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PHIEU KET QUA XET NGHIEM NlFTypro

(BM02/QTQL 28)
M3 s6 XN: 24B0402533 BS chi dinh: TSBS Nguyén Khdc Han Hoan (MSG: 263)
Ho tén: KET QUA MAU NIFTY PRO Ngay sinh: 08/11/1994 Gidi tinh: Nit
Dia chi: 101/24 Nguyén Chi Thanh, P.9, Q.5, TPHCM Dién thoai: 088.xxxx.211 SG6 CCCD: 012345xXXXXXX
Th6ng~tin mau xét nghiém ) Nai 18y mau: Phang Xét nghiém ISOLABO
Loai mau: Mau Chét lugng mau: Dat Ngay, gig Idy mau: 26/05/2024
SO thai: 1 Tubi thai khi I8y mau: 12 Ngay, giG nhan mau: 30/05/2024 07:40

Chi dinh: Xét nghiém gidi trinh tu gen bang k¥ thudt GTT thé& hé 2 (NIFTY Pro)

KET QUA: Phan suat cfDNA thai (=3,5%): 5,939%
TRISOMY 21 TRISOMY 18 TRISOMY 13
Nguy cg thap Nguy cg thap Nguy cgd thap
Xac suat: 1/7043214943 Xac suat: 1/1308844172 Xac suat: 1/4192689308
Z score: -0,371 Z score: 0,376 Z score: 1,724

CAC PHAT HIEN KHAC:

xo v | TRISoNY che i she e
Nguy cd thap Nguy cd thap Nguy cd thap Nguy cd thap Nguy cd thap
92 HOI CHUNG MAT, LAP POAN NHIEM SAC THE PHAT HIEN TINH cO
Khong phat hién Khong phat hién

KET LUAN: NGUY CO THAP LECH BOI NHIEM SAC THE, THAM VAN BAC SI VE KET QUA XET NGHIEM.

Thiét bi: Héa chat, thiét bj va qui trinh do BGI chuyén giao: MGISP-960 va DNBSEQ-G400. M3 QT: QTKT 11*

Phuong phap: NIFTY® la xét nghiém sang loc trudc sinh khong xam Ian léch bdi nhiém sic thé, hoat dong béng cach tach cfDNA me va
cfDNA thai tr m3u mau me va giai trinh tu toan bd hé gen bang cong nghé Gidi trinh tu’ th& hé méi. S6 lugng doc déc trung ciia mdi nhiém sic thé
dugc tinh toan va so sanh véi mau tham chiéu t5i wu. DI liéu dudc phén tich bing thudt toan tin-sinh ctia BGI dé dua ra két qua danh gia cho cac bat
thuGng dugc khao sat.

Luu y: NIFTY® la mdt xét nghiém sang loc, KHONG phai la xét nghiém chan doan, nén khéng thé loai trir kha ning duong tinh gia va
am tinh gia. Nguyén nhan c6 thé lam cho xét nghiém khdng chinh xac bao gdm: khadm & me/thai nhi/nhau thai, phan suit cfDNA thai thap, truyén
mau, phau thuat cdy ghép, liéu phap t& bao gdc, liéu phap heparin, bat thudng nhiém sic thé ctia cha me hoéc ngudi mang thai hd, va/hoéc cac bat
thudng khac. M4t hodc I&p vi doan 92 héi chiing néu dugc phat hién trong xét nghiém nay ciing cd thé do cac yéu t6 di truyén khac gay ra. Bénh nhan
ludn can dugc chuyén gia y t& chi dinh xét nghiém, xem xét két qua, cho cac danh gid va thuc hién cac chan doan can thiét tiép theo. K&t qua nay
khdng phai la cd s& duy nhat d& chan doan hodc dua ra cac quyét dinh quan Iy thai va phai ludn dugc chuyén gia gidi thich trong bsi canh dit liéu 1dm
sang clia b&nh nhan. K&t qua nay chi 4p dung cho mau xét nghiém dan thai d& nhan nhu trén.

(*) Cac chi tiéu xét nghiém dat chirng nhan ISO 15189:2012.

