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M ta thay déi

Da cdp nhat ndi dung sau:

» Gidi thiéu Giao dién nguGi dung web.

« Xem trang thai hé thong va bao dong trén bang
diéu khién.

« Danh sach tén thu muc O dfa cuc bd.

« Anh xa 6 dia may chti cho May chu tai ché.

D3 thém cdc muc sau:

e Cap nhat may cha.
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M0 ta thay doi

Da cap nhat ndi dung sau:

Chu thich trong d6 hoa Téng quan kién tric

Mo ta doi twgng mau clia quan ly 16.

Hudng dan cho cac mau dudgc tdi 1én trong qua
trinh tach huyét tuong.

Hudng dan than trong khi str dung méa vach va tai
sr dung k&t hop mau.

Da thém cac muc sau:

Lam rd rang thtr tu mau khong dugc kiém tra béi
Workflow Manager.

Yéu cau doi véi trudng Run Name (Tén Ian chay)
trong hudng dan Local Run Manager.

Tham chiéu dén Hudng dan stir dung phan mém
Sequencing Analysis Viewer dé dugc hudng dan
gidi thich chi s6é QC.

Hudng dan diéu chinh can thiét dé chay lai sau khi
mot nhdom mau bi 16i.

Giai thich va thong tin khac phuc sy cd cho 16i
Nhiém ban cap do dia mai.

Hudng dan bat/tat ngudn hé thang.

Lam rd vé cac can nhac vé moi truong.

Théng tin trong cac chi sé bao cdo bd sung vé gidi
han trén va dudi clia NES lién quan dén 16i iFACT.

D3 thay thé tat ca cac truong hop "sequencer” bang
"hé théng giai trinh tu thé hé tiép theo" hodc "hé
thong giai trinh ty".

Da x6a mo ta cac bang thong tin mau cho cac 16 lai dé
phUu hop vai chirc ndng ctia phan mém.
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M0 ta thay doi

Céc tuy chon cau hinh may chu dugc stra doi dé tang
cudng bao mat. Viéc thay déi mat khau ty déng hda
trén ML-STAR yéu cau nhén vién bao dudng tai hién
truong lllumina phai dén hién truong.

Lam rd cac hudng dan dé thém thong tin mé& vach
vao cac bang thoéng tin mau dau vao va dé tailén cac
bang thong tin mau cho céc 16 lai.

D3 cdp nhat cac hudng dan dé tao tén ngudi dung.
D3 xda tham chiéu dén truong Network Password
(Mat khdu mang) khoi hudng dan c4u hinh may chu.
D3 cép nhat vi du dugc cung cap cho xdéa mét phan
hodc bat thuong trung lap.

D3 thém quy tac sap xép cho truong anomaly_
description (mo ta bat thuong). Doi véi cac bat
thudng trong cung mét nhiém sac thé, di bdi toan bd
nhiém sac thé xay ra trudc cac su kién xda hoadc sao
chép mot phan.

D3 thém cot Loai va Regex vao bdo cdo K&t qua,
Thong bédo va Xt ly.

Céap nhat tur nglr trong toan bd tai liéu dé cai thién do
rd rang.

Cap nhéat dia chi cla Dai dién dugc Uy quyén tai chau
Au.
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M0 ta thay doi

D3 thém hudng dan cho céc tinh nang M& hoa ban
sao luu va Mat khdu mang mdi.

D3 cdp nhat phan Tai xudng va Cai dat chirng chi
véi hudng dan chi tiét hon.

D3 thém budc dé nhap Mat khau mang va nhac
nha tao ching chi vao muc Cau hinh may chi cho
Workflow Manager.

D3 cap nhat anh xa O dia may cht dé chi ra quyén
ngudi dung cua quan tri vién va kha nang tuong
thich clia phién ban SMB d& cap nhét.

P43 thém tham chi€u dén muc M3 hda ban sao luu
vao Luu trir dir liéu cho May chu tai chd.

Da thém luu y vao muc gidi thiéu Ul web phan mém
xét nghiém cho biét khong thé truy cap phan mém
gua cac thiét bi di déng.

Da thém ghi chu lam rd vé cach viét hoa thdng tin
dau ra trong Bao cdo NIPT.

D3 cap nhat ban trinh bay théng tin tuy chon gia tri
dé dé doc trong phan Bao céo két qua va thong
bao.

Da cap nhat quy udc dat tén cho Workflow
Manager dé€ hién thi tén phan mém day du cua
VeriSeq NIPT Workflow Manager mot cach nhat
quan.

D3 cép nhat cac chu dé Dau vao bang thong tin
mau va Tai lén bang théng tin mau dé lam ré gidi
han chirc ndng cua viéc tai Ién bang théng tin mau.
Da cap nhat dia chi clia Nha bao trg tai Uc va
lllumina Netherlands.
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M0 ta thay doi

e D& thém muc Cac luu y vé méi trudng cho VeriSeq
Onsite Server v2.

» D3 cap nhat trinh bay bat thuang nhiém sac thé
gidi tinh trong muc Bdo cédo két qua va théng bao
clia Phu luc B d€ phu hgp véi ban trinh bay trong
Bao cao NIPT.

P43 thém chi ti€t vao cac bao cdo cta NIPT va Phu luc
cho phu hgp vdi tai liéu dao tao.

Phat hanh Hudng dan sir dung phan mém VeriSeq
NIPT Solution v2 cho khach hang st dung.

Ban phat hanh ban dau chi danh cho st dung ndi bd

vii
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VeriSeq NIPT Solution v2

Gidi thiéu

VeriSeq NIPT Solution v2 la mét xét nghiém chan doan trong 6ng nghiém nham sang loc dua trén giai

trinh tu d€ phat hién di béi thai nhi tir cdc mau mau toan phan ngoai vi ciia me & phu nir mang thai it nhat

10 tuan tudi thai. Xét nghiém nay cung cap hai tly chon vé loai sang loc: co ban va toan b hé gen. Loai

sang loc ca ban chi cung cdp thong tin vé tinh trang dot bién di bdi cho cac nhiém sac thé 21,18, 13, X va

Y. Loai sang loc toan bd hé gen cung cap théng tin vé cac truong hop mat doan va 1ap doan mét phan

cho tat ca nhiém s3c thé thudng va tinh trang dot bién di bdi clia moi nhiém sac thé. Ca hailoai sang loc

nay dua ra tly chon yéu cau bao cédo vé dot bién di béi nhiém sac thé gidi tinh (SCA). Véi bat ky loai sang
loc nao, khong dugc sir dung san pham nay lam co s& duy nhat dé chan doan hodc dua ra cac quyét
dinh khac vé quan ly thai ky.

Kién trdc hé thdng VeriSeq NIPT Solution v2 bao gém cac thanh phan sau:

* VeriSeq NIPT Microlab STAR (ML STAR)—MGt thiét bi xtr ly chat long tu dong sir dung VeriSeq
NIPT Workflow Manager vaBo kit chudn bi mau VeriSeq NIPT dé€ chuan bj va theo d&i cac mau trong
thu vién. ML STAR s dung Phan mém xét nghiém VeriSeq NIPT v2 d€ chuan bi cac mau du dinh
phan tich, theo Hudng dan st dung dugc cung cép trong To théng tin san phdm VeriSeq NIPT
Solution v2 (sé'tai liéu 10000000787571).

* Thiét bi giai trinh tu thé hé tiép theo (NGS)—MO0t thiét bi gidi trinh tu toan bo hé gen cung cap kha
nang tao va gii trinh tu theo cum trén thié€t bi. Phan mém diéu khién cung cap cac budc dé thiét lap
mot [an chay gidi trinh tu va tao ra cac doan doc giai trinh tu cho tat cd cac mau trong nhom thu vién
dugc dinh lugng.

* VeriSeq Onsite Server v2—Ma3y chu luu trir Phan mém xét nghiém VeriSeq NIPT v2 va luu trit dit
liéu € phan tich dir liéu gidi trinh tu dugc két déi. Phan mém xét nghiém VeriSeq NIPT lién tuc theo
ddi va phan tich dir liéu gidi trinh tu va tao ra két qua mau, bao cdo quy trinh va théng bao.

Tai lidéu s6 1000000067940 v10
DUNG CHO CHAN DOAN IN VITRO.
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Hinh 1 VeriSeq NIPT Solution v2 Thanh phan

N Vs

VeriSeq NIPT Microlab STAR VeriSeq NIPT Onsite Server )

VeriSeq NIPT Workflow Manager Phan mém xét nghiém VeriSeq NIPT

Phwong phap VeriSeq NIPT B6 x® ly gidi trinh tw B6 xtr ly phan tich

Tach huyét twong Binh lvong thw vién

Kiém tra kha nang tuong . S
thich chay gidi trinh tw M) GIEH i el

Téch chiét cfDNA

Két hop mau

Man hinh giam sat hoan

thanh giai trinh ty Quy trinh phan tich NIPT

Chuan bj thw vién

QC gidi trinh tw QC phan tich
Trinh quan ly 16 Dich vu VeriSeq
VeriSeq NIPT NIPT
), Giao dién ngwoi dung web Trinh tao bao céo, canh bao
N may chu VeriSeq NIPT va théng bao qua email
B6 giai trinh tw thé hé moi
Phan mém diéu khién bo
giai trinh tw »
L o O dia cuc bd Co s& dir ligu
Mau két hep giai trinh tw

Kién truc hé théng

VeriSeq NIPT Solution v2 sir dung mang cuc bd (LAN) cla phong thi nghiém dé két ndi tat ca cac thiét bi
hé théng bang cach str dung cing mét mang con. S dung mang LAN cung cap kha nang dinh vi thiét bi
linh hoat va théng lugng c6 thé ma rong bang cach két ndi cac thiét bi va/hodc may tram ML STAR bd
sung. Hinh minh hoa sau ddy cung cap téng quan vé kién tric hé théng.

Tai lidéu s6 1000000067940 v10
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Hinh 2 T&ng quan kién trdc clia VeriSeq NIPT Solution v2

Mang cuc b cla
phong thi nghiém
. \ . [ 10ONQ tin/DT liu
Trinh quan ly chuén bi mau
quy trinh °
cbng viéc
Tao dit liéu gidi
Thiét bj gidi trinh trinh tu
tu thé hé méi i

Xem bao cdo NIPT/Truy cap
giao dién ngudi ding web
may chl NIPT

Luu trr dit liéu gidi

. trinh ty

(Khuy&n nghi)
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VeriSeqg NIPT Workflow Manager

o J o LAV AN
Gioi thieu
VeriSeq NIPT Workflow Manager dugc cai dat trén ML STAR va cung cap giao dién do hoa don gian va
truc quan cho phép tu dong chuan bi cac mau mau theo VeriSeq NIPT Solution v2. VeriSeq NIPT
Workflow Manager duy tri két ndi di liéu véi VeriSeq Onsite Server v2 cho muc dich xtr ly di liéu, luu trir,
theo d&i mau va thuyec thi logic quy trinh céng viéc.
VeriSeq NIPT Workflow Manager cung cap quyén truy cdp vao cac mé dun phan mém sau, con dugc goi
la cac phuong phap:
* VeriSeq NIPT Method
* VeriSeq NIPT Batch Manager
* VeriSeq NIPT Services

VeriSeq NIPT Method

VeriSeq NIPT Method (Phuong phap) chi dao qua trinh xtr ly tu déng cac mau trén ML STAR. Phuong

phép nay thuc hién cac budc xir ly sau:

* Tach huyét twong—Chuyén 1 ml huyét tuong dugc tach tir dng 18y mau. Logic xtr ly tao mét 16 véi
Phan mém xét nghiém VeriSeq NIPT. M6i 16 chira dif liéu mau, bao gém ma vach mau, loai mau, loai
sang loc, vi tri giéng va co bao céo gidi tinh.

* Tac chiét DNA ngoai bao (cfDNA)—Tinh sach cfDNA tir 900 pl huyét tuong.

* Chuan bi thu vién—Tao cac thu vién tir cfDNA tinh khi€t san sang dé gidi trinh tu. Céc thu vién bao
gom cac chi muc duy nhat cho moi mau trong 16.

*  Dinh lugng thu vién—Xac dinh néng do cfDNA bang cach str dung thuéc nhuém huynh quang xen
ké & dinh dang vi dia 384 giéng. DTa bao gom mot dudng cong tiéu chudn DNA dugc dén nhan va
ban sao clia m6i mau trong 16. Hé thdng sr dung cac chi s6 huynh quang tho tir dau doc vi dia va
tinh todn nong do mau dua trén dudng cong tiéu chuan.

* K&t hgp va Chuan héa—Két hgp cac thu vién thanh cac mau két hop don 1& dé gidi trinh tu. Hé
théng str dung cac néng dod da xac dinh trude dé dé tinh toan truyén thich hgp cho méi mau vao
trong 6ng mau k&t hop. Ong gdp mau sau dé da san sang dé giai trinh tu.

Tai lidéu s6 1000000067940 v10
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VeriSeq NIPT Batch Manager

VeriSeq NIPT Batch Manager quan ly trang thai clia cac mau, 16 va mau két hgp théng qua giao dién
ngudi dung. Hé thdng cho phép theo ddi mau trén nhiéu hé théng xtr ly chat 1dng va thiét bi giai trinh tu
va thdng qua quy trinh phan tich. D& biét thém théng tin vé quy trinh xtr ly mau, hay tham khao To théng
tin san pham VeriSeq NIPT Solution v2 (s6 tai liéu 1000000078751).

Ban cé thé quan ly cac mau trong quy trinh céng viéc thdng qua ba loai khac nhau, dugc goi la ddi tuong.

Céc doi tuogng nay dugc mé ta trong bang sau.

Doi

~ >

ota

tugng

Mau K&t qua tlr viéc xr Iy 1 ml mau huyét tuong tir mot 6ng mau duy nhat. Cac mau dugc
lién két véi ma vach cda 6ng mau (ma vach mau) va 16.

Lo DfTa goém 24, 48 hodc 96 mau dugc xur ly thong qua quy trinh Tach chiét cfDNA va
Chuan bi thu vién.

Mau Thé tich dugc chuan hoa va pha lodng cua cac thu vién chi muc kép san sang cho thiét

két bi. M6i mau két hgp chira t6i da 48 mau.

hop

Bang sau ddy mo ta cac hanh déng cé thé dugc ap dung cho cac ddi tugng trong qua trinh xtr ly.

Hanh  Doi

Bao cao

. Mb ta
dong tuong duogc tao
Vo Mau Sample Ma&u dugc ngudi dung gan co la khéng con hop 1& dé xr ly.
hiéu Invalidation Khdng cé két qua xét nghiém nao dugc tao ra cho cdc mau bi
(VO hiéu vo hiéu.
mau) Vi duy: Chuyén té bao mau c6 thé nhin thay trong khi Tach
huyét tuong.
L6 Batch L6 dugc ngudi dung gan co la khdng con hgp 1&. Néu xay ra
Invalidation viéc vO hiéu hoa 16 trudce khi tao mau két hop, tat ca cac mau
(V6 hiéu 16) sé bi vo hiéu.
Vi duy: Dia bj roi hodc xtr ly khdng ding cach.
Mau Pool Mau két hop duge ngudi dung gan cd la khong con hgp 1é.
két Invalidation Sau hai lan vo hiéu mau két hgp, tat ca cadc mau trong mau
hop (V6 hieumau  két hop nay déu bi vo hiéu.
két hop) Vi du: Toan bd thé tich mau két hgp dugc str dung trong hai
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Hanh  Daéi Bao cao o
A M6 ta
dong tuong duoc tao
L6iQC Mé&u Sample VeriSeq NIPT Solution v2 ty déng gén cd mau khéng hgp 1é
Invalidation do 16i clla mét chi s Kiém soat chat lugng (QC) cu thé hodc
(V6 hiéu do 16i xtr ly chat 1dng do hé théng phat hién.
mau)
L6 Batch VeriSeq NIPT Solution v2 ty ddng gan co toan bo 16 1a khéng
Invalidation hogp Ié. Vi dy: L6i hé théng trong qua trinh x( ly chat 1dng.
(V6 hiéu 16)
Hay Mau Sample Quan ly phong thi nghiém da gan co cho mau bi hdy. Khéng
Cancellation  co két qua xét nghiém nao dugc tao ra.
(HAy méau)
Chinh  Mau Sex Sex reporting (Bao cdo gidi tinh) dugc ngudi dung gan co la
stra Reporting Yes (Cd), No (Khéng) hodc SCA (Di boi nhiém sac thé gidi
thubc (Bado cdo gidi  tinh).
tinh tinh) e Yes (CO)—Gidi tinh cla mau dugc tao ra.
mau » No (Khéng)—Gidi tinh clia mau khong dugc tao ra.
o SCA (Di béi nhiém sac thé gidi tinh)—Chi c6 bao céo di bbi
nhiém sac thé gidi tinh.
Méau Sample Type Sample type (Loai mau) dugc ngudi dung gan cd la Singleton
(Loai mau) (Thai don), Twin (Thai d6i), Control (D6i ching) hodc No
Template Control (NTC) (Ching khéng cé khudn (NTC)).
Viéc chi dinh loai mau anh hudng truc ti€p dén viéc phén tich
xét nghiém. D& dam bao két qua xét nghiém chinh xac, loai
mau phai chinh xac.
Mau Screen Type  Screen type (Loai sang loc) dugc ngudi dung gan co la co
(Loai sang ban (chi 21,18, 13, X va Y) hodc toan b6 hé gen (tat ca cac
loc) nhiém sac thé).

Sau khi v6 hiéu héa, 16i QC hodc hanh déng huy, déi tugng khdng dugc x( ly thém. Cac hé théng quan ly
thong tin phong thi nghiém (LIMS) ¢ thé s&r dung céac bao cdo V6 hiéu mau dé cho biét viéc tai xtr ly
mau tlr 6ng 18y mau.

~ L. \V'N AN > ~ . =X
DU lieu dau vao bang thong tin mau
Bang thong tin mau dau vao cung cap thong tin mau lién quan dén bénh nhan bao gém loai mau va tinh
trang bao cdo nhiém sac thé gidi tinh. Hé théng yéu cau théng tin mau day du trudce khi cé thé tao cac
mau két hop gidi trinh tu.
Bang thong tin mau dau vao phai la mot tép tin van ban dugc phan tach theo tab (*.txt). Tén cot tiéu dé
trong tép tin phai khdp vdi tén cot tiéu dé chinh xac nhu ching xuat hién trong bang sau.
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Cot tiéu dé Loai dir liéu M6 ta
batch_name Chubi/Khoang  Bat Cho biét tén 16 ctia mau.
tréng budc  Phaikhdp vditén 16 da nhap vao phuong thic phat

hién (Workflow Manager) dé xac nhan rang bang
thong tin mau dau vao dugc lién két vdi 16 chinh xac.
Cé toi da 26 ky ty. Cot cé thé dugc dé tréng.
Céc bang thong tin mau khéng co cot tén_I6 sé
khoéng dugc chap nhan.

sample_ Chubi Bat M3 vach trén 6ng mau mau dugc nap vao ML STAR.

barcode budc  NEu mot gid tri s6 nguyén dugc sir dung lam ma
vach mau, gia tri nay khéng dugc vuot qua 15 chir
s0. M4 vach mau gém chit va s cé thé t6i da la 32
ky ty. Chi str dung s, chir cai, ddu gach néi (-) va
dau gach dudi (_). Ma vach mau khéng phan biét
chit hoa chit thudng. Ma vach phan biét chit hoa va
chir thuong khong dugce coi la duy nhat. Ma vach
mau phaila duy nhat va khéng dugc chi khac nhau
vé cach viét hoa. Vi duy, tén mau Sample01va
sample01 khong phai la duy nhat.

sample_type Chubi B4t Cho biét loai mau dé phan tich.
budéc  Cacgia tridugc phépla singleton (Thai don),
Twin (Thai d&6i), Control (P&i chting) VaNTC
(Chung khéng cé6 khudn).

sex_ Chuoi Bat Cho biét nhiém sac thé gidi tinh thai nhi dugc bao
chromosomes budéc cdo.
Cac gia tri dugc cho phép la yes (cd) (bao cao), no
(khoéng) (khong bdo cdo) va sca (di bdi nhiém sac
thé& gidi tinh) (chi bao céo cho di bdi nhiém sac thé
gidi tinh).

screen_type Chubi Bat Cho biét loai sang loc dé€ phan tich. Cac gia tri dugc
buéc  cho phép la "basic" (co ban) va "genomewide" (toan
bd hé gen).

Bang théng tin mau dau vao dugc tai lén trong qua trinh tach huyét tuong hoac két hgp mau va co thé
dugc tai Ién bang Batch Manager. Hé théng tu déng ap dung ma vach, loai sang loc, loai mau va béo cao
gidi tinh cho NTC. Thong tin khac nhau dugc yéu cau dua trén viéc liéu bang thong tin mau cé dugc tai
Ién trong qua trinh tach huyét twong hodc két hgp mau hay khéng. Théng tin mau dugc xac nhan trong
qua trinh tai 1lén mau. Workflow Manager khéng kiém tra thir tu mau. Cac mau dugc tai lén trong qua
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trinh tadch huyét tuong phai bao gém tat ca cdc mau trong 16 trir NTC. Trong qua trinh két hgp mau, hé
thGng yéu cau bat ky théng tin mau bi thi€u nao khéng dugc tai Ién trong qua trinh tach huyét tuong,
ngay ca déi vaoi NTC (tirc la nhiém sac thé gidi tinh va loai sang loc).

/AN THAN TRONG

DE tranh 16i, khéng dua thong tin mau hodc cac hang cho NTC vao bang théng tin mau trong
budc tach huyét tuong.

Ban cé thé kiém soat viéc nap mau dadi véi tat cad cdc mau trong mét 16 do LIMS tao ra hodc ddi véi cac
mau cu thé can phai kiém tra lai. Néu nap mau cho muc dich kiém tra lai, hdy nap vao cac vi tri md con lai
vdi cdc mau co san.

Chon tlr cac chién lugc sau ddy dé sir dung bang thong tin mau:

* Cac 16 dugc xac dinh trudc (cac 16 dugce tao LIMS)

* CAac |6 dac biét (cac 16 dugc tao VeriSeq NIPT Workflow Manager)

Cac 16 dugc xac dinh truéc

Ban cé thé stir dung LIMS dé tao ra cac 16 trudc khi bat dau xtr ly mau. Trong céc 16 dugc xac dinh trudc,

tat ca cac mau da duoc lién két vai mot 16 trude khi ching dugc tai 1én ML STAR. Bang théng tin mau

dugc tai Ién trong qua trinh tach huyét tuong bao gom moi mau trong 16, cling vdi tat ca théng tin mau.

Céc bang thong tin mau cho céc 16 dugc tao ra trong LIMS phai bao gom cac gia tri trong c6t ID Lo. Bao

gom ID 16 gitp dam bao rang tén ID 16 chinh xac da dugc nhap thd cong vao Workflow Manager khi bat

dau xur ly.

Phuong phap tiép cén 16 dugc xac dinh trudce sé khda cac mau chinh xac dugc nap vi hé théng yéu cau

tat ca cac mau trong bang thong tin mau phai nam trong 16. Khéng can thém théng tin. Phong thi nghiém

c6 thé tién hanh bao cdo cudi cing ma khéng can nhap di liéu bd sung.

Céc tinh ndng va yéu cau clia phuong phap ti€p can 16 dugc xac dinh trude nhu sau.

* Cho phép kiém sodt hoan toan ndi dung 16.

* Ngan chan viéc nap cac mau khéng mong mudn.

* Yéu cau modt hé thong dé tao ra cac 16 tir kho du trir (LIMS néang cao).

* Co&thé yéu caunhan vién phong thi nghiém truy xudt mau chinh xac tir kho Iuu trir. Ngoai ra, yéu cau
hé thong luu trir mau nang cao.

Cac 16 tuy bién

Ban cdé thé tao cac 16 trong phong thi nghiém bang cach thu thap cac 6ng mau va nap ching vao ML
STAR trong qua trinh tach huyét tuong. Khdng can lién két mau véi 16 trude dé. Ban xac dinh mau nao
can dua vao 16.

Khi dugc nhac bdi Workflow Manager, chon No Sample Sheet (Khong cé bang thong tin mau) trong khi
tach huyét tuong. Workflow Manager lién két cac mau da nap véi ID 16 dugc nhap thu cdng va tao bao
cdo khdi tao 16.
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Céc tinh ndng va yéu cau clia phuong phap ti€p can theo 16 tuy bién nhu sau.

* Khong can LIMS hodc bang thong tin mau.

* Ban co thé slra doi bdo céo khdi tao 16 vdi théng tin vé loai mau, loai sang loc va bao céo gidi tinh dé
tai 1én trong qua trinh k&t hgp mau. Ban co6 thé thém mau bat c Iic nao.

* Khong co dodi ching tu ddng ddi voi cdc mau nao duge dua vao 16. Ban co thé nap mdt mau khong
mong mudn.

* D{rliéu mau phai dugc tai lén trong qua trinh két hgp mau.

