do bat thuong gen
PEX v6i biéu hién kiéu hinh tir nhe dén nang

HINH ANH
» Ndo: gian ndo thit bén véi bd khong déu (thudong bat doi ximg), gia nang quanh néo
thét, thiéu san tiéu nio

o MR dugc khuyén céo trong cac trudng hop nghi ngd: di trd té bao than kinh bét
thudong, nang ly giai té bio mam (germinolytic cysts), qua trinh myelin hoéa bi suy
giam nghiém trong, da hoi ndo nhé/hdi ndo rong (pachygyria)

e Than: Than ting 4m; tim kiém vi nang
» Pudng ti€u hda: Rudt ting am, gan lach to

» Co xwong: Loan san sun voi hoa dang duc 16 & dau xwong (Chondrodysplasia

punctata with epiphyseal stippling), déc biét xuong banh ché

« So-mit: Trong trudng hop nghi ngd chan doan, dyng hinh 3D trong quy 3 c6 thé
théy thép trudce rong, mat phang va song miii réng

CHAN POAN PHAN BIET HANG PAU

e Trisomy 21

« Hoi chimg Prader-Willi (mat doan mét phan; NST sé 15 ciia ngudi bd)
« Teo co tiy (Spinal muscular atrophy) (SMN1)

+ Loan dudng truong lye co bam sinh (Congenital myotonic dystrophy), loai 1 (md

rong bo ba nucleotide (trinucleotide expansion); DMPK)



BENH HOC

« Céc bién thé gay bénh & gen PEX (13) dan dén 1 nong do cua nhiéu hop chat, lam

suy giam sinh tong hop peroxisome

CAC VAN DE LAM SANG

* Biéu hién & tré so sinh: An kém, giam truong luc co, co giat, nang than, bat thuong
xuong va hinh dang so-mat dac biét

o Tré so sinh bi anh huéng nang thudng tir vong trong nam dau doi

» Biéu hién thai tho 4u véi kiéu hinh nhe hon nhung vén b anh huéng déng ke

. ¥

(Tr4i) MR T2WI & mit cit vanh lic 32 tudn tudi cho thdy gidn ndo thét phai bat doi
ximg [, nang ly giai té bao mam kin déo 2] & sirng tran trai, da hdi ndo nhé lan toa
B vi cudng do tin hiéu chat tring bat thuong 221, (From DI Brain.) (Phai) MRI
T2WI & mit vanh ctia ciing mdt bénh nhan vao ngay thir 2 cua cude doi cho thdy nang
ly giai té bao mam = & sirng tran phai (cé nang bén trai nhung khong hién thj), da
hdi dai ndo va tidu nio lan toa MBS, va tin hiéu 1 bét thudong & chat tring sau =]
(From DI: Brain.)



(Trii) O thai nhi méc hdi chimg Zellweger (ZS) nay, khi danh gia ndo thai nhi thay

céc diu hiéu kin ddo bao gdm gidn nio thit nhe bét di ximg (khong hién thi) va mot

nang nho canh hop vach trong sudt (CSP) trong ranh do6i thi-nhan dudi
(caudothalamic groove). (Phai) Siéu 4m mit cat ngang than phai & tré so sinh mac ZS
cho thay 1 d6 hoi 4m & than 22 16n hon nhiéu so vdi gan bén canh = Ngoai ra, con

thay mot s6 nang nhé & vo ndo =>4 Loan san than dang nang 1a dau hiéu khéng dic

hiéu nhung thuong gap ¢ thai nhi va tré em méc Z8S.



ROI LOAN PHO ZELLWEGER (ZELLWEGER SPECTRUM DISORDER)

THUAT NGU
Tir dong nghia

* Hoi chimg Zellweger (ZS), bénh loan dudng chit tring thuong than so sinh (NALD-
neonatal adrenoleukodystrophy), bénh Refsum tré nho (IRD), héi chirng ndao-gan-than

(cerebrohepatorenal syndrome)
Pinh nghia

» R6i loan sinh tﬁng hop peroxisome di truyén lin trén NST thudng do céc bién thé
gay bénh cta gen PEX véi biéu hién kiéu hinh tir nhe dén ning

» Roi loan phd Zellweger (ZSD) bao gém ZS, NALD va IRD

o Kiéu hinh trwée sinh (ZS) thudong ning va han ché su séng

HINH ANH

Pic diém chung

« Manh méi chin doén tét nhat

o Giin nio thit bén bit dbi ximg, thiéu san tiéu ndo, than vi nang ting im

— C4c dau hiéu trén siéu am cé thé thic day chup MR nio cho thiy cac bat thuong

nghiém trong

Dau hiéu trén siéu 4m

* N3o

o Gian ndo thit bén véi bo khong déu; thuong bat doi ximg
o Gia nang quanh n#o thét