Nang luc cia Xét nghiém NIFTY dan thai:

BAT THUONG PO NHAY PO PAC HIEU TAI LIEU THAM KHAO
T21 99,17% 99,95%
T18 98,24% 99,95% Ultrasound Obstet Gynecol, 2015 May;45(5):530-8.
T13 100% 99,96%

Del/Dup Zigm ggggz‘o’ gg:g;zz PL0S One.2016 Jul 14;11(7):e0159233.

BAT THUONG PO NHAY PO DAC HIEU PPV TAI LIEU THAM KHAO
X0 75% 99,9% 23,53%
XXX N/A N/A 70% BMC medical genomics vol. 5 57. 1 Dec. 2012 Chinese medical journal vol.
XXY 100% 100% 75% 133,13 (2020): 1617-1619.
XYY 100% 100% 80%

Théng tin ndy dua vao y van va dif liéu ndi bd phan anh két qua da phét hién trong qua khr, khdng phai 13 tinh trang clia mau xét nghiém nay.

TPHCM, ngay 06/05/2025

Trudng phong xét nghiém /\L( Bac si di truyén m J
CNXN. Nguyén Thi Diéu My TS.BS. Nguyé&n Khic Han Hoan ™
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PHIEU KET QUA XET NGHIEM

(BM02/QTQL 28)

NIF T o

Ma s6 XN: 24B0402533

BS chi dinh: TSBS Nguyén Khic Han Hoan (MSG: 263)

Ho tén: KET QUA MAU NIFTY PRO

Dia chi: 101/24 Nguyén Chi Thanh, P.9, Q.5, TPHCM

Ngay sinh: 08/11/1994 Gidi tinh: NIt
Dién thoai: 088.xxxx.211 S6 CCCD: 012345xXXXXXX