Chinh stra thudc tinh mau

Trudc khi bat dau mot [an chay gidi trinh tu, ban cé thé s dung VeriSeq NIPT Batch Manager dé thay déi
bdo cdo nhiém sac thé gidi tinh mau ca nhan, loai sang loc va thudc tinh loai mau.

1. Truy cap Batch Manager. D& biét chi tiét, hay tham khao Truy cdp Batch Manager trén trang 10.

2. Nhéap ID 16 va tén ngudi dung hoac tén viét tat cla ngudi van hanh, va sau dé chon OK.

3. Trén so d6 dialo, chon vi tri giéng lién quan dén mau.

4. Xac nhan rang mau chinh xac dugc hién thi, sau dé chon mot thudc tinh loai mau tlr danh sach tha
xuéng Sample Type (Loai mau).

o

Chon mét thudc tinh bao céo gidi tinh tir danh sach tha xuéng Sex Reporting (Bdo cao gidi tinh).
6. Chon mot thudc tinh loai sang loc tir danh sach tha xudng Screen Type (Loai sang loc).
7. Chon Edit (Chinh stra).

Vo6 hiéu mau, 16 va mau két hop

TUy thubc vao budc xr ly mau, ban co thé vé hiéu hda mét mau riéng 1€, mét 16 hodc mot mau két hop
mau. Sau khi v6 hiéu hda, mau, 16 hodc mau két hop khéng con dugc xutr ly nira.

Tai bat ky thai di€ém nao trudce khi tao bdo céo xét nghiém, hay sir dung VeriSeq NIPT Method hoac
Batch Manager dé vo hiéu héa mét hodc nhiéu mau.

V6 hiéu bang VeriSeq NIPT Method

DE v6 hiéu hda mau, hdy hoan thanh cac budc sau trong qua trinh x&r ly mau.

1. Trong ctra s6 Well Comments (Nhan xét giéng) & cudi mdi quy trinh x&r ly ctia Workflow Manager,
chon céc giéng riéng Ié dé danh dau 16i, va sau dé chon OK.
Chon it nhat mot chd thich tir menu tha xuéng hodc chon hop kiém Other (Khac) va nhap nhan xét.
Chon hop kiém Fail Sample (Danh dau 16i mau), va chon OK.

4. Xac nhanrang hé théng danh dau 16i cho mau do.

V6 hiéu bang Batch Manager

Str dung Batch Manager dé vo hiéu hoa nhirng muc sau:
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* Mobtméau
* MGt 16, trudc khi bude Mau két hop hoan tat.

*  MO&t mau két hgp mau, sau khi budc Mau két hgp hoan tat va trudc khi tao bao cdo thir nghiém.
LUUY Trudc khichay Batch Manager, thoat khdi bat ky phuong phap nao dang chay.

Truy cép Batch Manager

DE truy cap Batch Manager, hay sir dung mot trong cac hanh dong sau:
* Trén Trinh khai chay ing dung, chon VeriSeq NIPT Batch Manager.
* Trén may tinh dugc két ndi véi mang, duyét tim dén C: \Program Files

(x86) \HAMILTON\Methods\VeriSegNIPT va md tép phuong phap Batch Manager
(VeriSegNIPT Batch Manager.med) vVGi Hamilton Run Controller.

V6 hiéu mau

1. Truy cép Batch Manager.

2. Nhéap ID 16 va tén ngudi dung hodc tén viét tat cia ngudi van hanh, roi chon OK.

3. Trénso do dia lo, chon vi tri giéng lién quan dén mau bi 16i.

4. Xac nhan rang mau chinh xac dugc hién thi va chon Invalidate Sample (V6 hiéu mau).

5. Nhép ly do that bai, va chon Invalidate (V6 hiéu).
Trén so d6 dia 16, mau bj vo hiéu thay déi tr mau xanh 14 cdy sang mau dé va nhan trang thai thay
dai tur valid (hop 1&) thanh failed (16i).

Vo6 hiéu 16

1. Truy cap Batch Manager.

2. Nhéap ID 16 va tén ngudi dung hodc tén viét tat cia ngudi van hanh, roi chon OK.
3. Trén so do dia 16, chon Invalidate Batch (V6 hiéu 16).

4. Nhép ly do that bai, va chon Invalidate (V6 hiéu).

Trén so d6 dia 16, néu khéng cé mau két hgp hop 1€ cho 16, tat ca cac mau thay dGi tr mau xanh luc
sang mau do. Cac nhom mau hgp 1& trong 16 van hgp 1é.

V6 hiéu mau két hop

1. Truy cép Batch Manager.

2. Nhap ID 16 va tén nguoi dung hodc tén viét tat clia ngudi van hanh, roi chon Pool Manager (Trinh
quan ly mau két hgp).

3. Quét ma vach clia mau két hop.
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4. Nhéap tén nguoi dung hodc tén viét tat clia nguoi van hanh, réi chon OK.

5. Nhép ly do that bai, va chon Invalidate (V6 hiéu).
Tai Ién bang thong tin mau

Tailén mot bang thong tin mau cé chira thong tin mau théng qua Batch Manager. Sir dung tinh nang nay
dé tai lén hoac thay dai thong tin mau trong cac bo dir liéu 16n.

—_

Truy cép Batch Manager.

n

Nhap ID 16 va tén ngudi dung hodc tén viét tat clia ngudi van hanh, réi chon OK.

w

Chon Upload New Sample Sheet (Tailén bang thong tin mau mdi).
4. Duyét dén va chon bang théng tin mdu mong mudn, sau dé chon OK.

DE biét chi ti€t vé thong tin dugc dua vao bang théng tin mau, tham khao D liéu ddu vao bang théng tin
mau trén trang 6.

Hly mau

Truy cap Batch Manager.
Nhap ID 16 va tén ngudi dung hodc tén viét tat clia ngudi van hanh, réi chon OK.
Trén so d6 dia 16, chon vi tri giéng lién quan dén mau bi hay.

Xac nhan rang mau chinh xac dugc hién thi va chon Cancel Sample (Hly mau).

I N

Nhép ly do that bai, va chon Cancel (Huy).
Trén so d6 dia 16, mau bi hiy thay ddi tir mau xanh |a cay sang mau do.

VeriSeq NIPT Services

VeriSeq NIPT Services (Dich vu) bao gém mét s6 cong cu dugc sir dung dé cau hinh va xac minh cad ML
STAR va Workflow Manager. Nhitng céng cu nay khéng bat budc dé€ hé thong hoat déng binh thuong,
nhung c6 thé dugc yéu cau dé hé trg bd phan Hb trg Ky thuat lllumina hodc Hamilton trong khi khac
phuc su c6 hé théng. Nhiing céng cu nay cling dugc sir dung d€ diéu chinh cac théng sé hé thdng do su
tréi dat trong mat dé cum.

Khai chay VeriSeq NIPT Services

Dong tat ca cac phuong phap dang chay trudc khi thuc hién Dich vu.
Truy cép VeriSeq NIPT Services bang mét trong cac phuong phap sau:

* Trén Trinh khéi chay U‘ng dung, chon VeriSeq NIPT Services.
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*  Trén mdt may tinh dugc két néi mang, duyét dén c:\Program Files

(x86) \HAMILTON\Methods\VeriSegNIPT\ va md tép tin phuong phap VeriSeq NIPT Services

(VeriSegNIPT Service.med) vSi Hamilton Run Controller.

Cac cong cu dich vu cho phép nhu sau:

* Individual Tests (Cac kiém tra riéng 1é)—Cac kiém tra thanh phan dugc sir dung dé khac phuc su cd
phan ciing ML STAR.

* Service Tools (Cac cong cu dich vu)—Cac céng cu dugc stir dung dé cau hinh Workflow Manager.

Cac xét nghiém riéng lé

DE gilp khac phuc sy cd phan ciing gap phai trén Workflow Manager, co6 thé can cac kiém tra hé thdng

sau day.

Kiém tra hé théng

Barcode/Autoload

CPAC

BVS Vacuum

Independent
Channel

iSwap

96-Head

M6 ta
Kiém tra cau hinh phl hgp cla bé hé théng, Bo nap tu dong va chirc nang
quét ma vach.

Kiém tra chirc nang clia hé théng sudi trén bé CPAC. Dong thoi kiém tra
day dién thich hgp cla cac don vi riéng 1& vao hép diéu khién.

Kiém tra chirc nang clia hé théng chan khong co ban (BVS) trén bé dé xac
nhan rang chan khoéng cd thé tao dugc va dat duoc ap suat hoat dong.

Kiém tra chirc ndng cua cac kénh pipet doc 1ap. Thuc hién kiém tra gilr
chat ldng dé phat hién su nho giot cla cac kénh pipet va tinh nhat quan
clia thé tich phan phai.

Kiém tra chirc nang clia canh tay robot iSwap va xac nhan cac vi tri hudng
dan bé téng thé.

Kiém tra chirc ndng cua dau pipet CO-RE 96. Thuc hién kiém tra gilt chat
Idng dé phat hién su nho giot cla cac kénh pipet va tinh nhat quan cla thé
tich phan phai.

Thuc hién cac kiém tra riéng 1é nhu sau.

1. Chon ki€ém tra cu thé& sé& dugc thuc hién.

LUUY Thuc hiénlOQ day du chay tat ca sau kiém tra tuan tu.

2. Lam theo hudng dan trén man hinh, ghi lai cac quan sat vé chirc nang thiét bi va bat ky 16i hé thong

nao gap phai.

Khi hoan tat, chon Abort (Huy) dé thoat phuong phap.

Néu dugc yéu cau cung cap nhat ky truy dau hé théng dugc tao trong qua trinh kiém tra, nhat ky co

santaiC:\Program Files (x86)\HAMILTON\LogFiles vabatdauvdiveriSeqNIPT Services.
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Cac cong cu dich vu

Cac cong cu dich vu cho phép cau hinh Workflow Manager va mot s6 thdng sd phén tich.

Kiém tra hé n s
= Mo ta
théng
Server Cau hinh va kiém tra két ndi gitra VeriSeq NIPT Workflow Manager va Phan
Configuration mém xét nghiém VeriSeq NIPT. Can c6 su giao ti€p phu hop gitra cac hé
(C&u hinh may théng nay dé thuc hién Workflow Manager.
chd)
Assay Dugc slr dung dé dat lai néng do thu vién méac dinh.
Configuration
(Cau hinh xét
nghiém)
Deck Teach Dugc str dung dé xuat va nhap cac vi tri hudng dan str dung bé tir mét tép tin.

Tool (Céng cu
hudng dan st
dung bé)

Cau hinh may chu

NE&u dia chi mang cho VeriSeq Onsite Server v2 thay ddi, hdy chuy&n Workflow Manager dén dia chi mdi
nhu sau:
1. TU menu Services Tools (Céng cu dich vu), chon Server Configuration (Cau hinh may chu).
2. Cap nhat URL vdi dia chi méi ciia May chu tai ché.
3. Chon Test Connection (K&t ndi kiém tra) dé€ gl théng bao kiém tra.
Néu khoéng nhan dugc thdong bao nay, hay lién lac véi bd phan HO trg Ky thuat lllumina.
4. Turman hinh System Configuration (Cau hinh hé thdng), chon OK, réi chon Apply (Ap dung) dé luu
dia chi méi.
Khi ban cép nhat dia chi mang, ban cling phai cdp nhat chirng childp 6 cdm an toan (SSL) cho may tinh
dang chay Workflow Manager. Truy cap Phan mém xét nghiém VeriSeq NIPT v2 théng qua may tinh nay
va tham khao Tai xudng va cai dat chung chitrén trang 32.
Chi Ky su bado dudng tai hién truong lllumina maéi cé thé cap nhat mat khiu tu dong hda cho ML STAR.
Trudc khi ban thay d6i mat khdu dugc luu trit trén may chu, théng qua giao dién web, hdy dam bao mot
thanh vién clia nhém Bao dudng tai hién truong lllumina da truy cap trang web cua ban va cap nhat mat
khdu ML STAR. N&u ban cdp nhat mat khau trong giao dién web may chti ma khéng cap nhat no trén ML
STAR, ban sé& khién hé théng khéng thé str dung dugc.
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Cau hinh xét nghiém

Ban co thé str dung céng cu Assay Configuration (Cau hinh xét nghiém) dé thiét Iap cac gia tri cla cac
thong s6 sau:

Target Library Concentration (Nong dé thu vién muc tiéu)—bDat gid tri nong dé mac dinh cla céac
thu vién trong hé théng gidi trinh t mau két hgp giai trinh tu trong Workflow Manager. Cac gia tri
noéng do dugc ap dung trén co sd tirng lan chay trong qua trinh két hgp mau. D& biét thém thong tin,
tham khao To théng tin san phdm VeriSeq NIPT Solution v2 (s0 tai liéu 1000000078751).

Default Sex Chromosome Reporting (Bdo cdo nhiém sac thé gidi tinh mac dinh)—Xac dinh thudc
tinh d€ gan cho mau khi nut Use Default (S dung méc dinh) dugc chon trong qué trinh chuan bi
mau. D&t théng sd nay thanh Yes (Cd) hoac No (Khéng).

Screen Type (Loai sang loc)—Xac dinh loai sang loc cho mdt mau. D3t thong sé nay thanh Basic (Co
ban) hodc Genomewide (Toan bd hé gen).

C4&u hinh cac théng so xét nghiém nhu sau.

1.

2.

Chon Assay Configuration (C4u hinh xét nghiém) va cau hinh cac théng s6 néu can.

* Cép nhat hop Target Library Concentration (pg/ul) (Néng dé thu vién dich (pg/ul)) vé gia tri dugc
yéu cau.

* Cap nhat Default Sex Chromosome Reporting (Bdo cdo nhiém sac thé gidi tinh méac dinh) vé gia
tri dugc yéu cau.

* Céap nhat Screen Type (Loai sang loc) vé gia tri dugc yéu cau.

Chon Apply (Ap dung).

Deck Teach Tool (Cong cu hudng dan str dung bé)

Trong qua trinh khac phuc su ¢cd, ban c6 thé can xuat cac gia tri vi tri da day. S dung Deck Teach Tool
(Cong cu hudng dan str dung bé) dé tao danh sach cac vi tri clng vaéi cac gia tri cla ching.

1.
2.
3.

Chon Deck Teach Tool (Cong cu hudng dan st dung bé).

Chon Export (Xuat).

Vi tri dau ra mac dinh 1a vi tri dugc liét ké. Chap nhan vi tri mac dinh, hodc chon mét vi tri d8u ra cho
tép tin van ban co6 chira cac vi tri bé duoc day.

Chon OK.

Deck Teach Tool (Cong cu hudng dan str dung bé) luu mot tép tin van ban cé chilra cac gia tri cho tat
ca cac vi tri dung cu thi nghiém dugc day dé cai dat Workflow Manager.

Chon Cancel (Huy) dé trd lai man hinh Method Selection (Lua chon phuong phap).

Tai lidéu s6 1000000067940 v10 14
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D e

Hé thdng gidi trinh tu thé hé mai

Gidi thiéu
hé théng giai trinh tu thé hé mai tao ra cac doan doc giai trinh tu cho tat ca cadc mau trong nhém thu vién

dugc dinh lugng va tich hop vai VeriSeq NIPT Solution v2 thdng qua May chu tai chd. DI liéu gidi trinh tu
dugc danh gia badi Bd x(r ly phan tich ciia Phan mém xét nghiém VeriSeq NIPT.

Hay xem xét nhitng diéu sau day khi tich hgp hé thdng giai trinh tu thé hé mai véi VeriSeq NIPT Solution
V2.

* Tichhgp luu trit dit liéu.
* Cobng suat thong lugng phan tich.

* Han ché luu lugng mang.

Giai trinh tu mau két hop

Phan mém xét nghiém VeriSeq NIPT yéu cau hé thdng gidi trinh tu thé hé mdi c6 kha nang tao ra dir liéu
gidi trinh tu trén mau 13y tur thu vién da chuan bi theo cac thong s6 k¥ thuat sau:

* Taora 2 x 36 doan doc dugc két doi.
* Tuong thich véi cac adapter chi thi trong Bé kit chua@n bi mau VeriSeq NIPT.
* Hoda hoc hai kénh.

* Ty dong tao tép phat hién base (base call, BCL).

Tich hgp luu trir d liéu

Mot 1an chay giai trinh tu dién hinh cho VeriSeq NIPT Solution v2 yéu cau 25-30 GB cho dit liéu hé théng

giai trinh tu thé hé mai. Kich thudc dir liéu thuc t& ¢ thé thay d6i dua trén mat dé cum cudi cung. May

chu tai ché cung cap hon 7,5 TB dung lugng luu trit, dd dung lugng cho khodng 300 1an chay giai trinh ty

(7.500/ 25 = 300).

DE phuc vu muc dich luu trit dir liéu, hdy anh xa hé théng giai trinh tu thé hé méi dén May chu tai ché cho

mét trong cac phuong phap sau:

* Sirdung May chu tai chd lam kho luu trir dif liéu tam thoi. Trong cdu hinh nay, thiét bi dugc anh xa
truc ti€p dén may chu va van ton tai dir liéu trén 6 dia cuc bo.

*  Dai véi phong thi nghiém théng lugng cao, hdy sir dung bd nhé gédn mang (NAS). Cau hinh hé thong
giai trinh tu thé hé mai dé duy tri di liéu giai trinh tu truc ti€p dén mot vi tri cu thé trén NAS.

Tai lidéu s6 1000000067940 v10 15
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Trong thiét 1ap nay, cau hinh May chu tai ché dé giam sat vi tri NAS cu thé cho phép may chu giam
sat cac lan chay gidi trinh tu sap tdi. Nhiéu hé thdng gidi trinh tu thé hé mdi cé thé dugc thém vao dé
tang théng lugng mau. DE biét thém théng tin vé cdch anh xa mady chd dén NAS, hay tham khao
Quan ly mét 6 dia mang chung trén trang 30.

DE biét thém thong tin vé cach anh xa hé thong gidi trinh tu thé hé mdi dén may chi hodc dén NAS, hay
tham khao hudng dan st dung cho hé théng.

Cong suat thdong luong phan tich

Quy trinh Phan tich VeriSeq NIPT thudng xu ly dit liéu cho mét 1an chay giai trinh ty don trong khodng 5
gio. Khi md réng phong thi nghiém cho thong lugng mau, hdy xem xét rang mét may chidi duy nhat cé thé
x(r ly t6i da bdn [an chay mbi ngay, téng cong la 48 mau x 4 = 192 mau moi ngay. Lién lac véi bd phan HO6
trg K¥ thuat lllumina dé biét thém céc giadi phap théng luong.

Cac han ché luu lugng mang

VeriSeq NIPT Solution v2 str dung Mang cuc bd (LAN) trong phong thi nghiém cho théng lugng dir liéu
gilra hé théng giai trinh tu thé hé mai, May ch tai cho va NAS (néu dugc cau hinh). Khi mé rong théng
lugng mau, hay xem xét cac han ché vé luu lugng co sé ha tang IT sau:

* Luulugng dir liéu trung binh khodng 25 GB dugc tao ra trong khoang 10 gi¢ 1a khoang 0,7 MB/giay
trén mai lan chay giai trinh tu hé thdng gidi trinh tu.

* Co s hatang phong thinghiém cling cé thé hé trg cac ngudn luu lugng khac phai dugc tinh dén.

VeriSeq NIPT Local Run Manager

NE&u ban str dung hé thdng gidi trinh tu thé hé mdi cdo mo-dun VeriSeq NIPT Local Run Manager, hay
chuan bi gidi trinh ty nhu sau.

1. Trong VeriSeq NIPT Local Run Manager, chon Create Run (Tao Ian chay).
2. TUrmenu tha xuéng, chon VeriSeq NIPT.
3. Hoan thanh céc trudng sau:

* Run Name (Tén lan chay) (phaila lan maéi va duy nhat)

* Run Description (M& ta Ian chay) (khéng bat budc)

* Pool Barcode (M3 vach clia mau két hop)
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/N THANTRONG

Ma vach ctia mau két hgp ma ban nhap trong mé-dun Local Run Manager phai khdp véi
M3 vach cta mau két hgp ma ban nhap trong Workflow Manager. Phan mém xét nghiém
VeriSeq NIPT sé tr chdi cac cdu hinh lugt chay khdng dung va co thé yéu cau giai trinh ty
lai. M3 vach clia mau k&t hgp phai la maéi va duy nhat. Cac ma vach da quét trudc day
khéng thé dugc tai sir dung, ngay ca khi su kién két hgp mau chua xay ra. Cac 16 dugc khai
tao lai yéu cau moét 6ng sach, chua dang ky. Phan tich that bai néu ma vach duoc lién két
véi mot 16 duge phén tich trude do hodc bat ky su kién két hgp mau bj hiy bd nao.

4. Chon Save Run (Luu Ian chay).
Sau khi ban hoan tat thiét 13p [an chay, ban c6 thé bat dau lan chay bang phan mém thiét bi.

Tai lidéu s6 1000000067940 v10
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Phan mém xét nghiém VeriSeq NIPT v2

Gidi thiéu

Phan mém xét nghiém VeriSeq NIPT v2 tao ra sé liéu thdng ké dé danh gia so lugng ban sao nhiém sac
thé cla cac mau dugc xét nghiém va cung cap két qua xac dinh tinh trang di bdi trén cac nhiém sac thé
dugc chon dé phan tich. Viéc lua chon nhiém sac thé dé phan tich phu thudc vao loai sang loc ma ban
chon: basic (co ban) (nhiém sac thé 21, 18, 13, X va Y) hodc genomewide (toan bd hé gen) (tat ca cac
nhiém sac thé). Khi ban chon tly chon toan b6 hé gen, phan mém ciing kiém tra su hién dién cla cac
vung nhiém sac thé phu cé su tdng hodc mat sé ban sao trong nhiém sac thé thuong. Mot thiét bi gii
trinh tu thé hé tiép theo tao ra di liéu dau vao phan tich dudi dang céc chi s két d6i 36 base.

Phan mém xét nghiém VeriSeq NIPT v2 hoat ddng trén VeriSeq Onsite Server v2. May chu tai ché la mot
thanh phan trung tdm cla VeriSeq NIPT Solution v2 va hoat ddng nhu mét diém két nai gilra VeriSeq
NIPT Workflow Manager, hé thong gidi trinh tu thé hé mdi va ngudi dung.

Phan mém xét nghiém VeriSeq NIPT cén chinh cac doan doc dua trén hé gen nguoi tham chié€u va thuc
hién phan tich cac doan doc phu hgp véi mét vi tri hodc di€ém duy nhat trong hé gen. Phan mém xét
nghiém VeriSeq NIPT khéng bao gém cac diém va cac doan doc trung Iap cd lién quan dén dé bién dong
cao vé dd bao pht trén cac mau chinh boi. DI liéu gidi trinh tu dugc chudn hda cho ham lugng
nucleotide va dé hiéu chinh cac hiéu trng 16 va cac ngudn bién thién khéng mong mudn khac. Thong tin
vé chiéu dai doan cfDNA dugc 13y tlr cac doan doc giai trinh tu dugc két doi. Phan mém xét nghiém
VeriSeq NIPT cling danh gia s6 liéu thong ké vé pham vi bao phu gidi trinh tu trén cac ving dugc biét la
dugc lam giau cho cfDNA thai nhi hodc me. Dt liéu dugc tao ra tir phan tich dé dai doan va pham vi dugc
slr dung dé udc tinh ty 1& DNA cla thai nhi (fetal fraction, FF) cho méi mau.

Dai véi moi tuy chon sang loc dugce chon cho mot mau tir menu xét nghiém, Phan mém xét nghiém
VeriSeq NIPT bdo cdo co phat hién bat thuong hay khdng. Trong man hinh co ban, tat ca cac bat thuong
la di boi. DGi véi man hinh toan bd hé gen, mot bat thuong cé thé la mot di boi hodc x6a mot phan hodc
trung lap.

Cac thanh phan cua Phan mém xét nghiém
VeriSeq NIPT

Phan mém xét nghiém VeriSeq NIPT lién tuc chay va giam sat di liéu gidi trinh tu mai khi né dugc thém
vao thu muc Dau vao trén May chu tai ché. Khi mot [an chay giai trinh tu méi dugc xac dinh, dong chay
dugc kich hoat nhu sau.
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Hinh 3 So d6 dong chay dir liéu

.

Giam sat . Giaitrinhtw | ac ) Phan tich ) Bao cao

Buwa vao hang doi
1an chay giéi trinh tw Tao bao cao
dé phan tich

Phat hién thw muc di Ché hoan tét giai Dir ligu 1an chay
liéu gidi trinh tw moi trinh tw gidi trinh ty QC

Chay phan !ich
(The lai 3 14n)
néu thét bai

Kiém tra trwoc lan
chay gidi trinh tw

Kiém tra trwec that Hét thoi gian giai trinh QC giai trinh ty that bai. Phan tich that bai. Bé4o cdo that bai.
bai. Théng bao cho tw. Théng bao cho Théng bao cho nguoi Théng bao cho Théng béo cho
nguwdi dung nguwoi dung dung nguwoi dung nguoi dung

1. Monitoring (Giam sat)—Kiém tra trudc tinh hgp 1€ cta lan chay gidi trinh tu méi. Khi phan mém phat

hién mot [an chay giai trinh tu mdi, cac kiém tra tinh hgp 1é sau day dugc tién hanh:

a. Kiém tra xem céc thdng so chay cé tuong thich véi céc gia tri mong mudn hay khéng.

b. Lién két té€ bao dong chay véi mot dng mau két hgp hién co da biét.

