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Kham khu tri banh nhau (Confined Placental Mosaicism - CPM) c6 1& 14 nguyé&n nhan phd bién
nhat din dén két qua "Dwong tinh gid" trong NIPT. Hién twong nay l1am ndi bat khodng cach sinh
hoc gilta banh nhau va thai nhi thyec su.

1. Sw "chia tach" vé mat sinh hoc
Dé hiéu vé CPM, chung ta phai nhin lai giai doan phéi sém (giai doan phdi nang - blastocyst).

« Sy phan chia: Cac té bao duwoc chia thanh hai nhém: Khéi té bao néi phdi (Inner Cell Mass
- s& phat trién thanh Thai nhi) va La nudi (Trophoblast - sé& phat trién thanh Banh nhau).

X

« S cb: Doi khi, mét "16i" di truyén (sw khdng phan ly nhiém sac thé) xay ra chi & nhirng té
bao dinh hinh nén banh nhau.

2. "Cu Itra" tir hai ban hwéng dan khac nhau

Hay twéng twong "Nha may" (Banh nhau) va "Cha s& hiru" (Thai nhi) 1é ra phai dung chung mét
cubn cdm nang hwéng dan di truyén giéng hét nhau. Tuy nhién:

« Thai nhi: C6 cudn cdm nang hoan hao véi day da 46 chwong.

« Banh nhau: C6 sai sét trong cudn cAm nang ctia minh — dw thira mét Chwong 21 (Tam boi
thé 21/Trisomy 21).

3. Tai sao hé thong dém cua NIPT lai that bai?

Hay nhé rang, NIPT chi ldy mau cac manh "gidy vun" (DNA tw do) tréi néi trong mau me. Nhirng
manh vun nay dén gan nhu duy nhat to banh nhau (14 nudi), chir khéng phai tir thai nhi.

« May quét NIPT thay sy du thira dot bién clia cac manh thuéc Chwong 21.
« N6 két luan bang toan hoc: "Cé qué nhiéu Chuong 21 & day. Nguy co cao méc Trisomy 21!"

« Thuwc té: Phan DNA du thra d6 chi khu tra tai banh nhau. Ban than em bé vé mat di truyén
la "Euploid” (Binh thuong).



4. Hé luy lam sang

Kich ban Banh nhau|| Thai nhi || Két qua NIPT | Tinh trang thuc té
Binh thuwdng 46 46 Nguy co thap Binh thuwdng
CPM (Cu ltra) 47 46 Nguy co cao Dwong tinh gia

€ Giai phap "Tiéu chuan Vang"
NIPT chi la xét nghiém sang loc, khéng phai xét nghiém chan doan. Quy tac chuan la luén thuc

hién Choc 6i (Amniocentesis) dé xac nhan két qua NIPT nguy co cao.

Khac v&i NIPT, choc 6i 1ay mau té bao tir dich 6i (c6 ngudn gbc tir da va bang quang cua thai nhi),
gitp chung ta tiép can cudn cdm nang "that su" clia em bé, chir khdng phai phién ban 16i ctia "nha

2 "

may".

Tém lwoc:

CPM xay ra trong khoang 1-2% cac trwéng hop thai ky. Day la ly do chinh khién nhiéu nguoi
me phai lo so tot do vi két qua NIPT "Dwong tinh", dé réi sau d6 nhan ra con minh hoan toan khée
manh thdng qua cac xét nghiém xam lan.

5. THONG BAO TU’ VAN LAM SANG: HIEU VE CPM TRONG NIPT

5.1. Ban chéat cta sw "sai léch"

NIPT thwe chat la xét nghiém DNA banh nhau (Placental DNA), khdng phai DNA truc tiép t thai
nhi. Trong qua trinh phan chia phoéi sém, mét 16i di truyén cé thé xay ra va chi khu tru tai cac té bao
la nudi (Trophoblasts).

« Hién twong: Banh nhau mang bd nhiém sac thé bat thwong (vi du: Trisomy 21), nhwng thai
nhi lai c6 bd nhiém séc thé hoan toan binh thuéng.

« Hau qua: NIPT dém thay du thira manh vun DNA va b&o "Nguy co' cao", di em bé khéng
hé mac bénh.

5.2. Ba kich ban lam sang can lwu y

Khi tw van cho bénh nhan co két qua NIPT nguy co cao nhwng siéu am binh thwong, can giai
thich vé 3 kha nang:

i. Trisomy thwe sw: Ca banh nhau va thai nhi déu bat thuwéng (NIPT dung).



ii. Khdm khu tri banh nhau (CPM): Chi banh nhau b4t thwéng, thai nhi binh thweng (NIPT
dwong tinh gia).

iii. Khdm khu trd thai nhi: Banh nhau binh thwdng nhwng thai nhi bat thweng (NIPT am tinh gia
- trwdng hop nay hiém gap hon).