DANH SACH 92 HOI CHUNG MAT HOAC LAP POAN NHIEM SAC THE

Chromosome 1p36 deletion syndrome

Chromosome 10926 deletion syndrome

Chromosome 1g41-g42 deletion syndrome

Chromosome 10p12-p11 deletion syndrome

Chromosome 1p32-p31 deletion syndrome

Chromosome 10p duplication

Chromosome 2p16.1-p15 deletion syndrome

Chromosome 11p13 deletion syndrome

Chromosome 2g33.1 deletion syndrome

Chromosome 11p11.2 deletion syndrome

Chromosome 2g31.1 duplication syndrome

Jacobsen syndrome

Chromosome 2g37 deletion syndrome

Chromosome 1123 deletion syndrome

Chromosome 2g31.1 microdeletion syndrome

Chromosome 12q14 microdeletion syndrome

Chromosome 2q duplication

Chromosome 12p12.1 microdeletion syndrome

Chromosome 3pter-p25 deletion syndrome

Chromosome 12p duplication

Dandy-Walker syndrome

Chromosome 1314 deletion syndrome

Chromosome 3q13.31 deletion syndrome

Distal chromosome 13q deletion

Distal chromosome 3p duplication

Chromosome 14q11-g22 deletion syndrome

Chromosome 3q duplication

Chromosome 14g22 deletion syndrome

Chromosome 4p16.3 deletion syndrome

Proximal chromosome 14q deletion

Chromosome 421 deletion syndrome

Chromosome 14q duplication

Chromosome 4p duplication

Prader-Willi syndrome

Distal chromosome 4q duplication

Angelman syndrome

Distal chromosome 4q deletion

Chromosome 15g26-qgter deletion syndrome

Cri-du-Chat syndrome

Levy-Shanske syndrome

Chromosome 5q14.3 deletion syndrome

Chromosome 1514 deletion syndrome

Chromosome 5g12 deletion syndrome

Chromosome 15g24 microdeletion syndrome

Chromosome 5p13 duplication syndrome

Chromosome 1526 overgrowth syndrome

Chromosome 5p duplication

Distal chromosome 15q deletion

Chromosome 6pter-p24 deletion syndrome

Chromosome 16p12.2-p11.2 deletion syndrome

Chromosome 6g24-g25 deletion syndrome

Chromosome 16p12.2-p11.2 duplication syndrome

Chromosome 6g11-q14 deletion syndrome

Chromosome 16p13.3 deletion syndrome

Chromosome 6p deletion

Chromosome 16p13.3 duplication syndrome

Chromosome 6g15-g23 deletion syndrome

Proximal chromosome 164 duplication

Chromosome 6qg25-gter deletion syndrome

Smith-Magenis syndrome

Chromosome 6g26-q27 deletion syndrome

Chromosome 17p13.3 deletion syndrome

Chromosome 7q deletion

Potocki-Lupski syndrome

Chromosome 7g11.23 deletion syndrome

Chromosome 17p13.3 duplication syndrome

Chromosome 7g21-g32 deletion

Yuan-Harel-Lupski syndrome

Chromosome 7g31-g32 deletion

Chromosome 17p duplication

Chromosome 8p23.1 deletion syndrome

Chromosome 18p deletion syndrome

Chromosome 8p23.1 duplication syndrome

Distal chromosome 18q deletion syndrome

Langer-Giedion syndrome

Alagille syndrome 1

Chromosome 8g22.1 deletion syndrome

Chromosome 20p duplication

Chromosome 8qg22.1 duplication syndrome

Chromosome 2122 deletion

Chromosome 8p duplication

Chromosome 22q11.2 deletion syndrome

Chromosome 8q duplication

Chromosome Xp11.23-p11.22 duplication syndrome

Chromosome 9p deletion syndrome

Chromosome Xp21 deletion syndrome

Chromosome 9p duplication

Chromosome Xq27.3-g28 duplication syndrome

DiGeorge syndrome 2

Chromosome Xg21 deletion syndrome

Chromosome 10g22.3-g23.2 deletion syndrome

Chromosome Xq22.3 deletion syndrome
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CONG TY CO PHAN ISOLABO
PHONG XET NGHIEM Y KHOA

ISOLABO ==/
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Gidy phép: 05936/SYT-GPHD

CHINH SACH HO TRO SAU XET NGHIEM NIFTY

DC: 101/24-26 Nguyén Chi Thanh, P.9, Q.5, TP.HCM

Ho tén: KET QUA MAU NIFTY PRO

Ngay sinh: 08/11/1994
CCCD: 012345xxxxxx
Dién thoai: 088.xxxx.211
Ngay: 06/05/2025

Sau khi xét nghiém, néu thai phu cé két qua 13 “*nguy co cao” hodc “am tinh gia” (khdng bao gom cac phét hién tinh c& khac) thi s& dugc hd trg

tuy theo loai xét nghiém NIFTY nhu sau:

Két qua

Loai xét nghiém

Mirc ho trg toi da

1. Két qua nguy co cao

Néu két qua xét nghiém la nguy ca cao thi thai phu dugc ho trg dé& chan doan xac dinh
bang choc &i va xét nghiém nhiém s3c thé thai hoéic mién phi xét nghiém dich &i dé
chan doan tai Isolabo.

NIFTY Now, NIFTY Titan

2.500.000 dong

NIFTY Gold, NIFTY Twin

3.500.000 déng

NIFTY Pro don thai

5.500.000 dong

2. Phat hién am tinh gia Iéch bdi sau sinh

Néu két qua xét nghiém la nguy cd thap nhung sau dé bé dugc sinh ra va dugc bac si

chuyén khoa xét nghiém va chdn doan bi 1&ch bdi nhiém sic thé toan phan thé thuan
trong vong 1 ndm sau sinh thi thai phu dugc ho trg.

NIFTY Now, NIFTY Titan

200.000.000 déng

NIFTY Gold, NIFTY Twin

400.000.000 d6ng

NIFTY Pro don thai

400.000.000 déng

3. Phat hién am tinh gia léch boi tru'éc sinh

Néu két qua xét nghiém nguy cd thdp nhung sau d6 thai nhi dugc bac si chgyén khoa
xét nghiém va chan doén trudc sinh bj 1éch bdi nhiém s&c thé toan phan thé thuan va
dinh chi thai thi thai phu dugc hd trd.

T&t ca cac loai NIFTY

30.000.000 déng

4, K&t qua nguy co cao nhung thai phu khong thuc hién chan doan xac dinh
Néu két qua la nguy cd cao nhung sau dé thai phu khdng thuc hién chan doan xac dinh
va sinh con bi bat thudng thi khong thudc dién dugc ho trg.