C. Xac nhanrang mau két hop chua dugc xtr ly trude dé. Hé thdng khong cho phép chay lai.

NE&u bat ky ki€ém tra nao that bai, ngudi dung sé dugc thdng bdo thdng qua hé théng thong bao qua
email va thdng qua nhat ky Bao ddng trén giao dién ngudi dung web (Ul).

2. Sequencing (Gidi trinh tu)—Lién tuc theo doi viéc hoan thanh [an chay giai trinh ty. B6 hen gio dugc
thi€t 1ap xac dinh thai gian cho d€ [an chay hoan thanh. Néu hét thai gian chg, ngudi dung sé duoc
théng bao théng qua hé thong théng bao qua email va thdng qua nhat ky Bdo dong trén Giao dién
ngudi dung web.

3. QC (Kiém soat chat lugng)—Kiém tra cac tép tin QC InterOp dugc tao bdi hé théng gidi trinh tu. Phan
meém xét nghiém VeriSeq NIPT kiém tra t6ng s6 cum, mat d6 cum va diém chat lugng doan doc. D&
dugc hudng dan vé cach dién giai cac chi s6 QC InterOp, hdy tham khdo Hudng dan Sur dung Phan
mém Sequencing Analysis Viewer (tai liéu s6 15020619). Néu tiéu chi QC that bai, ngudi dung sé
dugc théng bao thong qua hé théng théng bao qua email va thong qua nhat ky Bao déng trén Giao
dién ngudi dung web.

4. Analysis (Phan tich)—Quan ly hang doi phan tich cho nhiéu Ian chay giai trinh tu dugc tao ra bdi cac
thiét bi khac nhau dugc cdu hinh véi may chd. May chd x&r ly mot cong viéc phan tich duy nhat tai
mot thoi diém dua trén nguyén tac Nhap trudce, Xuat trude (First In, First Out, FIFO). Sau khi phan
tich da hoan tat thanh cong, phan tich theo lich tiép theo trong hang dogi sé dugc khéi chay. Néu mot
lan chay phén tich that bai hodc hét thai gian, Phan mém xét nghiém VeriSeq NIPT tu ddong khdi chay
lai phan tich t6i da ba Ian. Sau méi lan that bai, ngudi dung dugc théng bdo théng qua hé théng
théng bao qua email va thdng qua nhéat ky Bao déng trén Giao dién ngudi dung web.
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5. Reporting (Bdo cdo)—Tao bdo cdo co chira két qua cudi clng sau khi phan tich hoan tat. Néu xay ra

16i va bao cdo khéng dugc tao, ngudi dung sé dugc théng bédo théng qua hé thong thdng bao qua
email va thdng qua nhat ky Bao ddng trén Giao dién ngudi dung web.

Tac vu Phan mém xét nghiém VeriSeq NIPT

Phan mém xét nghiém VeriSeq NIPT thuc hién ca tac vu ty déng va tac vu do ngudi dung khai tao.

Cac tac vu tu dong

Phan mém xét nghiém VeriSeq NIPT hoan thanh cac tac vu ty déng sau:

Tailiéu s6 1000000067940 v10

Dai chiéu va luu trir nhat ky chudn bi madu—Tao ra mot tap hop cac tép tin dau ra & cudi mébi budc
va luu trr chlng trong thu muc ProcessLogs nam trong thu muc Dau ra. Tham khao Cau truc tép tin
bao cao trén trang 48 dé biét tong quan va Bdo cdo xtrly trén trang 70 dé biét chi tiét.

Tao thdng bao vé bao dong, email va bao cao—Theo ddi trang thai hop & cta 16, mau két hop va
mau trong cac budc Chuan bi mau va QC cla di liéu trinh tu va két qua phan tich méi mau. Dua trén
cac kiém tra xac thyuc nay, Phan mém xét nghiém VeriSeq NIPT quyét dinh cé nén ti€p tuc quy trinh
hay khong va liéu két qua c6 dugc bao cdo hay khéng. Phan mém xét nghiém VeriSeq NIPT két thuc
xUr ly khi mot 16 hodc mot mau két hgp bi vé hiéu dya trén két qua QC. Théng bao qua email dugc gui
dén nguoi dung, bao cdo dugc tao va bao dong dugc ghi lai trén Giao dién ngudi dung web.

Phan tich dir liéu trinh ty—Phan tich dit liéu trinh tu thé cho moi mau ghép thanh béi sé trong mau
k&t hgp bang Phan mém phan tich NIPT tich hgp. Phan mém xét nghiém VeriSeq NIPT xac dinh diém
s0 di béi cho mbi mau. Hé thong khéng bao céo két qua cho cac mau bi ngudi dung lam voé hiéu hodc
hiy bd. DGi vai cdc mau khong dat tiéu chuan QC, moét ly do rd rang cho viéc khéng dat dugc sé
dugc cung cap; tuy nhién, két qua cho mau khéng dat dugc sé bi loai bo. DE biét thém théng tin, hdy
tham khao NIPT Report (Bdo cdo NIPT) trén trang 54.

Tao tép tin két qua—Cung cap két qua mau & dinh dang tép tin gia tri dugc phan tach theo tab,
dugc luu vao thu muc Dau ra. DE biét thém théng tin, hdy tham khao NIPT Report (Bao cdo NIPT)
trén trang 54.

Tao bao cao—Phan mém xét nghiém VeriSeq NIPT tao thong tin két qua bd sung, thong bao va bao
cdo xur ly. D& biét thém thdng tin, hdy tham khdo Cdc bdo cdo cua hé théng trén trang 48.
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V6 hiéu mau, mau két hgp va 6

V6 hiéu mau—Phan mém xét nghiém VeriSeq NIPT danh dau cac mau riéng 1é 1a vo hiéu khi
ngudi dung:
* Lam vo hiéu mau mot cach ré rang.

* Lam vo hiéu toan b dia trong khi chuan bi thu vién trudc khi tao mau két hgp.

Khi mét mau dugc danh dau la voé hiéu, Bao céo vé hiéu mau dugc tao tu ddng, tham khao
Sample Invalidation Report (Bdo cdo vé hiéu mau) trén trang 69.

Tao bao cao vo hiéu mau két hgp va 16—Cac mau két hgp va 16 chi co thé bi ngudi dung lam
vO hiéu. Hé thdng khong xtr ly cac mau két hgp bi vo hiéu. Cac mau két hgp da dugc tao tur
mot 16 v6 hiéu khéng tu dong bi vo hiéu va co thé dugce hé théng xtr ly thém. Tuy nhién,
khdng thé tao cac mau két hgp mai tir mot 16 bi vo hiéu. Khi mot mau két hgp bi vo hiéu, hé
théng sé phat hanh Bao cao yéu cau xét nghiém lai mau k&t hop trong céc diéu kién sau:

* Lohople.

* Khong con mau két hgp nao cho 16 nay.

* S0 lugng mau két hop dugc phép tir 16 chua dugce sir dung hét.

DE biét thém thong tin, hdy tham khdo Pool Retest Request Report (Bdo cao yéu cau xét
nghiém lai mau két hop) trén trang 70.

Quan ly xét nghiém lai

L6i mau két hgp—Mau két hgp that bai thuong la cac mau két hop that bai trong viéc sap
x&p thir tu céc chi sé QC. Phan mém xét nghiém VeriSeq NIPT khong tién hanh xtr ly cac mau
k&t hop that bai néu Ian chay bi cham dut. Gidi trinh tu lai bang cach sir dung mot phan mau
k&t hop thir hai vdi cac diéu chinh vé ty 1&€ mau két hop so véi HT1, ndng d6 mau két hgp hodc
ca hai.

L6i mau—Phan mém cho phép xét nghiém lai cdc mau that bai néu can. Cac mau that bai
phai dugc két hgp vao mot 16 mdi va dugc xtr ly lai théng qua cac budc xét nghiém.

Chay lai—Hé thong khéng phan tich lai cdc mau két hop véi cac mau da dugc xutr ly trude do
va bao cao thanh cong. Chay lai mau bang céach tai tao mau trén 16 mdi.

Cac tac vu cua nguoi dung

VeriSeq NIPT Solution v2 cho phép ngudi dung thuc hién cac tac vu nhu sau.

St dung Workflow Manager:

Danh dau nhirng muc sau day la v hiéu:

MOt mau riéng 18.

Tat ca cac mau trong mét 16.

T4t ca cac mau lién quan dén mot mau két hop.

Danh ddu mét mau 1a d3 hly bd. Sau dé Phan mém xét nghiém VeriSeq NIPT danh dau két qua 1a bi
huy bo trong bao cdo két qua cudi cung.
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St&r dung Phan mém xét nghiém VeriSeq NIPT:

*  C4&u hinh phan mém dugc cai dat va tich hgp vao co sd ha tdng mang phong thi nghiém.

* Thay ddi cai dat cau hinh nhu cai dat mang, vi tri thu muc dugc chia sé va quan ly tai khoan nguoi
dung.

* Xem trang thai hé thdng va 16, bao cédo xtr ly két qua va 16, nhat ky hoat déng va kiém tra va két qua
xét nghiém.

LUUY Khanang thuc hién cac tac vu phu thudc vao quyén clia ngudi dung. D& biét thém thong tin,
hay tham khao Chi dinh vai tro nguoi ding trén trang 28.

BO xu ly giai trinh tu

Phan mém xét nghiém VeriSeq NIPT quan ly cac lan chay gidi trinh ty dugc tao ra bai cac thiét bj giai
trinh tu thong qua BO xtr ly gidi trinh tu. N6 xac dinh céc lan chay gidi trinh tu mdi, xac thuc cac thong sé
chay va tuong quan ma vach mau két hgp véi mot mau két hgp da biét dugc tao trong qua trinh chuén bi
thu vién. Néu khéng thé thuc hién lién két, mot thong bdo cho ngudi dliing dugc tao va qua trinh x(r ly [an
chay giai trinh tu bj dirng lai.

Sau khi hoan tat xac thuc thanh cdng, Phan mém xét nghiém VeriSeq NIPT ti€p tuc theo ddi cac Ian chay
gidi trinh tu dé hoan thanh. Cac lan chay gidi trinh tu da hoan thanh dugc x&p hang dgi dé dugc xtr ly bai
Bo x(r ly quy trinh phan tich (d€ biét thém thong tin, tham khdo muc Bé xu Iy quy trinh phén tich trén
trang 23).

Kha nang tuong thich chay giai trinh tyu
Phan mém xét nghiém VeriSeq NIPT chi phan tich cac lan chay gidi trinh ty tuong thich véi quy trinh

phan tich cfDNA.

Chi stlr dung cac phuong phap gidi trinh tu tuong thich va cac phién ban phan mém dé tao cac phat hién
base.

LUUY Thudng xuyén theo ddi cac chi s& hiéu suat dir liéu giai trinh tu d& dam bao réng chat luong
cla dir liéu nam trong pham vi théng s6 k¥ thuéat.

Mo6-dun VeriSeq NIPT Local Run Manager cau hinh gidi trinh tu bang cach st dung cac thong sé doan
doc sau:

* Lan chay két thuc dugc két doi voi doan doc 2 x 36 chu ky.

* Chithikép vdi hai doan doc chi thi 8 chu ky.
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B6 xtr ly quy trinh phan tich

Bo x(r ly quy trinh phan tich khdi chay quy trinh phan tich dé phat hién di boi. Quy trinh nay xtr ly mot [an
chay gidi trinh ty tai mot thoi diém véi thoi lugng trung binh dudi 5 gio moi mau két hgp. Néu phan tich
khdng xtr ly dugc mau két hop hodc khong hoan thanh phan tich do mat dién hodc hét thai gian chg, Bo
xUr ly quy trinh phan tich sé ty déng xép lai Ian chay do6 vao hang dgi. Néu viéc xtr ly mau két hgp that bai
lién ti€p ba lan, B6 xtr ly quy trinh phan tich sé gan thé Ian chay la that bai va tao mét thong bao 16i.

Mot [an chay phan tich thanh cong sé kich hoat viéc tao bao cdo NIPT. D& biét thém théng tin, hdy tham
khao NIPT Report (Bdo cdo NIPT) trén trang 54.

Yéu cau vé thoi gian cho va luu trir quy trinh céng viéc

Quy trinh cong viéc phan tich cfDNA phai tuan theo cac gidi han vé thoi gian cho va luu trir sau day.

Thong s6 Gia tri mac dinh
Thoi gian gidi trinh ty toi da 20 gio

Thai gian phan tich t6i da 10 gio

Luu trir khndng gian dém tdi thi€u 900 GB

Giao dién nguoi dung web

Phan mém xét nghiém VeriSeq NIPT chay giao dién ngudi dung web (Ul) cuc bé cho phép dé dang truy
cap May chu tai cho tur bat ky dau trén mang. Giao dién nguoi dung web cung cdp cac chirc nang sau:

LUUY Giao dién ngudi dung web Phan mém xét nghiém VeriSeq NIPT khong hé trg viéc st dung céc
thiét bi di dong.

* View recent activities (Xem cac hoat déng gan day)—Xac dinh cac budc da hoan thanh trong qua
trinh thuc hién xét nghiém. Ngudi dung dugc bdo déng vé nhiéu hoat déng trong sé nay bang hé
théng théng bao qua email. D& biét thém théng tin, hdy tham khao Théng bao Assay Software (Phan
mém xét nghiém) trén trang 80.

* View errors and alerts (Xem cdc 16i va canh bdo)—Xac dinh cac van dé cé thé ngén can viéc tiép
tuc xét nghiém. Théng béo 16i va bao ddng dugc gui dén nguoi dung thdng qua hé théng thong bao
gua email. D€ biét thém thong tin, hay tham khdo Théng bao Assay Software (Phan mém xét
nghiém) trén trang 80.

* Configure the server network settings (Cau hinh cai dat mang may chd)—Nhan vién lllumina
thudng cau hinh mang trong khi cai dat hé théng. Co thé can stra déi néu mang cuc bo yéu cau thay
daéi IT. D€ biét thém thong tin, hdy tham khdo Cau hinh cai ddt mang va may chu trén trang 32.
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* Manage server access (Quan ly truy cap may chd)—May chu tai ché cho phép truy cap cap Quan tri
vién va Ngudi van hanh. Cac cap dé truy cap nay kiém soat viéc xem hoat dong, bao déng, nhat ky
16i va stra doi cai dat mang va anh xa dir liéu. D€ biét thém théng tin, hdy tham khao Quan Iy nguoi
ding trén trang 28.

* Configure sequencing data folder (Cau hinh thu muc di liéu gidi trinh tu)—Theo mé&c dinh, may chu
luu trir dir liéu gidi trinh tu. Tuy nhién, NAS trung tdm cé thé dugc thém vao dé mé rong dung lugng
luu trit. D& biét thém thong tin, hay tham khao Anh xa 6 dia may chui trén trang 41.

* Configure email notification subscribers list (Cau hinh danh sach ngugi dang ky théng bao qua
email)—Quan ly danh sach ngudi déng ky nhan théng bdo qua email bao gom thong bao 16i va thong
bdo quy trinh xét nghiém. D& biét thém théng tin, hdy tham khado C3u hinh théng bao email hé théng
trén trang 33.

* Update the server (Cap nhat may chi)—Cap nhéat hé diéu hanh May chd tai chd, néu can. Cac gdi
cap nhéat co thé dugc tai xudng tur lllumina va ap dung cho may chd. D& biét thém thong tin, hdy tham
khao Cép nhat may chutrén trang 42.

* Reboot or shutdown the server (Khdi déng lai hodc tat may chi)—Khdi dong lai hodc tat may chu,
néu can. C4 thé can khai dong lai hodc tat may dé cai dat cau hinh co hiéu luc hodc nhu mot bién
phap khac phuc su ¢6 may chd. D€ biét thém thong tin, hdy tham khao Khdi déng lai may chii trén
trang 43 va Tat mdy chutrén trang 44.

* Configure database backup encryption (Cau hinh ma hda sao luu co sé dir liéu)—Cho phép mé hoa
va dat mat khdu ma hoa dé sao luu co sd dir liéu clia may chu. Tinh nang nay cling cho phép tao ban
sao luu tam thai, khdng dugc ma hoa. D€ biét thém thong tin, hdy tham khdo Cau hinh ma hda ban
sao luutrén trang 34.

* Configure network passwords (C3u hinh mat khdu mang)—D&t mat khdu mang dé giao tiép gilra
may chu va ca hé thong gidi trinh tu va thiét bi VeriSeq NIPT Microlab STAR. D& biét thém thong tin,
hay tham khao C3u hinh mat khdu mang trén trang 35.

Théa thuan cap phép ngudi dung cudi

Khi ban dang nhap lan dau vao giao dién ngudi dung web, ban dugc yéu cau chdp nhan Thoa thuan cap
phép ngudi dung cudi (EULA). DE tai thda thuan cap phép vé may tinh cla ban, chon Download EULA
(Tai xudng EULA). Phan mém yéu cau ban chdp nhan EULA trudc khi ban co thé tiép tuc lam viéc voi
giao dién ngudi dung web.

Sau khi ban da chap nhan EULA, ban cé thé quay lai trang EULA va tai xudng tai liéu néu can.

Cau hinh giao dién nguoi dung web

Chon biéu tugng Cai dat dé truy cap danh sach tha xudng cai dat cau hinh. Cai dat hién thi dua trén vai
trd ngudi dung va cac quyén lién quan. D€ biét thém thong tin, hdy tham khao Chi dinh vai tro nguoi
ding trén trang 28.
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LUUY K thuat vien khdng c6 quyén truy cap vao cac chirc nang nay.

Cai dat

User
Management
(Quan ly nguoi
dung)

Email
Configuration
(C&u hinh email)

Change Shared
Folder Password
(Thay ddi mat
kh&u thu muc
chung)

Reporting
Settings (Cai dat
bdo cdo)

Reboot Server
(Khdi dong lai
may chu)

Shut Down

Server (Tat may
cha)

M6 ta
Thém, kich hoat/tat va chinh slra thong tin ddng nhap nguoi dung. Chi danh cho
Ky su bdo dudng va Quan trj vién.

Chinh stra danh sach ngudi dang ky dé nhan théng bao qua email.

Thay doi mat khau ngudi dang ky dé truy cap cac thu muc chung May chu tai
chd. Mat khau chi cé thé chira cac ky tu chir va s6.

Chi danh cho Ky su bdo dudng hodc Quan tri vién.

Chi danh cho Ky su bdo dudng hodc Quan tri vién.

Chi danh cho Ky su bao dudng hodc Quan tri vién.

Dang nhap vao giao dién nguoi dung web

Dang nhap vao giao dién Phan mém xét nghiém VeriSeq NIPT nhu sau.

1. Trén may tinh dugc két ndi véi cing mang vdi May chu tai chd, hdy mé moét trong cac trinh duyét

web sau:

* Chrome v69 trg 1én

* Firefox v62 tré1én

* Internet Explorer v11trd1én

2. Nhép dia chi IP mdy chu ho&c tén may chu dugc cung cap bdi lllumina khi cai dat, twong duong voi
https://<Pia chi IP May cht tai chd>/login. (vidu:https://10.10.10.10/1login).

3. Né&u canh bdo bao mat trinh duyét xuat hién, hay thém ngoai lé bdo mat dé tiép tuc man hinh dang

nhap.
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Canh bao bao mat cho bi€t may tinh khéng cé chiing chi Iép 6 cdm an toan (SSL) dugc cai dat. Lam
theo hudng dan trong T4di xudng va cai dat chung chitrén trang 32 dé cai dat ching chi nay.

4. Trong man hinh dang nhap, nhap tén ngudi dung va mat khdu phan biét chit hoa chir thuong dugc
cung cap bdi lllumina, sau dé chon Log In (Dang nhap).

LUUY Sau10 phut khéng hoat dong, Phan mém xét nghiém VeriSeq NIPT sé& tu déng dang xuat
ngudi dung hién tai.

> QYN o A2
Bang diéu khién
Sau khi dang nhap, Bang diéu khién Phan mém xét nghiém VeriSeq NIPT v2 sé& hién thi. Bang diéu khién
la clra so diéu hudng chinh. D& quay lai Dashboard (Bang diéu khi€n) bat ky Iic nao, hdy chon tly chon
menu Dashboard (Bang diéu khién).
Dashboard (Bang diéu khién) lun hién thi 50 hoat dong gan day da dugc ghi lai (néu cé it hon 50 hoat

dong, bang diéu khién chi hién thi nhiing hoat déng da dugc ghi lai). D€ tim nap 50 hoat déng trudc dd
va duyét qua lich stir hoat ddng, chon Previous (Trudc) & goc dudi bén phai clia bang hoat dong.

Xem cac hoat dong gan day

Tab Recent Activities (Cac hoat déng gan day) cé mo td ngan gon vé cac hoat ddng Phan mém xét
nghiém VeriSeq NIPT va May chu tai chd gan day.

Tén Mo ta

When (Thdi  Ngay va gid hoat déng.

diém)

User (Nguoi  Né&u co thé, xac dinh ngudi dung da thuc hién hoat déng.
dung)

Subsystem  Thuc thé hodc quy trinh d& thyc hién hoat dong nhu ngudi dung, xét nghiém hoac
(Hé thdng cau hinh.

con)

Details M6 ta hoat dong.

(Thoéng tin

chi tiét)
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Tén Mb ta
Level (Cadp  Cap d6 dugc chi dinh cho hoat déng tur cac tuy chon sau:
do) « Activity (Hoat ddng)—Cho biét mét hoat déng trong may chi nhu khéi déng lai
hé théng hodc dang xuat/dang nhap ngudi dung.
» Notice (Luu y)—Cho biét mot budc dugc thyuc hién khéng thanh céng. Vidu, vo
hiéu mau hoac 16i QC.
e Warning (Canh bao)—Cho biét rang da xay ra 16i trong qua trinh thuc hién binh
thudng va chlrc nang phan ciing thich hop. Vi du, cac théng s6 chay khong
dugc nhan biét hodc phén tich that bai.

Xem cac 16i gan day
Tab Recent Errors (Cac 16i gan day) chtra mét mo ta ngan gon vé cac 16i phan mém va may chi gan day.

Tén M6 ta

When (Thdi  Ngay va gid hoat déng.

diém)

User (Nguoi  Né&u co thé, xac dinh ngudi dung da thuc hién hoat déng.

dung)

Subsystem  Thuc thé hodc quy trinh d& thyc hién hoat dong nhu ngudi dung, xét nghiém hoac

(Hé thdng cau hinh.

con)

Details M6 ta hoat dong.

(Thoéng tin

chi tiét)

Level (Cap  Cap d6 dugc chi dinh cho hoat dong tlr cac tly chon sau:

do)  Urgent (Khan cap)—Lb&i phan ciing I6n lam anh hudng dén hoat dong cua hé
thong. Lién lac vai b phan H6 tro k§ thuat cla lllumina.

 Alert (Bao déng)—L06i trong hoat dong binh thudng. Vi du: su cd hdng dia,
khong gian hodc van dé cau hinh nghiém cam tao bao cdo hodc théng bdo qua
email.
o Error (L6i)—L06i hé théng hodc may chu trong qua trinh van hanh binh thuang.

Vidu: su c6 tép tin cau hinh hodc 16i phan cung.

Xem trang thai va bao dong hé théng
Tab Server Status (Trang thai may chu) hién thi cac théng tin sau.

* Date (Ngay)—Ngay va gio hién tai.

* Time zone (MUi gi®)— MUi gid dugc cau hinh cho may chu. Théng tin mui gio dugc sir dung cho
email, bdo ddng va ngay gid bdo cdo.
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* Hostname (Tén may chi)—Tén hé théng bao géom tén may chi mang va tén hé théng tén mién
(DNS).

* Disk space usage (S0 dung dung lugng dia)—Phan trdm dung lugng dia hién dang dugc str dung dé
luu trr dr liéu.

* Software (Phan mém)—Cau hinh diéu chinh phan mém (vi du: CE-IVD).
* Version (Phién ban)—Phién ban Phan mém xét nghiém VeriSeq NIPT v2.

* Latest Cybersecurity Patch Version (Phién ban ban va an ninh mang mdéi nhat)—Gaoi cap nhat mai
nhat dugc cai dat trén may cha.

Ban tém tat cling co thé hién thi nit Server alarm (Bao dong may cha) lam tat tiéng bao dong cla bd
diéu khién RAID. NGt nay chi hién thi véi Quan tri vién. Néu ban nhan nut nay, hay lién lac véi bd phan H6
trg Ky thuat lllumina dé duogc trg gitp thém.

Quan ly nguoi dung

LUUY ChiKy subao dudng va Quan tri vien méi c6 quyén thém, chinh stra hodc xda quyén cho K§
thuat vién va nhirng ngudi dung khac & cap dé cua ho.