. A " « 1 s
o Thiéu san tiéu nio




» Thén: Thén ting 4m; tim kiém vi nang

» So-mat: Trong trudng hop nghi ngd chan doén, dung hinh 3D trong quy 3 c6 thé
thay thép truée rong, mit phing va séng miii rong

* Duong tiéu héa: Rudt tang 4m, gan lach to

» Co xuong: Loan san sun véi héa dang duc 15 & dau xuong (Chondrodysplasia
punctata with epiphyseal stippling), dic biét xwong banh che

* Thai chdm tang truong, dé6 mo da gay day
Déu hiéu trén MR
* Thuc hién MR néo trong trudng hop nghi ngd

o Di trd té bao than kinh bat thudng, nang ly giai té bao mam (germinolytic cysts), qué
trinh myelin héa bi suy giam nghiém trong

o Pa héi nfio nhé, hoéi ndo rdng, thé chai mong, lac chd chat x4m dang dai
CHAN POAN PHAN BIET

Trisomy 21

« Giam truong luc co; khuén mat déc trung

Hbi chirng Prader-Willi (Mat doan Pat Chr15)

- Giam truong lyc co rat ning; bi kém; da 6i trude sinh va ngoi mong, sinh non
Teo co tiiy (SMN1)

« Giam truong luc co, suy ho hap cén thé may

Loan dwéng trwong luc co bam sinh, loai I (DMPK)

« Giam truong luc co, yéu co nang khi sinh, suy ho hip

BENH HOC



Piic diém chung

« Céc bién thé giy bénh & gen PEX (13) din dén ting ndng d6 ciia nhiéu hop chat, 1am
suy giam sinh téng hop peroxisome

o Tang nong dd axit béo chudi rat dai nhu axit phytanic, plasmalogens, pipecolic va

axit mat

CAC VAN DE LAM SANG

Biéu hién kiéu hinh

« Cac déu hiéw!triéu chimg hay gip nhat

o Giam truong luc co, bu kém

o Hé than kinh trung vong: Pong kinh, suy giam nhan thirc

o So-mit: Mit phing, séng miii rong, thop trudce 16m, dwomg khép rong
o Mit: Puc thuy tinh thé, rung giit nhin cau (nystagmus)

o Piéc va suy giam thj luc

o Xuong: Loan san sun véi hoa dang duc 16 & dau xwong, dic biét xwong banh che
o Puodng tiéu héa: Gan to, r6i loan chirc nang gan

o Pudng niéu-duc: Loan san than kém suy giam chure ning

Dich té hoc

* ] trén 50.000-79.000 & Hoa Ky

Dién tién tir nhién va Tién lwgng

» Kiéu hinh c6 thé thay ddi v6i biéu hién tir nhe dén niing



o Tre so sinh: Ba kém, giam truong lyc co, co giat, nang than, bat thuomg xuong va
hinh dang so-mit dic biét; tré so sinh bj anh hudng nidng thudng tr vong trong nam
dau doi

o Biéu hién thoi tho 4u: Kiéu hinh nhe hon véi suy giam thi lyc va diéc, rdi loan chirc
ning gan, suy tuyén thugng than, bénh 1y thin kinh, soi than oxalate

o Hiém khi phét hién dugc trude sinh trir khi tién sir gia dinh duong tinh
Diéu tri
» Khéng cé phuong phap diéu trj khoi bénh, chu yéu mang tinh hé trg

o M¢ thong da day (Gastrostomy), méy tro thinh, phiu thudt thay thiy tinh thé, liéu
phap thay thé tuyén thugng than, thuéc chéng déng kinh

BANG KIEM CHAN POAN
Cic diém céan lru ¥
» Gian ndo thit bén bit dbi ximg véi bd khdng déu, than ting 4m kém nang than

o Xem xét chup MR dé xac dinh cac bat thuong vo nio dién rong va chi dinh xét
nghiém gen PEX trong ZS

Tai liéu tham khio

. Lu P et al: A Chinese newborn with Zellweger syndrome and compound

heterozygous mutations novel in the PEX1 gene: a case report and literature review.
Transl Pediatr. 10(2):446-53, 2021

2. Cheillan D: Zellweger syndrome disorders: from severe neonatal disease to atypical
adult presentation. Adv Exp Med Biol. 1299:71-80, 2020

3. Shen O et al: Prenatal observation of nystagmus, cataracts, and brain abnormalities

in a case of Zellweger spectrum disorder syndrome. Prenat Diagn. 36(9):894-5, 2016



4. Aydemir O et al: Fetal echogenic bowel in association with Zellweger syndrome. J
Obstet Gynaecol Res. 40(6):1799-802, 2014

5. Steinberg SJ et al: Peroxisome biogenesis disorders, Zellweger syndrome spectrum.
Gene Reviews. Published January 12, 2003. Reviewed October 29, 2020. Accessed
August 28, 2020. https:ffwww.nchi.nlm.nih.govfbmksz’NBKl443f