T&t ca cac loai NIFTY

Khong thudc dién
dudc hd trg

5. Két qua am tinh gia xéa doan hoic lip doan nhiém sac thé

Néu két qua xét nghiém la “khong phat hién” d6i véi 92 hoi cerng mat, Iap doan nhiém
séc thé nhung sau dé thai nhi hodc bé sau sinh dugc bac si chan doan xac dinh bi x6a
doan nhiém s3c thé hosc 13p doan nhiém séc thé thi khdng thudc dién dudc ho trg.

NIFTY Pro don thai

Khong thudc dién
dugc ho trg

6. Két qua ‘khong co két qua’
Néu két qua la khong cd két qua’ (no-call) do phan sudt cfDNA thai thdp dudi ngudng
hodc do thanh phan GC vugt nguGng phan tich thi thai phu dugc ho trg.

T&t ca cac loai NIFTY

Mién phi 18y mau XN
NIFTY lan 2 sau 4
tuan hoac khi thai >
16 tuan

7. Cac truong hgp khong dugc ho trg

- Cac trudng hgp thudc dién chéng chi dinh NIPT: thai cd d6 md da gay (NT) = 3,5mm, thai di tit bam sinh, song thai tiéu bién (song
thai: 1 thai mat va 1 thai s6ng), tam thai, thai phu ho&c cha ctia thai nhi cé bat thung nhiém séc thé, thai phu bi bénh ac tinh, ghép t&
bao goc, ghép tang, diéu tri truyén mau trong vong 1 nam hodc béo phi ndng (BMI > 40).

« Thai bi léch bdi ban phan (partial aneuploidy), mat hoéc I&p doan nhiém sic thé, trao déi doan can béng.

« Thai bi thé kham b4t thudng nhiém séc thé (chromosome mosaicism)
« Cac phat hién tinh cG khac xuat hién trong qua trinh phan tich.

PIEU KIEN VA THU TUC PE PUOC NHAN HO TRO'

A. DIEU KIEN
« Tubi thai khi 18y mau = 10 tuan
« Thudc cac trudng hgp 1, 2, 3 néu trén
« Thai phu khong thudc trudng hop 4, 5, 6, 7 néu trén

B. THU TUC

D& dugc nhan chinh sach hd trg, thai phu can chudn bi va cung cdp day du cho phong xét nghiém hd sq sau day:

1. PGi vGi trudng hop NIFTY nguy co cao

+ Két qua xét nghiém NIFTY va can cudc cong dan hoac hd chiéu (gidng véi thong tin trén phiéu chi dinh va két qua xét nghiém NIFTY).
« Gidy chi dinh thu thuat choc 6i hoac choc mau cudng ron clia bac si va héa don thanh toan tién thd thuat nay.
- Ban gbc két qua karyotype hodc QF-PCR hoéc FISH hodc MicroArrray ctia mau dich Gi va hda don thanh toan tién xét nghiém nay.

2. DOi vGi truang hgp am tinh gia

+ Két qua xét nghiém NIFTY va can cudc cong dan hoac hd chiéu (giéng vai thong tin trén phiéu chi dinh va két qua xét nghiém NIFTY).

- Pai vdi trudng hop thai dugc chdm dit thai ky trong vong 12 thang ké tir ngay thu thudt, cung cap ban géc: phiéu diéu tri, hda dan thanh
toan tién tha thuét dinh chi thai ky, gidy chi dinh thi thuat choc 8i cla bac si va héa dan thanh toan tién tha thudt nay, két qua xét nghiém
karyotype hodc QF-PCR hodc FISH clia mau dich i va hda don thanh toan tién xét nghiém nay.

- Péi vdi trudng hop tré sinh ra trong vong 12 thang ké tir ngay sinh, cung cap ban gdc: gidy khai sinh, két qua xé,t nghiém huyét thng me
con, két qua xét nghiém karyotype mau clia con va hda dan thanh toan tién xét nghiém nay, két qua kham va chan doan cuia bac si chuyén

khoa.

Kinh chiic quy khach va gia dinh nhiéu sirc khée va hanh phic./.
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