Chi dinh vai tro nguoi dung
Vai tro ngudi dung xac dinh quyén truy cép clia ngudi dung va quyén thuc hién mét s6 tac vu nhat dinh.
Vai tro M6 ta
Service (Dichvu) Ky su bdo dudng tai hién truong lllumina thuc hién cai dat ban dau va thiét 1ap hé
théng (bao gém ca viéc tao Quan tri vién). Dong thoi khac phuc su cg, thyc hién

stra chita may chu, thiét 1ap va thay ddi cai dat cau hinh va cung cap dich vu hd
tro phan mém lién tuc.

Administrator Quan tri vién phong thi nghiém thiét 1ap va duy tri cai dat cau hinh, quan tri ngudai
(Quan trij vién) dung, xac dinh danh sach ngudi dang ky email, thay déi mat khau thu muc
chung, khai déng lai va tat may chu.

Technician (Ky Ky thuat vién phong thi nghiém xem trang thai hé théng va bao dong.
thuat vién)
Thém ngudi dung

Vao lUc cai dat ban dau, Ky su bdo dudng tai hién truong lllumina sé thém ngudi dung Quan tri vién.
Thém ngudi dung nhu sau.

1. TUrman hinh User Management (Quan ly ngudi dung), chon Add New User (Thém ngudi dung mdi).
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LUUY Tatca céc trudng la bat budc.

Nhap tén ngudi dung. Cac yéu cau nhu sau.
* Chicdky tuchirva sd (a-z va 0-9) viét thuong.
* Phaico 4-20 ky tu va chira it nhat mot ky tu s6.

* Ky tu dau tién khong thé la sé.

LUUY Tén ngudiding khdng phan biét chir hoa, chir thudng.

Phan mém xét nghiém VeriSeq NIPT st dung tén ngudi dung dé xac dinh nhirng ngudi lién quan dén
cac khia canh khac nhau cla qua trinh phan tich va tuong tac véi Phan mém xét nghiém VeriSeq
NIPT.

Nhap tén day dd cda ngudi dung. Tén day du chi dugc hién thi trong hé so ngudi dung.

Nhap va xac nhan mat khau.

Mat khau phai co 8-20 ky tu va chira it nhat mét chir céi viét hoa, mot chir cai viét thuong va mot ky
tu so.

Nhap dia chi email cho nguai dung.

Can cé mot dia chi email duy nhat cho méi ngudi dung.

Chon vai tro ngudi dung mong mudn tir danh sach tha xuéng.

Chon hop Active (Kich hoat) dé kich hoat ngudi dung ngay lap tirc hodc bd chon hdp dé kich hoat
nguoi dung sau nay (turc la sau khi dao tao).

Chon Save (Luu) hai lan d€ luu va xac nhan thay dai.

Nguoi dung méi gio day xuat hién trén man hinh User Management (Quan ly nguoi dung).

Chinh stra nguoi dung

Chinh stra théng tin ngudi dung nhu sau.

1.
2.
3.

TU man hinh User Management (Quan ly ngudi dung), chon tén ngudi dung.
Chinh stra théng tin cho ngudi dung, va sau dé chon Save (Luu).

Chon Save (Luu) lan nira d& xac nhan thay dai.
Cac thay d6i d6i véi nguoi dung hién xuat hién trén man hinh User Management (Quan ly ngudi
dung).

Huy kich hoat nguoi dung

Huy kich hoat nguoi dung nhu sau.

1.

TU man hinh User Management (Quan ly ngudi dung), chon tén ngudi dung.

2. Xoba hop kiém Activate (Kich hoat), sau dé chon Save (Luu).
3. Trénthdng bdo xac nhan, chon Save (Luu).
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Trang thai ngudi dung thay ddi thanh Disabled (D& vé hiéu hda) trong man hinh User Management
(Quan ly ngudi dung).

Quan ly mot 6 dia mang chung

LUUY ChiKy subao dudng hodc Quan tri vién mdi co quyén thém, chinh stra hodc xda cac vi tri thu
muc chung.

Thém mot 6 dia mang chung

Cau hinh hé théng dé Iuu trir dir liéu gidi trinh ty trén mét NAS chuyén dung thay vi trén may chi dugc
k&t ndi vai hé thong gidi trinh ty. MOt NAS cé thé cung cap dung lugng Iuu trit I6n hon va sao luu dir liéu
lién tuc.

1. Tu Dashboard (Bang diéu khién), chon Folders (Thu muc).

2. Chon Add folder (Thém thu muc).

3. Nhéap thong tin sau day do quan tri vién IT cung cap:
* Location (Vi tri)—Toan bd dudng dan dén vi tri NAS bao gém thu muc noi dit liéu dugc Iuu trir.
* Username (Tén ngudi dung)—Tén ngudi dung dugc chi dinh cho May chd tai ché khi truy cap

NAS.

* Password (M4t khdu)—Mat khau dugc chi dinh cho May chd tai chd khi truy cap NAS.

4. Chon Save (Luu).

Chon Test (Kiém tra) dé kiém tra két ndi NAS.
NE&u két n6i khdng thanh cong, hay xac nhan tén may chu, tén vi tri, tén ngudi dung va mat khau vdi
quan trj vién IT.

6. Khai doéng lai may chu dé ap dung céac thay doi.
LUUY Mbtcau hinh 8 dia mang chung chi cé thé hd trg mot thu muc di liéu giai trinh tu.

Chinh stra mét 6 dia mang chung

1. Tu Dashboard (Bang diéu khién), chon Folders (Thu muc).

2. Chinh stra dudng dan Vi tri va chon Save (Luu).

3. Chon Test (Kiém tra) dé kiém tra k&t n6i NAS.
NE&u két ndi khéng thanh céng, hay xac nhan tén may chu, tén vi tri, tén nguoi dung va mat khau vai
quan trj vién IT.
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X6a mot 6 dia mang chung

1.

Tlr Dashboard (Bang diéu khién), chon Folders (Thu muc).

2. Chon dudng dan Vi tri d€ sira déi.

3. Chon Delete (Xda) dé xda thu muc giai trinh tu bén ngoai.

Cau hinh cai dat mang va chirng chi

K¥ su bao dudng tai hién truong cua lllumina s&r dung man hinh Network Configuration (Cau hinh mang)
dé cau hinh cai dat mang va ching chi trong qua trinh cai dat ban dau.

LUUY ChiKy subao dudng va Quan tri vién mai cé quyén thay doi cai dat mang va ching chi.

1.
2.
3.

Tl Dashboard (Bang diéu khién), chon Configuration (Cau hinh).

Chon tab Network Configuration (C4u hinh mang) va cau hinh cai dat mang néu thich hop.

Chon tab Certification Configuration (Cau hinh ching chi) dé€ tao chiing chi Lép 6 cam bao mat
(SSL).

Cau hinh cai dat churng chi

Chirng chi Lép 6 cam bdo mat (Secure Sockets Layer, SSL) 1a mét tép tin di liéu cho phép két ndi bao
mat tir May chu tai chd dén trinh duyét.

1.

St dung tab Certificate Configuration (Cau hinh chirng chi) dé cdu hinh cac cai dat chirng chi SSL
sau:

Laboratory Email (Email phong thi nghiém)—Email lién lac tai phong thi nghiém xét nghiém (yéu
cau dinh dang dia chi email hop 1€).

Organization Unit (Dan vi t6 chirc)—BO phan.

Organization (T& chirc)—Tén phong thi nghiém xét nghiém.

Location (Dia diém)—Dija chi dudng pho cta phong xét nghiém.

State (Ti€u bang)—Dia diém ti€u bang cla phong thi nghiém xét nghiém.

Country (Quéc gia)—Dia diém qudc gia clia phong thi nghiém xét nghiém.

Certificate Thumbprint (SHA1) (D4u van tay Chiing chi (SHA1))—S6 nhan dang ching chi.
SHA1 dam bao rang ngudi dung khéng nhéan duge canh bdo chiing chi khi truy cap Phan mém

xét nghiém VeriSeq NIPT v2. SHAT xuat hién sau khi tao hodc tao lai mot chirng chi. D€ biét thém
thong tin, hdy tham khao Tao lai mét ching chitrén trang 33.

Chon Save (Luu) dé thuc hién cac thay déi da thuc hién.
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Cau hinh cai dat mang va may chu

LUUY bDiéu phditat ca cac thay ddi cai dat mang va may chd véi quan tri vién IT d& tranh 16i két ndi

may chu.

1. Sirdung tab Network Configuration (Cau hinh mang) dé cau hinh mang va cai dat May chu tai cho
sau:

Static IP Address (Dia chi IP tinh)—Dia chi IP dugc chi dinh cho My chu tai chd.
Subnet Mask (Mat na mang con)—Mat na mang con mang cuc bé.
Default Gateway Address (Dia chi c8ng mac dinh)—Dia chi IP bd dinh tuy&n mac dinh.

Hostname (Tén may chi)—Tén dugc chi dinh d&€ tham chi€u May chd tai chd trén mang (dugc
xac dinh 13 may chu cuc bd theo mic dinh).

DNS Suffix (Hau t6 DNS)—Hau tdé DNS dugc chi dinh.
Nameserver 1 and 2 (Tén may chu 1va 2)—Dbia chi IP hodc tén may chi DNS.

NTP Time Server 1 and 2 (Mdy chu thai gian NTP 1 va 2)—May chul cho déng bd hda thai gian
Giao thurc thai gian mang (NTP).

MAC Address (Dia chi MAC)—Dbia chi MAC mang may chu (chi doc).

Timezone (MUi gio)—MUi gid cuc bd cua may chu.

2. Xac nhan rang cac muc nhap la chinh xac, va sau dé chon Save (Luu) dé khdi déng lai may chu va
thuc hién cac thay doi da thuc hién.

/N THANTRONG

Cai dat khong chinh xac co thé lam gian doan k&t ndi véi may chu.

Tai xudng va cai dat chirng chi

DE tai xudng va cai dat chirng chi SSL cho Phan mém xét nghiém VeriSeq NIPT v2:

1. Tu Dashboard (Bang diéu khién), chon Configuration (Cau hinh).

2. Chon tab Certification Configuration (Cau hinh ching chi).

3. Chon Download Certificate (Tai xudng chirng chi) tir man hinh Network Configuration (Cau hinh
mang).
Tép ching chiroot_cert.der tai xudng.

LUUY N&uban dugc nhic luu tép tin, hay chon mét vi tri ddng nhd. Néu khéng, hay xac dinh vi tri

tadi xuéng mac dinh. M6t so trinh duyét tu dong luu tép tin vao thu muyc Tai xudng.

4. Diéu hudng dén thu muc trén may tinh cta ban noi ban da luu tép tin.

Nhap chudt phai vao tép tin root_cert.der va chon Install Certificate (Cai dat ching chi).
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6. NEu clra s6 Security Warning (Canh bao bao mat) hién thi, chon Open (M) dé mad tép tin.
Trinh hudng dan nhap ching chi méra.

7. Trong clra s Welcome (Chao ming) cho Trinh hudng dan nhap ching chi, chon Local Machine
(May cuc bd) cho Store Location (Vi tri ctra hang), sau dé chon Next (Tiép theo).

8. Chon tly chon dé Place all certificates in the following store (D3t tat ca ching chi trong ctra hang
sau), sau dé chon nut Browse... (Duyét...).

9. Trong clra s6 Select Certificate Store (Chon clra hang chirng chi), chon Trusted Root Certification
Authorities (Co quan chiing chi géc dang tin cay), va sau dé chon OK.

10. Dam bao trudng Certificate Store (Clra hang ching chi) hién thi Trusted Root Certification
Authorities (Co quan ching chi géc dang tin cay) va sau dé chon Next (Ti€p theo).

11. Trong ctlra s6 Completing the Certificate Import Wizard (Hoan thanh trinh hudng dan nhap chiing
chi), chon Finish (K&t thuc).

12. NE&u ctra s8 Security Warning (Canh bao bao mat) hién thi, chon Yes (Cd) dé cai dat ching chi.

13. Trong hop thoai nhdp thanh céng, chon OK dé thoat khai Trinh hudng dan.

Tao lai mot chirng chi

LUUY ChiKy subdo dudng va Quan tri vien médi cé quyén tao lai chimg chi va khéi dong lai hé théng.

DE tao lai chirng chi sau khi cai dat mang hodc chiing chi da thay dai:

1. Tlrman hinh Network Configuration (Cau hinh mang), chon Regenerate Certificate (Tao lai ching
chi).

2. Chon Regenerate Certificate and Reboot (Tao lai chirng chi va khai déng lai) dé tiép tuc, hodc chon
Cancel (Huy) dé thoat.

Cau hinh thong bao email hé thong

Phan mém xét nghiém VeriSeq NIPT v2 giao ti€p véi ngudi dung bang cach gui thong bdo qua email cho
biét tién trinh xét nghiém va canh béo 16i hoac hanh déng yéu cau nguoi dung. D€ biét théng tin vé cac
théng bao qua email do hé théng g, tham khao phan Théng bdo Assay Software (Phan mém xét
nghiém) trén trang 80.

Dam bao rang cai dat muc thu rac clia email cho phép nhan thdng bdo qua email tir may chd. Théng bdo
qua email dugc gui tir mot tai khodn cd tén veriSeq@<tén mién email cua khach hang>, trong do
<tén mién email c@ia khach hang> dugc nhom IT dia phuaong chi dinh khi may chu dugc cai dat.

Tao mot danh sach ngudi dang ky email

Thong bao qua email dugc gii d€n mot danh sach ngudai dang ky cu thé.
Chi dinh mét danh sach nguoi dang ky nhu sau.

1. Tur Dashboard (Bang diéu khién), chon bi€u tugng Cai dat.
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2. Chon Email Configuration (Cau hinh email).

3. Trong trudng Subscribers (Nguoi dang ky), nhap dia chi email dugc phan tach bang diu phay.
Xéc minh rang cac dia chi email dugc nhdp chinh xdc. Phan mém khong xac thuc dinh dang dia chi
email.

4. Chon Save (Luu).

Chon Send test message (GUi thong bao xét nghiém) dé tao mét email xét nghiém dén danh sach
ngudi dang ky.
Kiém tra hop thu dén clia email cia ban dé xac minh rang email da dugc gui.

LUUY Dam bao ban chon nit Save (Luu) trudc khi gui mét thong bao xét nghiém. Gui mot thong
bao xét nghiém trudc khi luu sé loai bo bat ky thay ddi nao.

Cau hinh ma hda ban sao luu

Phan mém xét nghiém VeriSeq NIPT v2 cho phép quan tri vién bat hodc tat ma hda ban sao luu. Quan tri
vién cling c6 thé dat hoadc cap nhat mat khau ma hoa dé sao luu co sd dit liéu. Mat khau nay la can thiét

dé khoi phuc mot ban sao luu co sd dir liéu. Dam bao luu trir mat khdu & mot vi tri an toan dé tham khao

trong tuong lai.

LUUY ChiQuan tri vién mai c6 quyén thidt 1ap ma hoa ban sao luu co s di liéu.

Thiét 1ap ma hda ban sao luu nhu sau.

Tlr Dashboard (Bang diéu khién), chon biéu tugng Cai dat.

Chon Backup Encryption (Ma hda ban sao luu).

Chon hop kiém Backup Encryption (M3 hda ban sao luu).

Trong trudng Encryption Password (M4t khdu ma hda), nhdp mat khdu méa hda uu tién.

Nhap cung mot mat khdu vao trudng Confirm Password (Xac nhan mat khau).

o g s w N 2

Chon Save (Luu).
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Tao mo6t ban sao luu khong dugc ma héa

Phan mém xét nghiém VeriSeq NIPT cho phép quan tri vién tao ra mot tép tin sao luu khong duge ma
hda c6 thé dugc sir dung bdi bé phan H6 trg K¥ thuat lllumina. Tép tin sao Iluu khong dugc ma hda chi
ton tai trong 24 gio trudce khi né dugce tu déng xoda.

LUUY ChiQuan tri vién méi cé quyén tao ban sao luu khdng duge mi hda.

Tao mot ban sao Iuu khéng duge ma hda nhu sau.
1. Tu Dashboard (Bang diéu khién), chon biéu tugng Cai dat.
2. Chon Backup Encryption (M3 hoa ban sao luu).
3. Chon Generate Unencrypted Backup (Tao ban sao luu khéng dugc ma hoa).
4. Chon Yes (C9) trong clra s6 xac nhan.
Mot 101 nhac hién thi xac nhan yéu cau ban sao Iuvu khéng duge ma hoa.
5. Chon OK.
Ban cé thé xac nhan viéc tao mdt ban sao luvu khong duge ma hda bang cach quay lai Bang diéu khién
Phan mém xét nghiém VeriSeq NIPT va xem bang Recent Activities (Hoat dong gan day). M6t hoat déng
md&i sé xac nhan viéc tao thanh céng mot ban sao luu khdong duge méa hoa.

Cau hinh mat khau mang

Quan tri vién hodc K§ su bdo dudng tai hién truong cua lllumina cé thé s dung trang Mat khdu mang dé
cau hinh mat khau de lién lac gitra cac thanh phan May chu tai ché va VeriSeq NIPT Solution v2.

/N THANTRONG
Chi Ky sur bao dudng va Quan tri vién maéi cé quyén thay déi mat khdu mang.

C4&u hinh mat khdu mang nhu sau.
1. Tu Dashboard (Bang diéu khién), chon biéu tugng Cai dat.
2. Chon Network Passwords (M4t khdu mang).

3. Trong trudng Sequencer Password (M4t khau b gidi trinh ty), nhap mat khau cho céac thiét bi giai
trinh tu.

4. Nhap lai mat kh3u trong truong Confirm Password (Xac nhan méat khau).
/AN THAN TRONG
Céap nhat mat khdu bo gidi trinh tyu trong khi dang chay giai trinh tu c6 thé gay mat di liéu.

5. Chon Save Sequencer Password (Luu mat khau b giai trinh tu).
May chtl luu trlr mat kh&u cho thiét bi gidi trinh ty. Cap nhat bat ky thiét bi nao dugc két ndi véi may
chl d€ dam bdo chung st dung mat khau nay.
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6. Trong truong Automation Password (Mat khdu tu déng hda), nhap mot mat khdu cho VeriSeq NIPT
Microlab STAR.

/N THANTRONG
Céap nhat mat khdu tu déng hda trong khi dang chuan bi mau cé thé gay mat dix liéu.

Chi Ky su bao dudng tai hién truong lllumina maéi cé thé cap nhat mat khau tu dong héa
cho ML STAR. Trudc khi ban thay d6i mat khau dugc Iuu trir trén may chu, théng qua giao
dién web, hdy dam bao mét thanh vién clia nhém Bao dudng tai hién truong lllumina da
truy cap trang web cla ban va cap nhat mat khdu ML STAR. Néu ban cdp nhat mat khau
trong giao dién web mdy chu ma khong cap nhat né trén ML STAR, ban sé khién hé thong
khong thé str dung dugc.

7. Nhap lai mat khdu cho ML STAR trong truong Confirm Password (Xac nhan mat khau).

8. Chon Save Automation Password (Luu mat khiu tu déng hda).
May chu luu trlr mat khdu cho ML STAR. Cap nhat bat ky thiét bi ML STAR nao da dugc két nai véi
may chu dé dam bao chung s&r dung mat khau nay.

bang xuat

» O gdc trén bén phai ciia man hinh, chon biu tugng ho so ngudi diing, sau dé chon Log Out (Dang
Xuat).

Phan tich va Bao cao

Sau khi dir liéu gii trinh tu dugce thu thap, ching dugc phan tach, chuyén déi thanh dinh dang FASTQ,
dugc so khdp véi hé gen tham chiéu va dugc phan tich dé phat hién di bdi. Muc nay mé ta cac s liéu
khac nhau dugc xac dinh cho bat ky mau nhat dinh nao.

Tach doan va tao FASTQ

D liéu giai trinh ty dugc luu trir & dinh dang BCL dugc x(r ly théng qua phan mém chuyén daoi bel2fastqg.
Phan mém chuyén daéi bcl2fastq tach doan dir liéu va chuyén ddi cac tép tin BCL thanh céac dinh dang
tép tin FASTQ tiéu chudn dé€ phan tich xudi dong. D46i véi méi [an chay giai trinh ty, Phan mém xét
nghiém VeriSeq NIPT tao mot bang thong tin mau (SampleSheet.csv). Tép tin nay chira thong tin mau
dugc cung cap cho phan mém trong qua trinh chuan bi mau (s&r dung APl phan mém). Cac bang thong
tin mau nay chira mot tiéu dé vdi thong tin vé 1an chay va cac mo ta cho cac mau dugc xi ly trong mot té
bao dong chay cu thé.

Bang sau day cung cap chi ti€t di liéu bang théng tin mau.
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/N THANTRONG

Khéng stra doi hodc chinh stra tép tin bang théng tin mau nay. N6 dugc tao ra bdi hé thdng va
cac slra ddi co thé gay ra cac tac dung phu & phia sau, bao gém cac két qua khong chinh xac

hoac 16i phan tich.

Tén cot
SamplelD
SampleName
Sample_Plate
Sample_Well
[7_Index_ID
index
I5_Index_ID
index2
Sample_Project

SexChromosomes

SampleType

M6 ta

Nhan dang méau.

Tén mau. Mac dinh: giong nhu SamplelD.

Nhan dang dia cho mét mau nhat dinh. Mac dinh: trong.
Nhan dang giéng trén dia cho mot mau nhat dinh.

Nhén dang adapter chi thi th&r nhat.

Trinh tu nucleotide cla adapter thir nhat.

Nhan dang adapter thtr hai.

Trinh tu nucleotide cla adapter thir hai.

Nhan dang du an cho mot mau nhat dinh. Mac dinh: tréng.

Phan tich lién quan dén nhiém s&c thé gidi tinh. Mot trong cac trudng hop

sau:

» Yes (Co)-Yéu cau bdo cao tinh trang di bdi nhiém sac thé gidi tinh va
bao cao gidi tinh.

» No (Khong)-Khéng yéu cau bdo cdo di bdi nhiém sac thé gidi tinh ciing
nhu bao cao gidi tinh.

« SCA (Di boi nhiém sac thé gidi tinh)-Yéu cau bdo cdo di béi nhiém sac
thé gidi tinh, khéng yéu cau béo cdo gidi tinh.

Loai mau. Mét trong céc trudng hgp sau:

« Singleton (Thai don)-Mang thai mét phdi.

« Twin (Thai déi)-Mang thai nhiéu phoi.

« Control (Ddi chirng)-Mau dai ching gidi tinh da biét va aneuploidy
classification (phan loai di bdi).

« NTC (Ching khéng c6 khudn)-Mau ddi chirng khdong cé khuén (khéng
cO DNA).

QC giai trinh tu

Chi s6 QC giai trinh tu xac dinh cac té bao dong chady c6 kha ndng khéng phéan tich dugc vai xac suat
cao. Mat d6 cum, phan trdm doan doc di qua bd loc (percent reads passing filter, PF), cac chi s tién
dinh pha va dinh pha mé ta chat lugng di liéu giai trinh tu chung va phd bién cho nhiéu ing dung giai

trinh ty thé hé ti€p theo. Chi s6 doan doc dugc diéu chinh dugc du dodn sé udc tinh mirc d6 t&€ bao dong
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chay cua d6 sau giai trinh tu. Néu dir liéu chat lugng thap khong dat chi sé doan doc diéu chinh dugc du
doan, viéc xtr ly lan chay sé bj cham dut. D€ biét thém thong tin, hdy tham khdo Chi'sé QC gidi trinh tu va
Gidi han trén trang 47.

U'dc tinh ty I1é DNA cua thai nhi

Ty I& DNA cua thai nhi (FF) dé cap dén phan tram DNA tuan hoan, ngoai bao trong mau mau me cé
nguon goc tlr nhau thai. Phan mém xét nghiém VeriSeq NIPT st dung théng tin tir ca phan bd kich thudc
doan cfDNA va su khac biét vé dd bao phu hé gen gitra cfDNA me va thai nhi d€ tinh toan udc tinh FF.'

S0 liéu thong ké duogc sir dung trong tinh diém cuoi
cung

DG vdi tat cad nhiém sac thé, dir liéu gidi trinh tu k&t doi dugc diéu chinh vdéi hé gen tham chiéu (HG19).
Cac doan doc duy nhat d& can chinh va khéng Idp doan dugc téng hgp vao cac vung nhd 100 kb. Cac s6
lugng vung nho tuong ing dugc diéu chinh theo dé Iéch GC va theo pham vi bao phu hé gen ting vung
da thiét 1ap trudc dé. Nhd so lugng vung nhd chuan héa nay, cac diém sé théng ké dugc tinh toan cho
mdi nhiém sac thé thudng bang cach so sanh cac vung bao phu cé thé bi anh hudng bdi dot bién di boi
vdi cac nhiém sac thé thudng con lai. Ty s6 hgp ly theo l6garit (LLR) dugc tinh cho mdi mau bang cach
xem xét cac diém s6 dua trén pham vi bao phd nay va FF udc tinh (ty 18 DNA udc tinh cla thai nhi). LLR
la xac suat mot mau bi anh hudng trong pham vi bao phu da quan sat va FF (ty 1é DNA udc tinh cua thai
nhi) so véi xac suat mét mau khdng bi anh hudng trong cling pham vi bao phi da quan sat. Viéc tinh toan
ty s6 nay cling tinh dén dé bat dinh udc tinh vé FF (ty &€ DNA udc tinh cla thai nhi). Cac phép tinh tiép
theo sé str dung I6garit tu nhién cla ty s6. Phan mém Xét nghiém danh gia LLR cula ting nhiém sac thé
muc tiéu va timg mau dé xac dinh dét bién dj boi.