5.3. Quy trinh xtr tri (Action Plan)
Khi gap két qua NIPT "Dwong tinh" (High Risk):

e Buwdc 1 - Tran an tam ly: Giai thich cho san phu rang NIPT 1a xét nghiém sang loc, khéng
phai chan doan. Mot két qua "Nguy co cao" chwa phai 13 1&i khéng dinh cubi cung.

« Budc 2 - Bbi chiéu siéu am: Kiém tra cac chi sb hinh thai (46 mé da gay, xwong mdii...).

« Budc 3 - Chi dinh "Tiéu chuan vang": D& xuat Choc i (Amniocentesis).

o Taisao? Vité bao trong nwdc bi cé ngudn gbc tir da, dwdng tiét niéu va tiéu hoa cla

thai nhi. Day méi la "ban sao" chinh xac nhét vé di truyén ctia em bé.
5.4. Théng diép then chét cho bénh nhan

"NIPT giéng nhw viéc ching ta kiém tra nhitng manh vun roi ra tie hang rao cia mét ngoi
nha. Déi khi hang rao cé thé bj 16i hodc hw héng (bdnh nhau), nhwng ngéi nha bén trong
(em bé) van hoan toan vikng chiac va xinh dep.”

6. Phan bé sung hoc thuat nang cao cho ban théng bao:
PHAN LOAI LAM SANG CPM

Chung ta can phan biét 3 loai CPM (theo phan loai ctia Kalousek va Dill):

TABLE

Characteristics of different types of confined placental mosaicism

Characteristics Type 1 Type 2 Type 3

Layers involved Cytotrophoblast Mesenchyme Cytofrophoblast and mesenchyme
Likely origin Mitotic errors Meiotic errors

Commonly involved chromosomes 2.3.1,810.12 14, 15, 16, 22

Expected NIPT result High-risk Low-risk High-risk

NPT, noninvasive prenatal testing.

Raymond. Origins of false-positive cell-free DNA screening results. Am | Obstet Gynecol 2024,

6.1. CPM Type | (Khu tri & La nuéi hop bao - Cytotrophoblast)




« Déc diém: BAt thwong nhiém sac thé chi xuét hién & cac té bao la nuéi (Iop té bao truc tiép
tiép xuc véi mau me).

« NIPT: Kha nang rat cao cho két qua Duwong tinh gia vi NIPT chi yéu gidi trinh tw DNA t»
céac té bao nay.

« Choc bi: Thudng sé cho két qua karyotype binh thuwong.
6.2. CPM Type Il (Khu tri & Trung m6é dém banh nhau - Mesenchymal Stroma)
« Déc diém: BAt thwdng chi nam & 16i trung mé clia gai nhau.

« NIPT: C6 thé cho két qua Am tinh gia vi 1&p |4 nudi bén ngoai (ngudn chinh cla cfDNA) lai
binh thwdng.

« CVS (Sinh thiét gai nhau): Néu chi ldy mau trung mé, cé thé phat hién bat thwdng, nhung
thai nhi van binh thuéng.

6.3. CPM Type lll (Ca La nudi va Trung mo)

« Dé&c diém: Ca hai thanh phan ctia banh nhau déu c6 dong té bao bat thwéng, nhwng thai
nhi thi khéng.

« Tién lwong: Day 1 loai c6 nguy co cao nhéat gay ra tinh trang IUGR (Thai cham tang trwéng
trong t&r cung) do chirc ndng banh nhau bi suy gidm dang ké b&i dong té bao aneuploidy.

A

Trong mét sé trwong hop CPM (dac biét la lién quan dén NST 11, 14, 15), co’ ché "Trisomy
Rescue" ctia phoi cé thé tw loai bé mét nhiém sac thé dw thira dé tré vé trang thai nhi boi
(disomy).

Tuy nhién, néu hai chiéc con lai déu dén tir cing mét bé hoac mét me (UPD), diéu nay sé
dan dén cac réi loan di truyén theo co’ ché Imprinting (nhw héi chirng Prader-Willi hoic
Angelman).

Hanh dong:

7. Két luan:

Két qua NIPT "Bat thwong” khéng chi Ia mét con s6; né 1a mét bai toan sinh hoc phirc tap
doi héi sw hoi chan vé&i cac bac si lién nganh lién quan.
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