S0 liéu théng ké cho nhiém séc thé X va Y khac véi so liéu thong ké dugc str dung cho cac nhiém sac thé
thuong. D6i vdi bao thai dugc xac dinh Ia bé gai, cac phat hién SCA yéu cau su déng thuan phan loai
theo LLR va theo gia tri nhiém sac thé dugc chudn héa.” Diém LLR cu thé dugc tinh cho [45,X] (hoi
ching Turner) va cho [47 XXX]. D6i véi bao thai dugc xac dinh 1a bé trai, SCA yéu cau [47, XXY] (hoi
ching Klinefelter) hodc [47,XYY] c6 thé dya trén madi quan hé gitra cac gia tri nhiém sac thé dugc chuan
hda cho nhiém sac thé X va Y (NCV_X va NCV_Y). Cac mau lién quan dén bao thai bé trai ma NCV_X nam
trong pham vi quan sat dugc déi véi cac mau chinh bdi bé gai co thé dugc goi la [47,XXY]. Cadc mau lién
guan dén cac mau cla bé trai ma NCV_X nam trong pham vi quan sat dugc déi véi cac mau chinh béi cla
bé trai nhung nhiém sac thé Y cé luogng dai dién quad nhiéu co thé duoc goila [47,XYY].

1Kim, S.K., va cong su, Determination of fetal DNA fraction from the plasma of pregnant persons using sequence
read counts, Prenatal Diagnosis Thang 8 ndm 2015; 35(8):810-5. doi: 10.1002/pd.4615

2Bjanchi D, Platt L, Goldberg J va céng su. Genome-Wide Fetal Aneuploidy Detection by Maternal Plasma DNA
Sequencing. Obstet Gynecol. 2012;119(5):890-901. doi:10.1097/a0g.0b013e31824fb482.
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MOt sé gia tri cia NCV_Y va NCV_X nam ngoai kha nang xac dinh SCA cula hé thdng. Cac mau nay tao ra
két qua Khéng thé bao cédo cho phan loai XY. Cac két qua nhiém sac thé thudng dugc cung cap cho cac
mau nay néu tat ca cac chi sé QC khac dugc thong qua.

QC phan tich

Cac chi sd QC phan tich 1a cac chi s6 dugc tinh todn trong qua trinh phan tich va dugc st dung dé phat
hién cac mau sai léch qua xa so vdi hanh vi du kién. D liéu cho cac mau khong dat céc chi sd nay dugc
coi la khéng dang tin cdy va dugc danh dau la failed (khdng dat). Khi cdc mau tao ra két qua ngoai pham
vi du kién cho cac chi s6 nay, Bao cao NIPT dua ra ly do QC nhu mdt canh bdo hodc nguyén nhan khong
dat. Tham khdo Cdc théng bao ly do QC trén trang 62 d€ biét thém thong tin vé cac ly do QC nay.

QC mau NTC

Gidi phap VeriSeq NIPT cho phép bd sung cac mau NTC nhu mot phan cla lan chay. ML STAR c6 thé tao
ra t6i da 2 NTC méi [an chay cho céc 16 24 mu va 48 m4u va toi da 4 NTC cho cac 16 96 mau. Bat ké cé
bao nhiéu mau NTC dugc thém vao, phan mém sé kiém tra muc trung binh t6i thi€u l1a 4.000.000 doan
dugc anh xa duy nhat cho méi mau trén méi mau két hop. Vily do nay, khéng thém nhiéu hon 2 mau NTC
moi mau két hgp. DE biét thém thong tin, hdy tham khdo Chi'sé QC gidi trinh tu va Gidi han trén trang 47.
Trang thai QC cho cac mau NTC nhu sau.

* NTC sample processing (X&r ly mau NTC)—Khi xtr ly mau NTC, phan mém sé ap dung két qua QC
DAT khi pham vi clla méau thap, nhu du kién ddi vai NTC.

* Patient sample as NTC (Mau bénh nhan Ia NTC)—Khi mét mau bénh nhan, dugc danh dau la NTC,
dugc xtr ly, pham vi réng dugc phat hién. Vi mau dugc danh dau la NTC, phan mém danh dau trang
thai QC méau Ia FAIL (KHONG DAT) vdily do sau: NTC SAMPLE WITH HIGH COVERAGE (MAU NTC
co PHAM VI BAO PHU RC)NG).

Nhiém ban cap do6 dia

Nhiém ban cap dé dia dugc phat hién trong két qua phan tich bang cach xac dinh su hién dién cla
nhiém sac thé Y ddi véi moi mau hgp 1€, khéng phai NTC trong mot nhém mau da vugt qua QC.

Céc mau khéng hop 1€ bi loai trir vi k€t qua clia ching khéng thé dugc tin cy dé dua ra chi dan chinh
Xac Vé sy hién dién cta nhiém sac thé Y. NTC bi loai trir vi bat ky s6 doc nao dugc phat hién déi vdi cac
mau nay déu cho thay su nhiém ban khong & cap dé dia. Cac ngoai Ié dugc chira riéng trong béo céo
NIPT.

NE&u phat hién nhiém ban cap dé dia cho mét nhdm mau, ngudi dung sé dugc théng bao théng qua hé
théng thong bao qua email va thdng qua nhat ky Bao déng trén Giao dién ngudi dung web. Lan chay sé
khong ti€p tuc xtr ly va cac bao cdo NIPT va Bo sung sé khong dugc tao.
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VeriSeq Onsite Server v2

VeriSeq Onsite Server v2 chay hé diéu hanh duya trén Linux va cung cdp dung lugng luu trir khoang 7,5
TB cho di¥ liéu. Gia st kich thudc dir liéu la 25 GB cho méi Ian chay giai trinh tu, may chd co thé luu trir toi
da 300 Ian chay. Théng bdo ty ddng dugc phat hanh khi khéng cé dung lugng Iuu trir t6i thi€u. May chu
dugc cai dat trén Mang cuc bo.

O dia cuc bd

Phan mém xét nghiém VeriSeq NIPT tao cac thu muc cu thé trén May ch tai chd kha dung cho ngudai
dung. Cac thu muc nay co thé dugc anh xa bang cach st dung giao thirc chia sé Samba dén bat ky may
tram hodc may tinh xach tay nao trén mang cuc bé.

Tén thu . Quyén
Mb ta R
muc truy cap
Input (Dau Chtra di liéu gidi trinh ty dugc tao bdi hé thdng gidi trinh tu thé hé mdi Poc va
vao) dugc dnh xa dén may chd. ghi.
Output (Ddu  Chra tat ca cac bao cdo do phan mém tao ra. Chi doc.
ra)
Backup (Sao Chutra cac ban sao luu co sé dir liéu. Chi doc.
luu)
Update Noi chira cac tép gdi cap nhat dugc stir dung dé va 16i may chu. Poc va
(Cap nhat) ghi.

LUUY Anh xa 8 dia cuc bd dua trén giao thirc Khai thdng bao may chi (SMB). Phan mém hién hé trg
cac phién ban SMB2 trg 1én. May chu yéu cau ky SMB. Bat cac phién ban nay trén thiét bi (may
tinh xach tay/may tram) ma ban dang anh xa.

Co so dir liéu cuc bo

Phan mém xét nghiém VeriSeq NIPT duy tri mdt co s& di liéu cuc bd nai thdng tin thu vién, théng tin

chay giai trinh tu va két qua phan tich dugc duy tri. Co s& di liéu l1a mot phan khéng thé tach roi cla

Phan mém xét nghiém VeriSeq NIPT va ngudi dung khong thé truy cap dugc. Hé thdng duy tri mét co

ché tu dong dé sao luu co sd dir liéu trén May chu tai chd. Ngoai cac quy trinh ca sé dit liéu sau day,

ngudi dung dugc khuyén khich sao luu co s& di liéu thudng xuyén dén mét vi tri bén ngoai.

* Database backup (Sao luu co s& di lidu)—Anh chup nhanh co s& dit liéu dugce luu ty dbng hang gig,
hang ngay, hang tuan va hang thang. Sao luu hang gio dugc xda sau khi tao sao Iuu hang ngay.
Tuong tu nhu vay, céc ban sao luu hang ngay sé bi xda khi sao luu hang tuan da san sang. Cac ban
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sao luu hang tuan dugc xda sau khi tao ban sao luu hang thang va chi mét ban sao Iuvu hang thang
dugc gitr lai. Thuc hanh dugc khuyén nghi la tao mét tap 1énh ty déng cé thé ton tai thu muc sao luu
trén NAS cuc bd. Cac ban sao Iuu nay khéng bao gém cac thu muc dau vao va dau ra.

LUUY Phianmém xét nghiém VeriSeq NIPT v2 cung cap mot tly chon m& hoa dé sao luu co sé di
liéu. D€ bi€t thém thoéng tin, hdy tham khao muc C4u hinh ma héa ban sao luu trén trang
34,

* Database restore (Khoi phuc co s dit liéu)—Co sa dit liéu cé thé dugc khoi phuc tir bat ky anh chup
nhanh sao luu nao. Cac khoi phuc chi dugc thuc hién bdi K§ su bdo dudng tai hién truong lllumina.
Mat khdu ma hda phai dugc cung cap dé khoi phuc ban sao luu duge ma hoa. Mat khau nay phaila
mat kh4u co hiéu luc tai thoi diém sao luu.

* Data backup (Sao luu di liéu)—Mac du May chu tai ché co thé dugce st dung lam diém luu trir chinh
cho céc lan chay gidi trinh tu, nhung né chi cé thé luu trir knodng 300 Ian chay. Ban ¢ thé thiét 1ap
sao luu dir liéu ty déng chay lién tuc vao mot thiét bi luu trir dai han khac hodc NAS.

* Maintenance (B3do tri)—Ngoai sao luu dit liéu, May chu tai chd khdong yéu cau ngudi dung thuc hién
bat ky bao tri ndao. Ban cap nhat cho chinh May chu tai ché hoac Phan mém xét nghiém VeriSeq NIPT
dugc cung cap badi bo phan H6 trg Ky thuat lllumina.

Luu trir dir liéu

Tham khao chinh sach luu trir dit liéu cla co s& IT tai dia phuong clia ban dé xac dinh cach luu trir cac
thu muc dir liéu dau vao va dau ra. Phan mém xét nghiém VeriSeq NIPT gidm sat dung lugng dia con lai
trong thu muc dir liéu ddu vao va théng bao cho ngudi dung qua email khi dung lugng luu trit con lai dudi
1TB.

Khong str dung May chu tai chd dé luu trir dir liéu. Truyén dir liéu dén May chu tai chd va luu trir theo lich
trinh théng thudng.

MOt [an chay gidi trinh tu dién hinh tuong thich véi quy trinh phan tich cfDNA yéu cau 25-30 GB cho cac
lan chay hé théng giai trinh ty thé hé mdi. Kich thudc thu muc chay thuc té phu thuéc vao mat dé cum
cudi cung.

Chiluu trir di liéu khi hé thdng khéng hoat ddng va khdng cé phan tich hodc Ian chay giai trinh ty nao
dang diénra.

Anh xa 6 dia may chu

May chu tai ché cé bon thu muc c6 thé dugce anh xa riéng 1é dén bat ky may tinh nao cé Microsoft
Windows:

* input (dau vao)—Anh xa dén cac thu muc dit liéu gidi trinh ty. Gan trén may tinh duoc két néi véi hé
théng giai trinh tu. Cau hinh hé thong gidi trinh tu dé€ truyén di liéu dén thu muc dau vao.

* output (dau ra)—Anh xa dén bao cdo phan tich may chl va bao cdo quy trinh phan tich.
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* backup (sao luu)—Anh xa dé&n céc tép tin sao luu co s& dit liéu.

* update (cap nhat)—Anh xa dén cac t&p goi cap nhat hé thdng.

LUUY ChiKy subdo dudng va Quan tri vién dang hoat ddng méi c6 quyén anh xa dén 8 dia may chu.

Anh xa tirng thu muc nhu sau.

—_

Dang nhap vao may tinh trong mang con May chd tai cho.
Nhap chudt phai vao Computer (May tinh) va chon Map network drive (Anh xa & dia mang).

Chon mét chir cai tir danh sach tha xudng Drive (O dra).

M 0N

Trong truong Folder (Thu muc), nhdp \\<bia chi IP VeriSeq Onsite Server v2>\<tén thu
muc>.

Vidu: \\10.50.132.92\input.

5. Nhép tén nguoi dung va mat khau (vdi tu cach la quan tri vién dang hoat déng) clia VeriSeq NIPT
Assay Software v2. Cac thu muc dugc anh xa thanh cong xuat hién dugc gan trén may tinh. Néu vai
tro, trang thai hoat déng hodc mat khau cua quan tri vién thay d6i, két néi hoat déng ctia may chu
duoc anh xa sé bi cham dut.

LUUY Anh xa 8 dfa cuc bd dua trén giao thirc Khdi thdng bao may chi (SMB). Phan mém hién hé trg
cac phién ban SMB2 trg 1én. May chul yéu cau ky SMB. Bat céc phién ban nay trén thiét bi (may
tinh xach tay/may tram) ma ban dang anh xa.

Cap nhat may chu

LUUY ChiKy sudich vu va Quan tri vién méi cé quyén cap nhat may chd.

Hé diéu hanh VeriSeq Onsite Server dugc cap nhat bang cach cai dat cac tép tin gdi cp nhéat. Cac goi
nay dugc tai xudng tlr lllumina va sao chép vao mét thu muc da chi dinh trén 6 ciring ndi b cliia May chu
tai chd, dugc anh xa dudi dang thu muc read/write update (cap nhat doc/ghi) trén & dia ngudi dung. Sau
khi sao chép céc tép, cac gdéi cap nhat dugc cai dat thdng qua giao dién ngudi dung Web.

LUUY Céc tép gdi cap nhat dugc tich Idy - Viéc cai dat géi cap nhat méi nhat sé ap dung tat ca cac
ban cap nhat hién hanh tlr cac goi cap nhat trudc do.

DE cip nhat may chu:
1. Dam bdo rang ban sao luu co s dir liéu cp nhat cé san va dugc luu trir bén ngoai may chu.
2. Taixudng tép gdi cap nhat maéi nhat tlr Cong thong tin bao méat san pham lllumina.

3. Sao chép tép gdi da tai xudng vao thu muc update (cip nhat) dugc anh xa.
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Trén danh sach tha xudng Settings (Cai dat), chon Update Server (Cap nhat may chu). Mot danh
sach cdac tép tin gbi co san sé hién thi, cung vdi trang thai clia tirng tép tin.

Xac dinh gdi cap nhat can thiét trong danh sach va chon Install (Cai dat) dé bat dau qua trinh cai dat.
Nhap ly do cp nhat may chd. Ly do dugc ghi nhat ky lai cho muc dich khac phuc su c6.

Chon Install Update Package (Cai dat gdi cap nhat). May chu sé ngoai tuyén dé cai dat ban cap
nhat. Khi cai dat hoan tat, may chu sé trd lai hoat déng binh thudng. Phién ban clia géi cap nhat
dugc hién thi trén tab Server Status (Trang thai may chui) ctia Dashboard (Bang diéu khién) trong
Latest Cybersecurity Patch Version (Phién ban ban va an ninh mang méi nhat).

/AN THAN TRONG

Khéng dugc chay giai trinh tu hodc chudn bi mau trong qua trinh khai dong lai. Lam nhu vay cé
thé& dan dén mat dir liéu. Viéc khdi dong lai hé théng cd thé mat vai phit. Lap k& hoach hoat
ddng phong thi nghiém cda ban xung quanh viéc khéi dong lai.

Khai dong lai may chu

LUUY ChiKy subao dudng va Quan tri vién méi cé quyén khéi dong lai may chu.

DE khéi dong lai may chu:

1.
2.

Trén danh sach tha xudng Settings (Cai dat), chon Reboot Server (Khdi déng lai may chu).

Chon Reboot (Khdi ddng lai) dé khdi dong lai hé théng hoac Cancel (Hly) dé thoat ma khéng khai
dong lai.

Nhap ly do tat may chu.

Ly do dugc ghi nhat ky lai cho muc dich khac phuc su c6.

/N THANTRONG

Khéng dugc chay giai trinh tu hodc chudn bi mau trong qua trinh khai dong lai. Lam nhu vay cé
thé dan dén mat dir liéu. Viéc khéi dong lai hé théng c6 thé mat vai phut. Lap k& hoach hoat
dong phong thi nghiém cua ban xung quanh viéc khéi dong lai.

Bat/tat nguon

DGi vaoi ML STAR va céc thiét bi ngoai vi clia nd, vi du nhu PC, bat/tat nguon la mét budc bao tri quan
trong dé dam bdo hoat déng tron tru va ngan nglra 16i hé thong. Day cling la mét budc quan trong & cudi
quy trinh lam viéc dé tat cac thié€t bi ngoai vi nhu may bom hoac hé théng CPAC. D& tranh 1ang phi dién
nang khéng can thiét va cac su cd tiém an, khdng nén dé hé thdng bat qua dém sau khi st dung.
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Tat may chu

LUUY ChiKy subao dudng va Quan tri vien méi cd quyén tat may chdl.
Tat may chd May chu tai ché:

1. Trén danh sach tha xudng Settings (Cai dat), chon Shut Down Server (T4t may chu).

2. Chon Shut Down (Tat may) dé tat May chd tai ché hodc chon Cancel (Hly) dé thoat ma khong tat
may.

3. Nhap ly do tat May chd tai ché.
Ly do dugc ghi nhat ky lai cho muc dich khac phuc su c6.

/N THANTRONG
Khéng cé lan chay gidi trinh tu hodc chudn bi mau nao dugc kich hoat trong khi tat may chu.
Lam nhu vay co thé dan dén mat dir liéu.

Khoi phuc sau tat may dot ngot

Trong trudng hgp mat dién hodc ngudi dung vo tinh tat mdy trong khi chay phéan tich, hé thdng sé thuc
hién nhu sau:

* Ty ddng bat lai Phan mém xét nghiém VeriSeq NIPT khi khéi dong lai.

* Nhanrarang lan chay phan tich khéng thanh céng va gui lai [an chay dén hang dgi dé x( ly.

* Tao dir liéu dau ra khi phan tich hoan tat thanh cong.

LUUY N&uphan tich that bai, Phan mém xét nghiém VeriSeq NIPT cho phép hé théng gui lai Ian chay
dé& phan tich t6i da ba lan.
Cac luvu y vé mol truong

Bang sau day cung cap cac can nhac vé nhiét dé moi trudng xung quanh cho May chd tai cho. Nhiing
can nhac nay khéng ap dung cho ML STAR.

Nhiét d6 moi trurdng xung quanh khi  Nhiét d6 moi trudng xung quanh khi

Do cao . " "
) hoat dong khéng hoat déng

Muc nudc  10°C dén 40°C 0°C dén 60°C

bién

Hon 0°C dén 30°C -10°C dén 50°C

10.000

feet
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Thong tin vé viéc thai bd thiét bj dién tr theo cac quy dinh va Chi thj vé thiét bi dién va dién t&r phé thai
(WEEE) dugc cung cap trén trang web lllumina tai https://support.illumina.com/weee-recycling.html.
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Cac chisd QC

Chi s6 QC dinh lugng va gidi han

Chi sé Mo ta

standard_r_squared Gia tri binh phuong
R clia m0 hinh
dudng cong tiéu
chuan.

standard_slope Hé sd gdéc cua mo
hinh dudng cong
tiéu chuan.

ccn_library_pg_ul Nong d6 mau toi
da cho phép.

median_ccn_pg_ul Gia tri néng do tinh
trung binh cho tat
ca cac mau trong
6.
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Gi6i han
dudi
0,980

0,95

Khéng
ap dung

16 pg/ul

Gi6i han
trén

Khong ap
dung

1,15

1000
pa/ul

Khong ap
dung

Ly do

Cac mo hinh dudng cong
tiéu chudn cho thay do
tuyén tinh kém trong
khéng gian log-log khdng
phai la yéu té dy doan t6t
vé nong d6 mau thyc su.

Céac mé hinh dudng cong
tiéu chudn déc bén ngoai
cac dai hiéu sust du kién
cho thady mdt mo hinh
khong dang tin cay.

Cac mau c6 néng dé DNA
dugc tinh vugt qua thdong
s0 k¥ thuat cho thay sy
nhiém ban DNA qua muc.

Mot mau két hop giai
trinh tu c6 thé tich thich
hgp khéng thé cé qua
nhiéu mau pha lodng qua
murc. Cac 16 co6 s6 lugng
mau pha lodng cao cho
thay qua trinh chuan bij
mau that bai.
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Chi s6 QC giai

Chiso Mo ta

cluster_ Méat do cum giai

density trinh tu.

pct_pf Phan tram doan
doc diqua bd loc
do tinh khiét.

prephasing Ty lé cla tién
dinh pha.

phasing Ty |é cua dinh
pha.

predicted_ S0 lugng trung

aligned_ binh udc tinh cla

reads cac doan dugc
anh xa duy nhat

trén mbi mau.

Tailiéu s6 1000000067940 v10
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trinh tu va G

Gi6i han
dudi
152.000 méi
mm?

250%

Khoéng ap
dung

Khoéng ap
dung

24.000.000

Gidi han
trén

338.000
m&i mm?

Khong ap
dung

<0,003

=0,004

Khong ap
dung

ioi han

Ly do

Té& bao dong chay véi méat
d06 cum thap khong taora
du doan doc. Trén cac té
bao dong chay theo cum
thuong tao ra dir liéu giai
trinh ty c6 chat lugng thap.

Céc té bao dong chay cé
%PF cuc thap cé thé co biéu
hién co s& bat thuong va co
kha nang cho biét cac van
dé vdi doan doc PF.

Céc dé xuat dugc t6i vu hda
theo kinh nghiém cho
VeriSeq NIPT Solution v2.

Céc dé xuat dugc t6i vu hda

theo kinh nghiém cho
VeriSeq NIPT Solution v2.

Dugc xac dinh 1a NES t6i
thi€u quan sat duogc trén
quan thé binh thuong.
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Cac bao cdo cua hé théng

Gidi thiéu

Phan mém xét nghiém VeriSeq NIPT tao ra cac loai bao cdo sau:

* Bdo cdo két qua va théng bao.

* Baocaoxtly.

Bao cdo c6 thé mang tinh théng tin hodc cé thé hanh déng.

*  Théng tin—Ba&o cdo lién quan dén x{ ly cung cdp théng tin vé tién trinh xét nghiém va cé thé dugc

str dung dé xac nhan viéc hoan thanh mot budc cu thé. Bao cédo cling cung cdp théng tin nhu két qua
QCvasdID.

* C6 thé hanh ddéng—Bao cdo khong dong bd dugc kich hoat bdi mot su kién hé thdng hodc hanh
ddng cla ngudi dung can sy chu y cla ngugi dung.

Muc nay mé ta tirng bao cdo va cung cap chi tiét bao cdo dé tich hop LIMS.
Tep tin dau ra

Cac bdo cdo Phan mém xét nghiém VeriSeq NIPT dugc tao trén 8 cirng bén trong May chu tai chd duogc
anh xa dén 6 dia clia nguoi dung dudi dang thu muc Dau ra chi doc. Méi bao cdo dugc tao ra véi mot tép
tin tdng ki€ém MD5 tiéu chudn tuong Ung, dugc str dung dé xac minh rang tép tin chua dugc stra déi.

Tat ca cac bao cdo déu dugc dinh dang van ban thuan tly la tab dugc phan tach. Ban c6 thé mé bdo céo
bang bat ky trinh chinh stra van ban nao hodc bang chuong trinh dit liéu dugc 18p bang, chdng han nhu
Microsoft Excel®.

Cau truc tép tin bao cao

Phan mém xét nghiém VeriSeq NIPT luu bao cdo trong mot cau truc cu thé trong thu muc Dau ra.
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Hinh 4 Ca&u trdc thu muc bao cdo Phan mém xét nghiém VeriSeq NIPT

PAura Tnlg ]

B0 cdo Baociobs | | ‘
NIFT (Mdu M higu miu
calta | | | 1
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=1 | ] . =i P . ) -
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1 hoan it thanh céng .ﬁ.‘“ﬁ
-

L/] Hanh déng hily/vé hiéu khong dong
b do ngudi dung dua ra

Phan mém xét nghiém VeriSeq NIPT luu bao cdo vao thu muc Batch Name (Tén 16) véi cach t6 chirc sau:

*  Thu muc chinh (thu muc Batch Name (Tén 16))—Chtra cac bao cdo cung cap cac két qua hoac
dugc lién két véi cac thong bao qua email do LIMS tao ra. D€ biét chi tiét, hdy tham khao Bdo cdo két
qua va théng bao trén trang 54.

*  Thu muc ProcessLogs (Nhat ky xtr ly)—Chura cac bao céo lién quan dén quy trinh xtr ly. D€ biét chi
tiét, hay tham khdo Bdo cdo xtr ly trén trang 70.

Danh sach tat ca cac bao cdo dugc cung cap tai Tom tat cac bdo cdo cua hé théng trén trang 50.
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Tom tat cac bdo cdo cua hé thong

Tén bao cao

NIPT Report (Bdo cdo NIPT) trén trang
54

Supplementary Report (Bao cao bd
sung) trén trang 64

Sample Invalidation Report (Bdo cdo vo
hiéu mau) trén trang 69

Sample Cancelation Report (Bao cdo huy
mau) trén trang 70

Pool Retest Request Report (Bdo cdo
yéu cau xét nghiém lai mau két hop) trén
trang 70

Batch Initiation Report (Bdo cdo khdi tao
16) trén trang 71

Batch Invalidation Report (Bdo cdo vo
hiéu 16) trén trang 71

Library Sample Report (Bdo cdo mau thu
vién) trén trang 72

Loai
bao

Thuc thé
bao cao

M&u két
hop/té bao
dong chay
Mau két
hop/té bao
dong chay
Mau

Mau két hop

Dinh dang tén tép tin bao cao

<batch_name>_<pool_type>_<pool_barcode>_
<flowcell>_nipt_report_<YYYYMMDD_hhmmss>.tab

<batch_name>_<pool_type>_<pool_barcode>_
<flowcell>_supplementary_report_<YYYYMMDD_
hhmmss>.tab

<batch_name>_<sample_barcode>_sample_invalidation_
report_<YYYYMMDD_hhmmss>.tab

<batch_name>_<sample_barcode>_sample_cancellation_
report_<YYYYMMDD_hhmmss>.tab

<batch_name>_<pool_type>_pool_retest_request_
<YYYYMMDD_hhmmss>.tab

ProcessLogs/<batch_name>_batch_initiation_report_
<YYYYMMDD_hhmmss>.tab

ProcessLogs/<batch_name>_batch_invalidation_report_
<YYYYMMDD_hhmmss>.tab

ProcessLogs/<batch_name>_library_sample_report_
<YYYYMMDD_hhmmss>.tab
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Tén bao cao

Library Reagent Report (Bdo cdo thudc
thu thu vién) trén trang 73

Library Labware Report (Bao cdo dung
cu thi nghiém thur vién) trén trang 74
Library Quant Report (Bdo cao s6 luong
thu vién) trén trang 75

Library Process Log (Nhét ky xurly thu
vién) trén trang 75

Pool Report (Bdo cdo mau két hop) trén
trang 77

Pool Invalidation Report (Bdo cdo vo hiéu
mau két hop) trén trang 77

Sequencing Report (Bao cdo giai trinh
tu) trén trang 78

Analysis Failure Report (Bdo cao phan
tich that bai) trén trang 79

Thuc thé
bao cao

Lo

Lo

Lo

Lo

Mau két hop

Mau két hop

Mau két
hop/té bao
dong chay
Mau két
hop/té bao
dong chay

Dinh dang tén tép tin bao cao

ProcessLogs/<batch_name>_library_reagent_report_
<YYYYMMDD_hhmmss>.tab

ProcessLogs/<batch_name>_library_labware_report
<YYYYMMDD_hhmmss>.tab

ProcessLogs/<batch_name>_library_quant_report_
<YYYYMMDD_hhmmss>.tab

ProcessLogs/<batch_name>_library_process_log.tab

ProcessLogs/<batch_name>_<pool_barcode>_pool_
report_<YYYYMMDD_hhmmss>.tab

ProcesslLogs/<batch_name>_<pool_barcode>_pool_
invalidation_report_<YYYYMMDD_hhmmss>.tab

ProcessLogs/<batch_name>_<pool_type>_<pool_
barcode>_<flowcell>_sequencing_report_<YYYYMMDD
hhmmss>.tab

ProcessLogs/<batch_name>_<pool_barcode>_analysis
failure_report_<YYYYMMDD_hhmmss>.tab
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Su kién tao bao cao

Bao cao

NIPT Report (Bao cao NIPT)

Supplementary Report (Bao
cédo bs sung)

Sample Invalidation (V6 hiéu
mau)

Sample Cancellation (Huy
mau)

Pool Retest Request (Yéu

cau xét nghiém lai mau két
hop)

Batch Initiation (Khdi tao 10)

Batch Invalidation (V6 hiéu
16)

Library Sample (Mau thu
vién)

M6 ta
Chtra k&t qua cudi cung ctia mét Ian chay phan tich thanh
cong.

Chtra cac két qua b6 sung cho mot lan chay phan tich thanh
cong.
Chtra thong tin vé mau bi vo hiéu.

Chra théng tin vé mau bi huy.

Cho biét mau két hop thit hai c6 thé tao ra tlr mot 16 hién co.
Chra thong tin vé trang thai xét nghiém lai mau két hop.

Cho biét bat dau xu ly mot 16 mdi.
Chtra thong tin vé 16 bi vo hiéu do nguoi dung khdi tao.

Liét ké tat ca cac mau trong 16.

Su kién tao

Phan tich [an chay gidi trinh
tu hoan tat.

Phan tich [an chay gidi trinh
tu va bao cao NIPT déu hoan
tat.

Nguoi dung vo hiéu hda mot
mau.

Ngudi dung hdy mot mau.

Ngudi dung v6 hiéu hda mot
mau k&t hop.

Ngudi dung khai tao mét 16
mdi.

LS bj vo hiéu.

LS bj vo hiéu.
Phuong phap chuan bj thu
vién hoan tat.
L6 khéng dinh lugng dugc.
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Bao cao
Library Reagent (Thuéc thtr
thu vién)

Library Labware (Dung cu thi
nghiém thu vién)

Library Quant (S6 lugng thu
vién)

Library Process Log (Nhat ky
XU ly thu vién)

Pool (Mau két hgp)

Pool Invalidation (V6 hiéu
mau k&t hop)

Sequencing (Giai trinh ty)

Analysis Failure (Phan tich
that bai)

T Ngudi ding vé hiéu héa mot mau két hop tir mot 16 hop 1é khdng vuot qua s luong mau két hop tdi da.

Mé ta

Chtra thong tin thudc thir xtr ly thu vién.

Chtra thong tin vé dung cu thi nghiém xtr ly thu vién.

Chtra k&t qua xét nghiém dinh lugng thu vién.

Chtra cac budc dugc thuc hién trong qua trinh xtr ly thu vién.

Chra thé tich két hgp mau.
Chtra thong tin vé mau két hop khéng hop 1é do ngudi dung

khdi tao.

Chura két qua QC giai trinh tu.

Chura thong tin phan tich cho mot mau két hgp that bai.

Su kién tao

o L6 bivo hiéu.

» Phuong phap chuén bi thu
vién hoan tat.

e L6 khéng dinh lugng dugc.

e L6 bivo hiéu.

» Phuong phap chuan bj thu
vién hoan tat.

o L6 khong dinh lugng dugc.

o L6 bivo hiéu.

« Phuong phap chuén bi thu
vién hoan tat.

e L6 khéng dinh lugng dugc.

e L6 bivo hiéu.

» Phuong phap chuan bj thu
vién hoan tat.

o L6 khong dinh lugng dugc.

e Qua trinh xtr ly 16 d& hoan
tat.

» Phuong phap két hgp mau
hoan tat.

» Ngudi dung v6 hiéu héa méot
mau k&t hop.

« QC gidi trinh tu da dat.

« Giai trinh ty that bai.

e HE&t thai gian giai trinh tu.

« Phan tich [an chay gidi trinh
tu that bai.
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Bdo cdo két qua va thong bao

NIPT Report (Bao cao NIPT)

Bao cdo NIPT cho Phan mém xét nghiém VeriSeq NIPT v2 chira cac két qua phan loai nhiém séc thé dugc dinh dang la mét mau mdi hang

cho méi mau trong mau két hgp.

cot M5 ta

batch_name Ténlo.

sample_ M3 vach mu duy nhat.
barcode

sample_ Thoéng tin loai mau dugc
type cung cap tlr diém thu thap

hodc ngudi dung phong thi

nghiém. Xac dinh phan loai

di bdi, bdo cao di bdi va tiéu
chi QC.

Tuy chon gia tri thiét 1ap trudc Loai
Khong ap dung. van
ban
Khéng ap dung. van
ban
Mot trong cac trudng hgp sau: enum

» Singleton (Thai don)-Mang thai mét phoi.

e Twin (Thai d6i)-Mang thai nhiéu phai.

« Control (Ddi chirng)-Mau dai ching gidi tinh da biét
va aneuploidy classification (phan loai di bi).

« NTC (Ching khéng cé khudn)-Mau d6i chirng khéng
c6 khuodn (khéng cé DNA).

« Not Specified (Khéng dugc chi dinh)-Mat loai mau
khéng dugc cung cap cho mau nay.

Cdc gia tri
duoc chi dinh
trong Tay
chon gia tri
thiét Iap
trudc.
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cot M6 ta
sex_chrom  Yéu cau phan tich nhiém sac
thé gidi tinh. Xac dinh biéu
hién clia phan loai di bdi va
thong tin nhiém sac thé gidi
tinh.

screen_type Loaisang loc.

Ma vach té€ bao dong chay
gidi trinh tu.

flowcell

Tuy chon gia tri thiét 1ap trudc Loai

Mot trong cac trudng hgp sau: enum

« Yes (C06)-Yéu cau bao cdo tinh trang di boi nhiém
sac thé gidi tinh va bao cdo gidi tinh.

« No (Khong)-Khong yéu cau bao cdo di bdi nhiém sac
thé gidi tinh cling nhu bao céo gidi tinh.

« SCA (Di bdi nhiém sac thé gidi tinh)-Yéu cau bao
cdo di boi nhiém sac thé gidi tinh, khong yéu cau bao
cao gidi tinh.

« Not Specified (Khéng dugc chi dinh)-TUy chon bao
cdo nhiém sac thé gidi tinh khéng dugc cung cap
cho mau nay.

Bao cdo NIPT hién thi cac gia tri la co, khéng va sca

dudi dang chir viét thuong.

M6t trong cac trudng hgp sau: van
« Basic (Co ban)-Sang loc nhiém sac thé 13, 18 hoac ban
21.
+ Genomewide (Toan b6 hé gen)-Sang loc toan b6 hé
gen.

» Not Specified (Khéng dugc chi dinh)-Mot loai sang
loc khéng dugc cung cdp cho mau nay.

Bao cdo NIPT hién thj cac gia tri co ban va toan bd hé

gen dudi dang chir viét thuong.

Khéng ap dung. van
ban

Regex

Cdc gia tri
duoc chi dinh
trong Tay
chon gid tri
thiét Iap
trudc.

Céc gia tri
duoc chi dinh
trong Tuy
chon gia tri
thiét lap
trude.

~a-zA-Z0-9_
-1{1,36}$
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Cot Mb ta Tuy chon gia tri thiét 1ap trudc Loai Regex
class_sx Phan loai di bdi nhiém sac MOt trong nhirng diéu sau day tuy thudc vao loai mau class_  Cdc gia tri
thé gidi tinh. va tuy chon bdo cdo nhiém sac thé gidi tinh dugc chon:  sx duoc chi dinh
« ANOMALY DETECTED (DA PHAT HIEN BAT trong Tuy
THUONG)—Xem md ta bat thudng cho céc thong sé chon gia tri
bat thuong cu thé. thiét Iap
« NO ANOMALY DETECTED (KHONG PHAT HIEN BAT trude.

THUONG)—Khéng cé bdo cdo vé mau &m tinh va
gidi tinh.

NO ANOMALY DETECTED - XX (KHONG PHAT
HIEN BAT THUONG - XX)—Mau am tinh v&i thai nhi
la bé gai.

NO ANOMALY DETECTED - XY (KHONG PHAT
HIEN BAT THUONG - XY)—M3u am tinh v&i thai nhi
la bé trai.

NOT REPORTABLE (KHONG THE BAO CAO)—Phin
meém khéng thé bao cdo nhiém sac thé gidi tinh.
NO CHR Y PRESENT (KHONG CO NHIEM SAC THE
Y)—Thai déi khéng phat hién nhiém sac thé Y.

CHR Y PRESENT (CO NHIEM SAC THE Y)—Thai ddi
phat hién nhiém sac thé Y.

CANCELLED (DA HUY)—Ngudi diing d4 hily mau.
INVALIDATED (VO HIEU)—M4&u khéng dat QC hodc
bi ngudi dung vo6 hiéu hoa.

NOT TESTED (KHONG DU'JC KIEM TRA)—Nhiém
sac thé gidi tinh chua dugc kiém tra.

Not applicable (Khéng ap dung)—Danh muc khéng
ap dung cho mau.

aAl - ZA UoNNOS | dIN basuaA waw ueyd 9 ugp BupnH



&

"'OYLIANINYOG NYHO OHO 9NNd
OLA 076900000001 9s 3l le |

LS

Cot

class_auto

anomaly_
description

M6 ta

Phan loai di bdi trong nhiém
sac thé thuong. Dugc bao
cao la ANOMALY DETECTED
(DA PHAT HIEN BAT
THUONG) néu phat hién
thay bat thuong trong loai
sang loc da chon ddi véi
mau.

Chubi ki€u ISCN mé ta tatca
cac bat thuong cé thé bao
cdo. Nhiéu bat thuong dugc
phan tach bang dau chdm
phay.

Tuy chon gia tri thiét 1ap trudc Loai

Mot trong cac trudng hgp sau: van

« ANOMALY DETECTED (DA PHAT HIEN BAT ban
THUONG)—Ph4t hién bat thudng trén nhiém sic thé
thuong.

« NO ANOMALY DETECTED (KHONG PHAT HIEN BAT
THU ONG)—Khong phat hién thay bat thudng nhiém
sac thé thuong.

« CANCELLED (DA HUY)—Ngudi diing ¢4 hay mau.

« INVALIDATED (VO HIEU)—M4&u khéng dat QC hodc
bi nguoi dung vo hiéu hoa.

» Not applicable (Khéng ap dung)—Danh muc khong
ap dung cho méau.

DETECTED (DUGQC PHAT HIEN:), ti&p theo 13 céc chudi  van
phan tach bang ddu chdm phay ndilién cac dinhdang  ban
sau, theo thir tu nhiém sic thé:

(\+]-)[12]?[0-9]

(del|dup)\([1212[0-91V\(((p|a) [0-91{1,2}(\.[0-91{1,2})?)

{2}\)

XO|XXX|XXY|XYY

hodc NO ANOMALY DETECTED (KHONG PHAT HIEN
BAT THUONG) | not applicable (khéng &p dung) |
INVALIDATED (VO HIEU) | CANCELLED (DA HUY).

Regex

Cdc gia tri
duoc chi dinh
trong Tay
chon gia tri
thiét Iap
trudc.

Céc chudi
phén tach
béng dau
chdm ph&y
va cac gia tri
khdc duoc
mé td trong
muc Quy tac
mé ta bat
thuong trén
trang 60.
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M6 ta

K&t qua phéan tich QC.

Chi cac gid tri qc_flag cua
két qua bao cdo CANH BAO
va DAT. Tat ca cac gia tri
khac thi khong.

Tuy chon gia tri thiét 1ap trudc Loai

Mot trong cac trudng hgp sau: enum
« PASS (DAT)

« WARNING (CANH BAO)

« FAIL (KHONG DAT)

« CANCELLED (DA HUY)

« INVALIDATED (DA VO HIEUV)

« NTC_PASS (NTC_DAT)

Regex

Cdc gia tri
duoc chi dinh
trong Tay
chon gid tri
thiét Iap
trudc.
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Cot

qgc_reason

ff

M6 ta
Thong tin canh bao hoac 16i
QC.

Ty 1& DNA thai nhi udc tinh.

Tuy chon gia tri thiét 1ap truéc

Mot trong cac trudng hgp sau: van

NONE (KHONG CO) (QC status = PASS (trang thai ban
QC = DAT))

MULTIPLEA NOMALIES DETECTED (DA PHAT HIEN
CO NHIEU BAT THUONG) (QC status = WARNING
(trang thai QC = CANH BAO))

FAILED iFACT (iIFACT KHONG DAT)

DATA OUTSIDE OF EXPECTED RANGE (DU LIEU
NAM NGOAI PHAM VI DU KIEN)

FRAGMENT SIZE DISTRIBUTION OUTSIDE OF
EXPECTED RANGE (PHAN BO KiCH THUGC DOAN
NAM NGOAI PHAM VI DU KIEN)

FLOWCELL DATA OUTSIDE OF EXPECTED RANGE
(DU LIEU TE BAO DONG CHAY NAM NGOAI PHAM
VI DU KIEN)

FAILED TO ESTIMATE FETAL FRACTION

(KHONG UGC TINHDUTC TY LE DNA THAI NHI)
SEQUENCING DATA OUTSIDE OF EXPECTED
RANGE (DU LIEU GIAI TRINH TU NAM NGOAI PHAM
VI DU KIEN)

UNEXPECTED DATA (DU LIEU KHONG MONG
MUON)

NTC SAMPLE WITH HIGH COVERAGE (MAU NTC
CO PHAM VI BAO PHU RONG)

CANCELLED (DA HUY)

INVALIDATED (DA VO HIEU)

Phan tram mau cfDNA tlr thai nhi dugc lam tron dénsdé  van
nguyén gan nhat. Két qua dudi 1% dugc trinh bay dudi  ban
dang < 1%.

Loai

Regex

Cdc gia tri
duoc chi dinh
trong Tay
chon gid tri
thiét Iap
trudc.

Khéng ap
dung.

aAl - ZA UoNNOS | dIN basuaA waw ueyd 9 ugp BupnH



Hudng dan vé Phan mém VeriSeq NIPT Solution v2 - IVD

Quy tac mo ta bat thuong

N&u phan tich Phan mém xét nghiém VeriSeq NIPT v2 xac dinh dugc mot bat thudng, trudng anomaly_

description (md ta bat thudng) trong Bao cdo NIPT sé hién thj gia tri DETECTED (DA PHAT HIEN) theo

sau la mot chudi van ban. Van ban nay moé ta tat ca cac bat thuong cé thé bao cdo dua trén phong céch

ctia Uy ban Thudng vu Qudc t& vé Danh phap Di truyén hoc t& bao (ISCN). Chudi chira nhigu phan tir

dugc phan tach bang dau cham phay. Mbi phan tlr dai dién cho mot tam nhiém hodc don nhiém trong

mot nhiém sac thé thuong, di béi nhiém sac thé gidi tinh, hodc x6a hodc sao chép mét phan.

Céac phan tir tam nhiém va don nhiém dugc ghi nhan lan lugt 1a +<chr> va -<chr>, trong dé <chr> la sd

nhiém s3c thé.

Vi du, mdt mau cé tam nhiém trén nhiém sac thé 5 xuat hién nhu sau:

+5

Mot mau véi mot don nhiém trén nhiém sac thé 6 xuat hién nhu sau:

-6

Di bdi nhiém sac thé gidi tinh str dung ky hiéu tiéu chuan, vdi cac gia tri co thé sau:

* XO - cho don nhiém trén nhiém sac thé X.

* XXX - chotam nhiém trén nhiém sac thé X.

*  XXY - cho 2 nhiém s&c thé X & nam gidi.

*  XXY - cho 2 nhiém s3c thé Y & nam gidi.

Viéc xda hoadc sao chép mot phan chi bdo cdo cho cac nhiém sac thé thuong va chi xuat hién trong cac

sang loc toan bé hé gen. Cu phap x6a hodc sao chép mét phan la <type>(<chr>)(<start band><end

band>), trong dé nhitng diéu sau day la ding:

* <type> laloai sy kién, co thé |a del cho xdéa hodc dup cho trung lap.

* <chr> |a sd nhiém sac thé.

* <start band> |13 dai té€ bao chira su bat dau cla su kién.

* <end band> la dai t&€ bao chira su két thuc cla su kién.

Vi du, x6a hodc sao chép mét phan trong dé dai té€ bao & p13 trén nhiém sac thé 19 co su kién sao chép

Xuat hién nhu sau:

dup (19) (p13.3,p13.2)

Truong anomaly_description (md ta bat thuong) tuan theo bén quy tac sap xép:

1. Cé&c phan t&r dugc s3p x€p theo s6 nhiém sac thé, bat ké toan bd nhiém sac thé hay xda hodc sao
chép mot phan. Mot di boi nhiém séc thé gidi tinh, néu co, xuat hién cudi cung.

2. DGi vadi cac bat thuong trong cing mét nhiém sac thé, dj bdi toan bd nhiém sac thé xay ra trudc cac
su kién xda hoédc sao chép mdt phan.

3. DGEi vai cac su kién xda hodc sao chép mét phan trong cung mot nhiém sac thé, su kién xda xay ra
trudc sao chép.

Tai lidéu s6 1000000067940 v10 60
DUNG CHO CHAN DOAN IN VITRO.
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4. Céc sy kién xd6a hodc sao chép mot phan cling loai trong cing mot nhiém sac thé dugc sap xép theo
base bat dau, xuat hién trong Bao cdo bs sung.

LUUY D& sangloc toan bd hé gen, phan mém cd thé bao cado mdt su kién Iéch bdi va xda hodc sao
chép mot phan la anh hudng dén cung mot nhiém sac thé. Néu két qua nay xay ra, hdy tham
khdo bao cédo bs sung dé biét thém sé liéu dé ho trg viéc giai thich.

Tai lidéu s6 1000000067940 v10 61
DUNG CHO CHAN DOAN IN VITRO.



Hudng dan vé Phan mém VeriSeq NIPT Solution v2 - IVD

Cac thong bao ly do QC

Cot gc_reason trong Bao cdo NIPT hién thj16i QC hodc canh bao khi cac két qua phan tich ndm ngoai

pham vi du kién cho mot chi s QC phan tich. Cac 16i QC dan dén su Uc ché két qua day da ddi vdi di boi

nhiém sac thé, gidi tinh, k&t qua bao cdo bd sung va ty 1& DNA cla thai nhi udc tinh, tuong Ung véi cac

trudng Bao cdo NIPT sau day: class_auto, class_sx, anomaly_description va ff.

Thong bao ly do QC

FAILED iFACT (iFACT KHONG DAT)

DATA OUTSIDE OF EXPECTED RANGE (DU LIEU
NAM NGOAI PHAM VI DU KIEN)

FRAGMENT SIZE DISTRIBUTION OUTSIDE OF
EXPECTED RANGE (PHAN BO KiCH THUGC DOAN
NAM NGOAI PHAM VI DU KIEN)

FLOWCELL DATA OUTSIDE OF EXPECTED RANGE
(DU LIEU TE BAO DONG CHAY NAM NGOAI PHAM
VI DU KIEN)

FAILED TO ESTIMATE FETAL FRACTION
(KHONG UGC TINHDUTC TY LE DNA THAI NHI)

Tai lidéu s6 1000000067940 v10
DUNG CHO CHAN DOAN IN VITRO.

Xét nghiém D6 tin cay di boi
cua thai nhi (iIFACT) riéng lé—
Chi sd QC két hgp udc tinh
phan ty 1&€ DNA cUa thai nhi véi
cac chi s6 chay lién quan dén
pham vi dé xac dinh xem hé
thong c6 do tin cay théng ké
dé thuc hién mot phat hién trén
mot mau nhat dinh hay khong.

Do Iéch trung binh so v&i pham
vi chinh bdi khéng nhat quan
véi phan phaoi dit liéu duge dao
tao. Co6 thé do nhiém ban hodc
xr ly mau khéng dung céach.

Phan phai kich thudc doan
khoéng nhat quan vdi phan phoi
dit liéu dugc dao tao. Co thé do
nhiém ban hodc xtr ly mau
khéng dung cach.

Dt liéu t€ bao dong chay
khéng nhat quan véi viéc phan
phoi dir liéu duge dao tao. Co
thé& do 16i trong thiét 1ap t&€ bao
dong chay.

Khéng thé dua ra udc tinh ty &
DNA thai nhi hgp Ié.

Hanh
dong
khuyén
nghi
Xt ly lai
mau.

X1y lai
mau.

X ly lai
mau.

X1y lai
mau.

X1y lai
mau.
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Thong bao ly do QC

SEQUENCING DATA OUTSIDE OF EXPECTED
RANGE (DU LIEU GIAI TRINH TU NAM NGOA|

PHAM VI DU KIEN)

UNEXPECTED DATA (DU LIEU KHONG MONG

MUON)

MULTIPLE ANOMALIES DETECTED (DA PHAT HIEN

CO NHIEU BAT THUONG)

NTC SAMPLE WITH HIGH COVERAGE (MAU NTC

CO PHAM VI BAO PHU RONG)

Tailiéu s6 1000000067940 v10

DUNG CHO CHAN DOAN IN VITRO.

D liéu giai trinh ty dau vao
khéng nhat quan véi phan phoi
dir liéu dugc ddo tao. Co thé do
nhiém ban hodc xtr ly mau
khong dung cach.

Bao cdo tao ra mdi quan ngai
vé QC khong tuong trng vdi bat
ky ly do QC nao khac dugc liét
ké trong bang nay.

Hai hodc nhiéu bat thuong cé
thé& béo céo (bao gém ca di boi
nhiém sac thé toan phan va
cac bién c6 CNV) dugc phat
hién trong mau.

Viéc phat hién nhiéu bat
thudng ¢ thé cho thay viéc x{r
ly sai mdu hoac mét bién c6
hi€m gap hon, chang han nhu
bénh ac tinh & me.

Thong bdo nay la mét canh
bao. N6 khong thé hién 16i QC.
K&t qua dugc bao céo dé ban
cO thé thay cac bat thuong
dugc phat hién. Tuy nhién, ban
co thé can xtr ly lai mau.

D3 phat hién pham vi réng doi
véi mau NTC (du ki€n khong cé
vét liéu DNA). C6 thé do nhiém
ban hoac xtr ly mau khéng
dung cach.

Hanh
dong
khuyén
nghi
Giai
trinh tu
lai té
bao
dong
chay.
Liénlac
v3i bo
phan H6
trg ky
thuat
cla
[llumina.
Xt ly lai
mau.

X1y lai
mau.
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Thong bao ly do QC M6 ta

CANCELLED (DA HUY) Ma&u da bi ngudi dung hdy bd.  Khéng

INVALIDATED (DA VO HIEU) MA&u d4 bi ngudi dung vo hiéu.  Khéng

Supplementary Report (Bao cao bo sung)

Bdo cdo bd sung chira dit liéu cho cac chi sd bé sung dua trén 16, mau hodc vung. Trong bdo céo nay,
moi hang dai dién cho mét chi sé. Nhiéu chi sé dp dung cho cung mét 16, mau hodc vung.

Tép dugc phan tach theo tab cé sau cot, nhu duge md ta trong bang sau.

Ccot M6 ta Loai Regex
flowcell Ma vach cho té bao dong van ~a-zA-Z0-9_-1{1,36}%
chay. ban
batch_ Tén cuda 16 lién quan. van Aa-zA-Z0-9_-1{1,36}%
name ban
sample_  Ma vach cho mau. van NA (khong dp dung) cho cac chi s6 cho méi
barcode ban 16.

*a-zA-Z0-9_-1{1,36}$

region Toan bd nhiém sac thé van NA (khong dp dung) cho cac chi s6 méi 6
hodc mo6 ta vung xéa hodc  ban hodc méi mau.
sao chép mét phan. chr[12]?[0-9X] - cho céac chi sb toan bd vung

nhiém sac thé.
(del|dup)\([12]2[0-9X1\)\(((p| @) [0-91{1,2}(\.
[0-91{1,2})?){2}\) - d6i vdi cac chi sé vung bi
xda modt phan hodc trung lap.

metric_ Ténclachisd dugc mdéta. van ~a-zA-Z0-9_-1{1,36}$%

name ban

metric_ Gia trj clia chi so. bién Tham khdoCac chi s6 bao cdo b6 sung trén
value thién  trang 65.

Tai lidéu s6 1000000067940 v10
DUNG CHO CHAN DOAN IN VITRO.



Hudng dan vé Phan mém VeriSeq NIPT Solution v2 - IVD

Cac chi s6 bao cao b6 sung

Bao cdo bd sung chira di liéu cho cac chi sé sau. Mbi chi s6 xuat hién trén co sé moi 16, méi mau hoac
moi vung.

Chi s6 cho Nhiém sac thé X chi xuat hién néu ban chon céc tuy chon nhiém sac thé gidi tinh Yes (Co)
hodc SCA (Di bdi nhiém séc thé gidi tinh).

Pham vi gid tri xuat hién dudi dang Minimum Value (Gia tri t6i thi€u), Maximum Value (Gia tri t6i da) dugc
bao quanh bdi ddu ngodc don hodc ddu ngodc vudng. Dau ngodc don chi ra rang mot gia trj bién bj loai
trir khdi pham vi. Dau ngoac vudng cho biét gia tri canh dugc bao gom trong pham vi. Inf la chir viét tat
cua “Infinite” (v6 clng).

Tan Regex
Tén chi sé . Mb ta Loai hoac Pham
suat s
vi gia tri
genome_ MGil6  Hé thdng toa d6 dé diéu chinh dir liéu gidi vanban ~GRCh37$%
assembly trinh tu va toa d6 vung bao cdo. Ludn la
GRCh37 cho VeriSeq NIPT Solution v2.
frag_size_dist  MOi D0 léch tiéu chudn cula sai khac gilta phan noi (0, Inf)
mau b kich thudc doan tich 10y thuc té va du
kién.
fetal_fraction  Mbi Ty 1& DNA cua thai nhi dugc bao cdo. nGi (0,1)
mau
NCV_X Mabi Gia tri nhiém sac thé dugc chudn hoa cho NGi (-Inf, Inf)
mau nhiém sac thé X.
Chi xuat hién néu tuy chon béo cdo nhiém
sac thé gidi tinh cho phép. Néu khéng, chi s6
nay xuat hién 1a NOT TESTED (KHONG
DUGQC KIEM TRA).
NCV_Y Mbi Gié tri nhiém s&c thé dugc chudn hda cho nGi (-Inf, Inf)
méau nhiém sac thé Y.
Chi xuat hién néu tuy chon bao cdo nhiém
sac thé gidi tinh cho phép. Néu khéng, chi sd
nay xuat hién 1a NOT TESTED (KHONG
DUQC KIEM TRA).
number_of_ Moi S6 vlng x06a hodc trung 1dp mot phan dugc s6 (0, Inf)
cnv_events mau phat hién trong mau. nguyén
Tai liéu s6 1000000067940 v10 65
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R . Tan

Tén chi s6 o

suat

non_ M&i

excluded_ mau
sites

region_ Mbi

classification  ving

chromosome  Mbi
ving

Mo ta Loai

S8 doan doc con lai sau khi loc, dugc tinh € s6
phan tich. nguyén
DEi vdi cac mau co = 2 triéu hodc = 60 triéu

lugt doc, QC phan tich khéng thanh cong va

théong bdo FAILED iFACT (iFACT KHONG

DAT) hién thi. NES la mét trong s6 céc chi s6

cu thé dugc st dung dé tinh toan iFACT QC

va khong phai la yéu t6é quyét dinh duy nhat

cho két qua dat hay khéng dat.

Phan loai ving theo hé théng theo cling dinh  van ban
dang nhu trudng anomaly_description (mo6
ta bat thuong) trong Bdo cao NIPT.

DEi vdi nhiém sac thé X, néu khéng phat hién
thay bat thuong nhiém sac thé gidi tinh cé
thé bao cdo, phan loai vung khdp vai gia tri
cUa class_sx trong Bao céo NIPT.

Cac tuy chon gia tri (regex):

DETECTED (DA PHAT HIEN): (\+|-)[12]?[0-
9]

DETECTED (DA PHAT HIEN): (del|dup)\
([1212[0-91V\(((p|a) [0-91{1,2}(\.[0-9]{1,2})?)
{23\) ) ,

NO ANOMALY DETECTED (KHONG PHAT
HIEN BAT THUONG)

DETECTED (DA PHAT HIEN):
(XO|XXX|XXY|XYY)|[NO ANOMALY
DETECTED - XX (KHONG PHAT HIEN BAT
THUONG - XX)|[NO ANOMALY DETECTED -
XY (KHONG PHAT HIEN BAT THUONG -
XY)|[NOT REPORTABLE (KHONG BAO CAO
DUQC)|CHR Y PRESENT (CO NHIEM SAC
THE Y)|CHR Y NOT PRESENT (KHONG CO
NHIEM SAC THE Y)

Bi€u tugng nhiém sac thé. van ban

Tai lidéu s6 1000000067940 v10
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Regex
hoac Pham
vi gia tri

(O, Inf)

Cdc gia tri
duoc chi
dinh trong
Mbé ta.

chr[12]?[0-
9X]
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Tén chi s6

start_base

end_base

start_
cytoband

end_
cytoband

region_size_
mb

region_IIr_
trisomy

region_IIr_
monosomy

Tan
suat
Moi
ving
MOi
vung
MOi
vung

MOi
vung

Moi
ving
MOi
vung

Moi
ving

Mo ta
Base dau tién dugc bao gém trong vung.
Base cudi clng dugc bao gém trong vung.

Dai di truyén té€ bao cla base th&r nhat dugc
bao gom trong vung.

Dai di truyén t& bao clia base cudi clng
dugc bao gém trong vung.

Kich thudc cla vung theo megabase.

Diém Ty so hgp ly theo l6garit (LLR) cho thé
tam nhiém cho vlung. Cho biét bang chiing
vé thé tam nhiém so vdi bang chirng khong
c6 thay déi (ludng boi). Mot thé tam nhiém
dugc goi néu diém LLR nay vuot qua ngudng
dugc xac dinh trudec.

DEi vdi xda hodc trung 1ap mot phan, chi sd
nay chi xuat hién néu loai la tang (1ap).

Néu khong, chi s6 nay sé xuat hién la khong
ap dung (khéng ap dung).

Diém LLR cho thé don nhiém cho vung. Cho
biét bang chiing vé thé don nhiém so va
bang chirng khéng cé thay dgi (Iludng boi).
MGt thé don nhiém dugc phat hién néu diém
LLR nay vugt qua mét ngudng dugc xac dinh
trudce.

Dai véi xda hodc trung 13p mot phan, chi sd
nay chi xuat hién néu loai I1a mat (xoa). Néu
khong, chi s6 nay sé xudat hién la khéng ap
dung (khéng ap dung).

Chi sb nay xuat hién 1a NOT TESTED
(KHONG bUCC KIEM TRA) néu ban chon
thuc hién loai sang loc co ban.

Tai lidéu s6 1000000067940 v10
DUNG CHO CHAN DOAN IN VITRO.

Loai

so
nguyén

so
nguyén

van ban

van ban

nGi

Regex
hoac Pham
vi gia tri

[1, Inf)
[1, Inf)

(p|a)[0-9]
{1,2}(\.[0-
91{1,2})?

(p|q)[0-9]
{1,2}(\.[0-
91{1,2})?

(O, Inf)

(-Inf, Inf)

(-Inf, Inf)
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Tan Regex
Tén chi s6 - M6 ta Loai hodc Pham
suat L
vi gia tri
region_t_stat_ M®i Chi s6 théng ké t cho vung. Chisé théng két néi (-Inf, Inf)
long_reads ving la su sai khac vé pham vi gilta viing va phan
con lai cla bo gen, so véi sy bién thién trong
mau. Day 1a moét chi s tin hiéu trén nhiéu do
luong kha nang phat hién bat ky su thay déi
nao vé do bao phu trong vung. "long_reads"
chirarang doé bao phu dugc stir dung cho
théng ké t nay bao gém toan bé pham vi kich
thudce doan dugce sir dung trong phéan tich.
Chi s6 thong ké t dugc két hgp véi ty 1€ DNA
cua thai nhi dugc udc tinh cho mau dé tao ra
céac diém LLR.

region_ Mébi Ty 1& cla vat liéu bao thaila dj boi. Chiso Noi (=Inf, Inf)
mosaic_ratio  vung nay dua trén ty 1&6 DNA cua bao thai dugc

suy ra tu pham vi clia ving nay so vdi ty 1&

DNA cUa bao thai cho mau. Trong cac mau

c6 ty 1& DNA cla bao thai gan bang khong,

ty 1& kham cé thé co gia tri am do su thay dGi

trong udc tinh ty 1&€ DNA cla bao thai mau

dugc str dung trong tinh toan cta chung.

region_ Mbi Diém LLR cho thé tam nhiém dugc tinh bdng  nai (-Inf, Inf)
mosaic_lIr_ ving cach str dung ty 1& DNA cUa bao thai dugc
trisomy suy ra tlr pham vi trong vung thay vi ty 1é

DNA cUa bao thai cho mau. Daéi vai xda hodc

trung 1&p mét phan, chi sé nay chi xuat hién

néu loai la tang (1ap). Néu khéng, chi s6 nay

sé xuat hién la khéng ap dung (khong ap

dung).

Tai lidéu s6 1000000067940 v10
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Tén chi s6

region_
mosaic_lIr_
monosomy

Tan
suat
Mbi
ving

Mo ta

Diém LLR cho thé don nhiém dugc tinh bang
cach slr dung ty I&€ DNA cua bao thai dugc
suy ra tlr pham vi trong vung thay vi ty 1é
DNA cua bao thai cho mau. Déi vai xda hodc
trung 13p mot phan, chi sd nay chi xuat hién
néu loai la mat (x6a). Néu khong, chi s6 nay
s& xuat hién la khong ap dung (khéng ap
dung). Chi sd nay xuat hién la NOT TESTED
(KHONG bUQC KIEM TRA) néu ban chon
thuc hién loai sang loc co ban.

Loai

Regex

hoac Pham

vi gia tri

(-Inf, Inf)

Sample Invalidation Report (Bao cao vo hiéu mau)

Hé théng tao Bao cdo vo hiéu mau cho méi mau bi vo hiéu hodc khong dat.

Cot
batch_
name

sample_
barcode
reason

operator

timestamp

M6 ta Loai

Tén 16. van ban

M3 vach duy nhat clia mau bij vé hiéu. van ban

Ly do dugc ngudi dung cung cap cho viéc vo hiéu van ban

mau.

Tén ngudi dung clia ngudi van hanh da vo hiéuhda  van ban

mau hodc danh dau méau la bj 16i.

Ngay va thaoi gian vé hiéu mau. Dau thoi
gian ISO
8601

Tai lidéu s6 1000000067940 v10
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Regex

~a-zA-Z0-
9_-1{1,36}$
~a-zA-Z0-
9_-1{1,36}$
~a-zA-Z0-
9_-1{1,36}$
*a-zA-Z0-
9_-1{1,36}$
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Sample Cancelation Report (Bao cao htily mau)

Hé thdng tao Bao cdo huiy mau cho méi mau bi hay.

Cot M6 ta Loai
batch_name  TénIo. van ban
sample_ M3 vach duy nhat ctia mau bi huy. van ban
barcode
reason Ly do d€ hlly mau do ngudi dung cung  van ban
cap.
operator Tén ngudi dung clia ngudi van hanh dd@  van ban
hiy mau.
timestamp Ngay va gio hiy mau. Dau thoi gian ISO
8601

Regex
*a-zA-Z0-9_-]
{1,36}$
*a-zA-Z0-9_-]
{1,36}$
~a-zA-Z0-9_-]
{1,36}$
*Ma-zA-Z0-9_-]
{1,36}$

Pool Retest Request Report (Bao cao yéu cau xét

nghiém lai mau két hgp)

Bao cdo yéu cau xét nghiém lai mau két hgp cho biét mau két hop khéng hop 1é co thé dugc két hop lai.
Hé théng tao Bao cdo yéu cau xét nghiém lai mau két hop khi lan chay dau tién trong hai lan chay giai

trinh ty (mau két hop) c6 thé cé cho loai mau két hop dé bi vo hiéu.

Cot M6 ta
batch_ Tén 6.
name

pool_type Loai mau két hop.

reason Ly do do ngudi dung cung cap cho viéc vé hiéu
héa mau két hgp trudce do.

timestamp  Ngay va gio yéu cau.

Bdo cdo xu ly

Loai Regex

van ban ~a-zA-Z0-9_
-1{1,36}$

enum A|B|C|E

van ban ~a-zA-Z0-9_
-1{1,36}$

Dau thai gian

ISO 8601

Phan nay cung cap chi ti€t vé cac bao cdo quy trinh dugc tao bdi Phan mém xét nghiém VeriSeq NIPT.

Tai lidéu s6 1000000067940 v10
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Batch Initiation Report (Bao cao khai tao 10)

Hé thdng tao Bao cdo khdi tao 16 khi mot 16 duge khdi tao va xac nhan thanh cong trudce khi tach huyét

tuong. Bao céo co thé dugc gui dén LIMS dé chira rang 16 da dugc tao ra va dé cung cap moét danh sach

céc mau lién quan.

cot M ta

batch_name Tén 6.

sample_barcode Ma& vach mau duy nhat.

sample_type Loai mau clia ma vach mau.

well K&t hop t6t véi moét mau.

assay Tén xét nghiém.

method_version Phién ban phuong phap ty déng héa
phan tich.

workflow_manager_  Phién ban Workflow Manager lién

version guan dén 16.

Batch Invalidation Report (Bao cao vé h

Hé thdng tao ra Bao cdo vo hiéu 16 khi 16 bi vd hiéu hodc that bai.

Cot M6 ta

batch_ Tén 16.

name

reason Ly do dugc ngugi dung cung cap

cho viéc vo hiéu 16.
operator Tén viét tat cla ngudi van hanh lam
vO hiéu 16.

timestamp Ngay va thdi gian vé hiéu 16.

Tai lidéu s6 1000000067940 v10
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Loai

van ban

van ban

van ban

Dau thoi gian ISO

8601

Loai
van
ban
van
ban

enum

van
ban
van
ban
van
ban
van
ban

Regex

~a-zA-Z0-9_-1{1,36}%
~a-zA-Z0-9_-1{1,36}%

thai don | déi ching |
thai déi | ntc

*a-zA-Z1{1,1}[0-9]
{1,2}$
*a-zA-Z0-9_-]
{1,700}$

Xét nghiém VeriSeq
NIPT v2
~a-zA-Z0-9._ -]
{1,700}$

iéu 10)

Regex
~a-zA-Z0-9_-]
{1,36}$
*a-zA-70-9_-]
{1,36}$
*a-zA-Z0-9_ -]
{1,36}%
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Library Sample Report (Bdo cao mau thu vién)

Hé thdng tao Bao cdo mau thu vién khi 16 bi 16i hodc vé hiéu, khi hoan thanh thu vién thanh céng va khi
hoan thanh dinh lugng thanh céng.

Cot

batch_name

sample_barcode

gc_status

qgc_reason

starting_volume

index

cen_library_pg_ul

plasma_
isolation_
comments

cfdna_
extraction_
comments

library_prep_
comments

quantitation
comments

Ma vach mau duy nhat.

Trang thai mau sau khi hoan thanh céac budc
phan tich.

Ly do cho trang thai QC.

The tich ban dau clia 6ng 1ay mau tinh bang ml
tai thai diém tach huyét tuong.

Chi thi lién quan dén mét mau.

NGng do thu vién trong pg/ul.

Nhan xét clia ngudi dung khi thuc hién tach
huyét tuang (van ban tu do).

Nhan xét clia ngudi dung khi thuc hién chiét
tach cfDNA (van ban ty do).

Nhan xét clia ngudi dung khi thyc hién chuén
bi thu vién (van ban tu do).

Nhan xét clia nguai dung khi thuc hién dinh
lugng (van ban tu do).

Tai lidéu s6 1000000067940 v10
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Loai

van
ban
van
ban

enum

van
ban

P

noi

van
ban
nai

van
ban

van
ban

van
ban

van
ban

Regex
~a-zA-Z0-9_-]
{1,36}$
*a-zA-Z0-9_-]
{1,36}$

dat | that bai

"[a-zA-Z0-9_-]
{1,36}$

*a-zA-Z0-9_-]
{1,36}$

*a-zA-Z0-9_-]
{1,512}$

~a-zA-Z0-9_-]
{1,512}%

~a-zA-20-9_ -]
{1,512}$%
~a-zA-Z0-9_-]
{1,512}%
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Library Reagent Report (Bao cao thuéc thir thu vién)

Hé thdng tao Bao cdo thudc thir thu vién khi 16 bi 16i hodc vé hiéu, khi hoan thanh thu vién thanh céng va
khi hoan thanh dinh lugng thanh céng.

Cot Mo ta Loai Regex
batch_ Tén 16. van ban ~a-zA-Z0-9_-]
name {1,36}%
process Tén quy trinh, theo dinh dang QUY TRINH:quy  van ban *A-Z]{1,36}:
trinh phuy. C4ac tuy chon gia tri: [a-z0-9_]
¢ ISOLATION (TACH)—BatCh_vaIidation, {1,36}$%

trudce khi quay, sau khi quay, data_transact.

« EXTRACTION (CHIET TACH)—Thiét lap,
hda hoc, data_transact.

e LIBRARY (THU VIEN)—Thiét lap, héa hoc,
data_transact, hoan thanh.

o QUANT (DINH LUONG)—Thiét lap, build_
standards, build_384, phan tich, data_
transact.

« POOLING (KET HOP MAU)—Phan tich, thiét
14p, k&t hgp mau, data_transact, hoan

thanh.

reagent_ Tén thudc thir. van ban AMa-zA-Z0-9_

name -1{1,36}$

lot Ma vach thudc thir. van ban ra-zA-Z0-9_
-1{1,36}$

expiration_  Ngay hét han theo dinh dang ctia nha san van ban *a-zA-Z0-9:/_

date XUuat. -1{1,100}$

operator Tén ngudi dung clia ngudi van hanh. van ban *a-zA-Z0-9_
-1{1,36}$

initiated Dau thoi gian khéi tao lién quan dén thudc Dau thaoi gian

thur. ISO 8601
Tailiéu s6 1000000067940 v10 73
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Library Labware Report (Bao cao dung cu thi nghiém

thu vién)

Hé thdng tao Bao cdo dung cu thi nghiém thu vién khi 16 bi 16i hodc vo hiéu, khi hoan thanh thu vién
thanh céng va khi hoan thanh dinh lugng thanh céng.

cot

batch_name

labware_
name

labware_
barcode

initiated

Tén dung cu phong thi nghiém.

Ma vach dung cu phong thi
nghiém.

Dau thoi gian khdi tao lién quan dén
dung cu thi nghiém.

Tai lidéu s6 1000000067940 v10
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Loai

van ban

van ban

van ban

Dau thoi gian ISO
8601

Regex
*a-zA-70-9_-]
{1,36}%
~a-zA-Z0-9 _-]
{1,36}%
~a-zA-Z0-9 _-]
{1,36}$
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Library Quant Report (Bao cao sé lugng thu vién)

Hé thdng tao Bao cdo sd lugng thu vién khi hoan thanh dinh lugng thanh coéng.

Cot M6 ta

batch_name Tén 16.

quant_id Nhan dang so.

instrument Tén thiét bi dinh lugng (van ban tu do).

standard_r_ R binh phuong.

squared

standard_ Hé sé chan

intercept

standard_ Hé sd gdc.

slope

median_ccn_ Nong dé mau trung vi.

pg_ul

gc_status Trang thai QC dinh lugng.

gc_reason M6 ta ly do that bai, néu co.

initiated Dau thai gian khdi tao lién quan dén
dinh lugng.

Loai Regex

van ban ~a-zA-Z0-9_-]
{1,36}%

dai

van ban ~a-zA-Z0-9_-]
{1,36}%

nai

nai

nGi

NGi

enum dat | that bai

van ban ~a-zA-Z0-9_-]
{1,36}%

D&u thai gian ISO

8601

Library Process Log (Nhat ky xtr ly thu vién)

Hé thdng tao ra mot Nhat ky xtr ly thu vién khi bat dau va hoan thanh hoac that bai ciia moi quy trinh xt
ly 16; khi 16 bi 16i hodc v6 hiéu hda; va khi hoan thanh phan tich (dugc tao ra cho mbi mau két hop).

Cot M6 ta
batch_ Tén 0.
name

Tai lidéu s6 1000000067940 v10
DUNG CHO CHAN DOAN IN VITRO.

Loai Regex
van ban Aa-zA-Z0-9_
-1{1,36}$
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cot

process

operator

instrument

started

finished

status

Mo ta

Tén quy trinh xtr ly 16, theo dinh dang QUY
TRINH:quy trinh phu. C4c tuy chon gia tri:
ISOLATION (TACH)—Batch_vaIidation, trudce khi
quay, sau khi quay, data_transact.
EXTRACTION (CHIET TACH)—Thiét Iap, hoa
hoc, data_transact.

LIBRARY (THU VIEN)—Thiét lap, hda hoc, data_
transact, hoan thanh.

QUANT (DINH LUONG)—Thiét Iap, build_
standards, build_384, phan tich, data_transact.
POOLING (KET HOP MAU)—Phan tich, thiét 1ap,
k&t hop mau, data_transact, hoan thanh.

Tén viét tat cha ngudi van hanh.

Tén thiét bj.

Ngay va gio bat dau quy trinh xtr ly 16.

Ngay va gié ma quy trinh xtr ly 16 hoan thanh
hoac that bai.

L6 hién tai.

Tai lidéu s6 1000000067940 v10
DUNG CHO CHAN DOAN IN VITRO.

Loai

van ban

van ban

van ban

D3u thoi
gian ISO
8601
Dau thoi
gian ISO
8601

enum

Regex
~A-Z]{1,36}:
[a-z0-9_]
{1,36}$

*a-zA-Z0-9_
-1{1,36}$
*a-zA-Z0-9_
-1{1,36}$

da hoan thanh

| that bai | aa
bat dau | da bi
hay
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Pool Report (Bao cdo mau két hop)

Hé thdng tao Bao cdo Mau két hgp khi hoan thanh thu vién thanh cong, khi 16i 16 va khi vé hiéu hoa 16
néu su kién xay ra sau khi bat dau két hgp mau.

Cot

batch_name

sample_barcode

pool_barcode

pool_type

pooling_volume_

ul

pooling_
comments

Ma vach mau duy nhat.

M3 vach mau két hop duagc lién két vdi

moét mau.

Loai mau két hgp lién quan dén mét mau.

Nhan xét clia ngudi dung khi thyc hién

k&t hop mau (van ban tu do).

Thé tich mau két hgp tinh bang pl.

Loai

van ban

van ban

van ban

enum

van ban

Regex
~a-zA-Z0-9_-]
{1,36}$
*a-zA-Z0-9_-]
{1,36}$
*a-zA-Z0-9_-]
{1,36}$
A|B|C|E

"[a-zA-Z0-9_-]
{1,512}$

Pool Invalidation Report (Bao cao vo hiéu mau két hop)

Hé thdng tao ra Bao cdo vo hiéu mau két hop khi mau két hop bi vé hiéu.

Cot
batch_
name

pool_
barcode
reason

operator

timestamp

M6 ta

Tén 6.

M3 vach mau két hop clia mu két
hop khéng hgp 1.

Ly do dugc ngudi dung cung cap
cho viéc v hiéu mau két hop.

Tén viét tat clia ngudi van hanh lam
vo hiéu mau két hop.

Ngay va thoi gian v6 hiéu mau két
hap.

Tai lidéu s6 1000000067940 v10
DUNG CHO CHAN DOAN IN VITRO.

Loai

van ban

van ban

van ban

van ban

Dau thaoi gian ISO
8601

Regex
~a-zA-Z0-9_-]
{1,36}$
~a-zA-Z0-9_-]
{1,36}$
*a-zA-Z0-9_-]
{1,36}$
"[a-zA-Z0-9_-]
{1,36}$
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Sequencing Report (Bao cao giai trinh tu)

Hé thdng tao ra mot Bao cdo Giai trinh tu cho 1an chay giai trinh ty khi viéc giai trinh tu hoan thanh hoac

hét thai gian.

Cot

batch_name

pool_barcode

instrument

flowcell

software_
version

run_folder

sequencing_
status

gc_status

qgc_reason

cluster_density

pct_q30
pct_pf
phasing
prephasing

predicted_
aligned_reads

started

Ma vach mau két hop lién quan dén lan
chay giai trinh tu.

S0 sé-ri hé thdng gidi trinh tu.

Té& bao dong chay lién quan dén lan
chay giai trinh tu.

Ghép ndi iing dung/phién ban phan
mém dugc sir dung dé tao dit liéu cho
hé théng giai trinh tu.

Tén thu muc chay giai trinh tu.

Trang thai Ian chay giai trinh tu.

Trang thai QC cua lan chay giai trinh tu.

Cac ly do QC cho 16i QC, céc gia tri
phan tach bang dau chdm phay.

Mat d6 cum (trung binh trén maéi té€ bao
dong chady qua céc 0).

Phan tram base trén Q30.

Phan tram doan doc di qua bd loc.
Dinh pha.

Tién dinh pha.

Doan doc diéu chinh dugc du doan.

D3u thai gian lién quan dén viéc bat dau
gidi trinh ty.

Tai lidéu s6 1000000067940 v10
DUNG CHO CHAN DOAN IN VITRO.

Loai Regex

van ban ~a-zA-Z0-9_-]
{1,36}%

van ban “a-zA-Z0-9_-]
{1,36}$

van ban ~a-zA-Z0-9_-]
{1,36}$

van ban ~a-zA-Z0-9_ -]
{1,36}$

van ban

van ban ~a-zA-Z0-9_1+$

enum da hoan thanh |
hét thoi gian chd |
that bai

enum dat | that bai | 16

van ban ~a-zA-Z0-9_ -]
{1,36}%

nGi

NGi

nGi

noi

NGi

dai

D4u thoi

gian ISO

8601
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cot

completed

M6 ta
Dau thoi gian lién quan dén viéc hoan
thanh giai trinh tu.

Loai

Dau thoi
gian ISO
8601

Regex

Analysis Failure Report (Bao cdo phan tich that bai)

Hé thdng tao Bao cdo phan tich that bai khi sé lan thir phan tich tdi da that bai cho Ian chay giai trinh tu.

Cot

batch_name
pool_barcode
flowcell
sequencing_run_

folder

analysis_run_
status

timestarted

timefinished

Mo ta

Tén 6.

Ma vach mau két hop lién quan dén
phan tich that bai.

Ma vach té bao dong chay lién quan
dén phan tich that bai.

Thu muc Lan chay gidi trinh ty lién quan
dén phan tich that bai.

Trang thai Lan chay giai trinh tu lién
quan dén phan tich that bai.

Dau thai gian lién quan dén viéc bat dau
phan tich.

Dau thoi gian lién quan dén phan tich
that bai.

Tai lidéu s6 1000000067940 v10
DUNG CHO CHAN DOAN IN VITRO.

Loai

van ban

van ban

van ban

van ban

van ban

Dau thai gian

ISO 8601

Dau thai gian
ISO 8601

Regex
~a-zA-Z0-9_-]
{1,36}%
*a-zA-Z0-9_-]
{1,36}$
~a-zA-Z0-9_-]
{1,36}$
Aa-zA-Z0-9_1+$

ra-zA-Z0-9_1+$
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Khac phuc su co

o J o e N
Gioi thieu
VeriSeq NIPT Solution v2 hé trg khac phuc su c6 bao gém céc tinh nang sau:

*  Phan mém xét nghiém VeriSeq NIPT va théng bao hé thong.

* Cac hanh dbéng dugc dé xuat cho céc van dé cla hé théng

*  Hudng dan thuc hién phan tich phong nglra va that bai bang cach str dung dir liéu kiém tra dugc cai dat san.

Théng bao Assay Software (Phan mém xét nghiém)

Muc nay mé ta cac théng bao Phan mém xét nghiém VeriSeq NIPT.

Thoéng bao tién trinh

Thong bao tién trinh cho biét tién trinh binh thudng cla viéc thuc hién phan tich. Nhitng thong bao nay dugc ghi lai dudi dang Hoat doéng

va khong yéu cau bat ky hanh dong nao clia ngudi dung

Mtrc

Théng bao Budc Thoi diém bao
dong

Batch initiation (Khai tao 16) Chudn  Ngudi dung da tao mot 16 mdi. Hoat
bi thu déng

vién

Email

Co

Hanh
dong
khuyén
nghi
Khong ap
dung.
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Thoéng bao

Batch Library Complete (Hoan thanh thu
vién 16)

Pool Complete (Hoan thanh mau két hop)

Sequencing Started (D3 bat dau gidi trinh ty)

Sequencing QC passed (QC giai trinh ty da
dat)

Sequencing Run Associated With Pool (Lan
chay giai trinh tu lién quan dén mau két hop)

Analysis Started (D3 bat dau phan tich)

Analysis Completed NIPT Report Generated
(ba tao bao cao NIPT da hoan thanh phan
tich)

Budc

Chuan
bi thu
vién
Chuén
bi thu
vién
Giai
trinh tu
Giai
trinh tu
Giai
trinh tu

Phéan
tich
Phéan
tich
sau xu
ly

Thoi diém

D3 hoan thanh thu vién cho 16 hién tai.

Mau két hop da dugc tao ra tlr mot 16.

Hé théng da phat hién moét thu muc
dir liéu giai trinh tu mdi.

Lan chay gidi trinh ty da hoan tat va
kiém tra QC gidi trinh ty d3 dat.

Lan chay gidi trinh tu da duoc lién két
thanh cong véi mot mau két hop da
biét.

Da bat dau phan tich cho lan chay gidi
trinh tu cu thé.

Phéan tich da hoan thanh va cac bao
cao dugc tao ra.

Mtrc
bao
dong

Hoat
déng

Hoat
déng

Hoat
déng
Hoat
déng

Hoat
déng

Hoat
déng

Hoat
déng

Email

Co

Co

Hanh
dong
khuyén
nghi
Khong ap
dung.

Khéng ap
dung.

Khong ap
dung.
Khéng ap
dung.
Khong ap
dung.

Khéng ap
dung.
Khong ap
dung.
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Thoéng bao v hiéu

Thong bdo vo hiéu cho biét cac su kién xay ra trong hé thdng do ngudi dung vo hiéu héa moét 16 hodc mét mau két hop thong qua
Workflow Manager. Nhiing théng bao nay dugc ghi lai dudi dang Thong bao va khéng yéu cau bat ky hanh déng nao ctia ngudi dung.

Thong bao

Batch Invalidation (V6 hiéu 16)

Pool Invalidation — Repool (V6 hiéu mau két
hop - K&t hop lai mau)

Pool Invalidation — Use second aliquot (V6
hiéu mau két hgp — Str dung phan chiét thi
hai)

Sequencing Completed Pool Invalidated (D3
v6 hiéu mau két hop da hoan thanh gidi trinh
ty)

Sequencing QC passed - All samples are
invalid (QC gidi trinh tu da dat — Tat ca cac
mau déu khéng hop 1&)

Analysis Completed Pool Invalidated (ba vo
hiéu mau két hgp da hoan thanh phan tich)

Budc

Chuan
bi thu
vién
Chuén
bi thu
vién
Chuan
bi thu
vién
Giai
trinh tu

QC giai
trinh tu

Phén
tich
sau xu
ly

Thoi diém

Ngudi dung da vo hiéu hoa mét 16.

Nguoi dung da vo hiéu hda mau két
hgp cé thé co dau tién (thudc mot loai
nhat dinh) cho 16.

Nguoi dung da vo6 hiéu hda mau két
hgp cé thé co dau tién (thudc mot loai
nhat dinh) cho 16.

Lan chay trinh tu da hoan thanh nhung
mau két hop da bi ngudi dung vo hiéu
hda.

Kiém tra QC Ian chay gidi trinh tu da
hoan thanh, nhung tat ca cac mau déu
vO hiéu.

Phan tich d& hoan thanh nhung mau
k&t hgp da bi nguoi dung vo hiéu héa.

Mtrc

bao

dong

Luuy

Luuy

Luuy

Luuy

Luuy

Luuy

Email

Céo

Co

Co

Co

Céo

Co

Hanh
dong
khuyén
nghi

Khéng

ap dung.

Khéng

ap dung.

Khéng

ap dung.

Khéng

ap dung.

Khéng

ap dung.

Khéng

ap dung.
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Thong bao 16i co6 thé khdi phuc

Cac 16i ¢ thé khéi phuc la cac tinh trang ma tir dé Phan mém xét nghiém VeriSeq NIPT c6 thé khoi phuc khi ngudi dung lam theo hanh
dong dugc khuyén nghi. Néu su co van tiép dién, hay lién lac vdi bo phan H6 trg Ky thuét lllumina.

Thoéng bao

Missing Instrument
Path (Thi€u duong dan
thiét bi)

Insufficient Disk Space
for Sequencing

(Khéng du dung lugng
0 dia dé giai trinh tu)

Sequencing Run
Invalid Folder (Thu
muc chay giai trinh tu
khdéng hgp 1€)

Budc

Giai
trinh tu

Giai
trinh tu

Giai
trinh ty

Thoi diém

Hé thdng khong thé dinh
Vvi/k&t ndi vai thu muc gidi
trinh tu bén ngoai.

Hé thdng da phat hién mét
thu muc dir liéu giai trinh ty
mdi, nhung dang udc tinh
rang khong cé dd dung
lugng 6 dia cho dir liéu.

Céac ky ty khong hgp 1€
trong thu muc Chay Giai
trinh tu.

Mturc
bao
dong
Bao
déng

Bao
déng

Céanh
bao

Email

Co

Co

Co

Hanh dong khuyén nghi

o NE&u strdung NAS, hay kiém tra két ndi
mang. Tham khao Quy trinh hanh ddng
duoc khuyén nghjtrén trang 92

« CO thé xay ra I6i phan cling. Khéi déng
lai may chud. Néu su ¢ van tiép dién,
hay gli email cho bd phan H6 trg Ky
thuat lllumina.

1. Kiém tra dung lugng 6 dia kha dung.
Tham khdo Quy trinh hanh déng duoc
khuyén nghjtrén trang 92.

2. Xda dung lugng 6 dia hodc sao luu di
liéu. Tham khao Quy trinh hanh déng duoc
khuyén nghjtrén trang 92.

Thu muc chay gidi trinh ty d3 dugc déi tén
khéng chinh xac. DGi tén Ian chay thanh
tén hop Ié.
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Thoéng bao

Sequencing Started
but Pool Barcode File
Missing (Giai trinh tu
da bat dau nhung
thiéu tép ma vach mau
két hop)

Cannot Verify
Sequencing Run
Completion (Khéng
thé& x&c minh viéc hoan
thanh an chay gidi
trinh tu)

Missing Sample
Attributes (Thiéu cac
thudc tinh méu)

Budc

Giai
trinh tu

Giai
trinh tu

Tién
phan
tich

Thoi diém

Phan mém khéng phat hién
tép chilra ma vach mau két
hop trong 30 phut sau khi

bat dau giai trinh tu.

Phan mém khong thé doc
tép trang thai hoan thanh
lan chay trong thu muc giai

trinh tu.

Phan mém khong thé tim
thay dinh nghta vé loai

ma&u, tly chon nhiém sac
thé gidi tinh hoac loai sang

loc cho mdt s6 mau.

Mtrc
bao
dong
Cénh
bao

Canh
béo

Luuy

Email

Co

Co

Co

Hanh dong khuyén nghi

Co thé xay ra 16i thi€t bi hodc NAS. Kiém
tra cau hinh thiét bi va két ndi mang. Hé
thong sé ti€p tuc tim kiém tép ma vach
mau k&t hop cho dén khi giai trinh ty hoan
tat.

Cé thé xay ra 16i phan cing. Khéi dong lai
may chu. Néu sy co van ti€p dién, hay gui
email cho b6 phan Hb trg Ky thuat
lllumina.

MOt hodc nhiéu thudc tinh mau khong
dugc cung cap cho mau dugc chi dinh.
Nhap céac thudc tinh mau bi thi€u trong
Workflow Manager hoac vo hiéu héa mau
dé cho phép phan mém ti€p tuc.
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Thoéng bao

Sample Sheet
Generation failed (Tao
bang thong tin mau
that bai)

Unable to check disk
space (Khong thé
kiém tra dung lugng 6
dia)

Insufficient Disk Space
for Analysis (Khong du
dung lugng 6 dia dé
phan tich)

Budc

Tién
phén
tich

Tién
phan
tich

Tién
phén
tich

Thoi diém

Phan mém khong tao dugc
bang thong tin mau.

Phan mém khong thé kiém
tra dung lugng 6 dia.

Phan mém phat hiénra
rang khong cé da dung
lugng 6 dia d€ bat dau mot
[an chay phan tich mai.

Mtrc
bao
dong
Bao
déng

Bao

déng

Bao
déng

Email

Co

Co

Co

Hanh dong khuyén nghi

Kiém tra dung luong 6 dia kha dung.
Tham khao Quy trinh hanh déng duoc
khuyén nghjtrén trang 92. Néu dung
lugng thap, hdy x6a dung lugng 6 dia
hodc sao luu dit liéu. Tham khao Quy
trinh hanh déng duoc khuyén nghijtrén
trang 92.

NE&u s&r dung NAS, hay kiém tra két ngi
mang. Tham khao Quy trinh hanh déng
duoc khuyén nghijtrén trang 92.

Cé thé xay ra 16i phan cing. Khaéi dong
lai may chud. Néu sy ¢ van tiép dién,
hay gli email cho bd phan H6 trg Ky
thuat lllumina.

NEéu str dung NAS, hay kiém tra két noi
mang. Tham khao Quy trinh hanh déng
duoc khuyén nghjtrén trang 92 ID Hanh
ddng 2trén trang 92.

Cé thé xay ra 16i phan cing. Khéi dong
lai may chu. Néu su c6 van tiép dién,
hay guti email cho bd phan Ho trg Ky
thuat lllumina.

Xda dung lugng 6 dia hodc sao luu dir liéu.
Tham khao Quy trinh hanh déng duoc
khuyén nghjtrén trang 92 ID Hanh déng 3
trén trang 93.
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Thoéng bao

Unable to launch
Analysis Pipeline
(Khodng thé khéi chay
quy trinh phan tich)

Sequencing folder
Read/Write permission
failed (Quyén doc/ghi
thu muc giai trinh tu
that bai)

Analysis Failed - Retry
(Phan tich that bai -
Thr lai)

Results Already
Reported (K&t qua da
dugc bao cdo)

Budc

Tién
phén
tich

Tién
phén
tich

Phan
tich

Thoi diém

Phan mém khéng thé bat
dau mot [an chay phan tich
cho thu muc giai trinh tu da
cho.

Kiém tra phan mém kiém
tra quyén Doc/Ghi vao thu
muc chay gidi trinh tu that
bai.

Phén tich that bai. Thi lai.

Phan mém xac dinh rang
bdo cdo NIPT da duoc tao
cho loai mau k&t hop hién
tai.

Mtrc
bao
dong
Bao
déng

Canh
béo

Luuy

Hoat
déng

Email

Co

Co

Co

Co

Hanh dong khuyén nghi

Co thé xay ra 16i phan cing. Khéi dong lai
may chu. Néu su c6 van ti€p dién, hay gui
email cho bd phan Hb trg Ky thuat
lllumina.

o NE&u stirdung NAS, hay kiém tra két ngi
mang. Tham khao Quy trinh hanh déng
duoc khuyén nghjtrén trang 92.

o CO thé xay ra 16i phan cing. Khéi dong
lai may chud. Néu su c6 van ti€p dién,
hay glti email cho bd phan Ho6 trg Ky
thuat lllumina.
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Thoéng bao Buédc

Unable to deliver email Hé
notifications (Khong théng
thé& glri thong bao qua

email)

Time Skew Detected Chuéan
(DPa phat hién sailéch bi thu
thdi gian) vién

Mtrc
Thoi dieém bao Email
dong
Hé théng khong thé gui Canh  Khéng
théng bao qua email. bao ap

dung

Phan mém da phat hiénsai Canh  Khéng
I&éch thai gian hon 1 phat bao

gilra dau thai gian dugc

cung cap bdi Workflow

Manager va thgi gian cuc

bd clia may chu.

Hanh dong khuyén nghi

1. Ki€m tra c4u hinh email dugc xac dinh
trén hé théng xem cdé hiéu luc khong.
Tham khao Cau hinh théng bao email hé
thong trén trang 33.

2. GUi mot email kiém tra. Tham khao Cau
hinh théng bdo email hé théng trén trang
33.

3. Khéi dong lai may chu. Néu sy ¢ van
ti€p dién, hay gui email cho bd phan H6
trg Ky thuat lllumina.

1. Kiém tra gio dia phuong trén may cé
Workflow Manager.

2. Kiém tra gio dia phuong May ch tai chd
dugc bao cdo trén Giao dién ngudi dung
web (tab Server Status (Trang thai may
chu)).
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Cac thong bao 16i khong thé khoi phuc

Cac 16i khéng thé khoi phuc la cac tinh trang dat dén trang thai cudi cing ma khéng cé hanh déng nao khac cd thé ti€p tuc viéc thuc hién

phan tich.

Thoéng bao

Batch Failure (L6i 16)

Report Generating
Failure (Khéng tao dugc
bdo cdo)

Failed to Parse Run
Parameters file (Khéng
boc tadch dugc dir liéu
tép tin Thong s6 chay)

Budc

Chuéan
bi thu
vién
Bao
cao

Giai
trinh ty

Thoi diém

QC 16 that bai.

Hé théng khong tao
dugc bdo cdo.

Hé théng khong thé
md&/bdc tach dir liéu tép
tin RunParameters.xml.

Mtrc
bao
dong
Luuy

Bao
déng

Céanh
béo

Email

Co

Co

Céo

Hanh dong khuyén nghi

Khéi dong lai tao thu vién.

« Kiém tra dung lugng 6 dia kha dung.
Tham khdo Quy trinh hanh déng
duoc khuyén nghijtrén trang 92. Néu
dung lugng thap, hdy xda dung luong
0 dia hodc sao luu dit liéu. Tham khao
Quy trinh hanh ddng duoc khuyén
nghijtrén trang 92.

o C& thé xay ra 16i phan cing. Khai
dong lai may chu. Néu sy co van tiép
dién, hay gtri email cho bd phan H6
trg Ky thuat lllumina.

Tép tin RunParameters.xml bi hong.

Kiém tra cau hinh thiét bi va gidi trinh ty

lai mau két hop.
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Thoéng bao

Unrecognized Run
Parameters (Cac théng
s6 chay khong dugc
nhan biét)

Invalid Run Parameters
(Théng s6 chay khong
hop 1€)

No Pool Barcode found
(Khéng tim thdy ma
vach mau két hgp)

Sequencing Completed
but Pool Barcode File
Missing (Giai trinh tu
hoan tat nhung thi€u
tép tin ma vach mau két
hop)

Unable to read Pool
Barcode File (Khéng
thé doc tép tin ma vach
mau két hop)

Budc
Giai

trinh tu

Giai
trinh tu

Giai
trinh tu

Giai
trinh tu

Giai
trinh tu

Thoi diém

Phan mém doc cac
Thong s6 chay khéng
tuong thich.

Phian mém doc céac
Thong s6 chay bat budc
khéng tuong thich véi
xét nghiém.

Phan mém khong thé
lién két t& bao dong
chay cho Ian chay giai
trinh tu véi ma vach mau
k&t hop da biét.

Lan chay gidi trinh ty da
hoan tat nhung tép tin
chtra ma vach méu két
hop khéng dugc phat
hién.

Tép tin chira ma vach
mau két hop bi hdng.

Mtrc
bao
dong
Canh
bao

Canh
béo

Cénh
bédo

Bao
déng

Bao
déng

Email

Co

Co

Co

Co

Co

Hanh dong khuyén nghi

Phan mém khong thé xay dung cac
thong so chay giai trinh tu tir tép tin cau
hinh thiét bi. Ki€ém tra c4u hinh thiét bi
va giai trinh tu lai mau két hogp.

Kiém tra kha nang tuong thich cla
phan mém that bai. Kiém tra cdu hinh
thiét bi va gidi trinh ty lai mau két hop.

C6 thé nhap ma vach mau két hop
khéng chinh xac. Giai trinh tu lai mau
két hop.

L6i hé théng gidi trinh ty cd thé xay ra.
Hay lién lac vai bd phan HO tro Ky thuat
lllumina dé dugc ho trg.

L6i mang hé théng giai trinh tu c6 thé
xay ra Hay lién lac v&i bd phan Hb trg
Ky thuat lllumina dé dugc hé tro.
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Thoéng bao

Pool Barcode File
Mismatch (Tép tin ma
vach mau két hop
khong khép)

Sequencing Timed Out
(Hét thai gian gidi trinh
tu)

Sequencing QC files
generation failed (Tao
tép tin QC giai trinh ty
that bai)

Sequencing QC failed
(QC gidi trinh tu that
bai)

Analysis Failed for
Maximum number of
attempts (Phan tich
that bai vaéi s6 lan thir
toi da)

Budc

Giai
trinh tu

Giai
trinh tu

QC giai
trinh tu

QC giai

trinh ty

Phan
tich

Thoi diém

Tép tin m& vach mau két
hop dugc phat hién
tham chi€u moét ID té
bao dong chady khac voi
ID lién quan dén lan
chay giai trinh tu.

Lan chay gidi trinh ty
chua hoan thanh trong
mot khung thoi gian nhat
dinh.

Lan chay gidi trinh tu da
hoan tat nhung cac tép
tin QC interop bi hdng.

Lan chay gidi trinh tu da
hoan tat va kiém tra QC
giai trinh tu da that bai.
T4t ca cac [an thir Phan
tich déu that bai. Sé
khong thir lai.

Mtrc
bao
dong
Bao
déng

Canh
béo

Bao
déng

Luuy

Cénh
bédo

Email

Co

Co

Co

Co

Co

Hanh dong khuyén nghi

L6i hé thong gidi trinh tu cé thé xay ra.
Lién lac v&i bd phan Hb6 trg Ky thut cla
lllumina dé& nhan duogc trg gilp.

Ki€m tra hé thdng giai trinh ty va két ngi
mang. Giai trinh tu lai mau két hgp.

Kiém tra hé thong gidi trinh tu va két ndi
mang. Giai trinh tu lai mau két hogp.

Gidi trinh tu lai mau két hop.

Giai trinh tu lai mau két hgp thir hai.
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Thoéng bao

Analysis Post-
Processing Failed
(Phan tich sau x(r ly that
bai)

Analysis Upload Failed
(Tai Ién phan tich that
bai)

Plate Level
Contamination
Detected (Phat hién
nhiém ban cap dé dia)

Budc

Phéan
tich
sau xu
ly

Phan
tich
sau xu

Phén
tich
sau xur
ly

Thoi diém

Phan mém khong thé
dang xur ly két qua phéan
tich.

Phan mém khong tai
duoc két qua phan tich
Ién co s& dir liéu.

Nhiém sac thé Y da
dugc phat hién cho tat
cé cac mau da vuot qua
QC trong nhém mau.

Mtrc
bao
dong
Bao
déng

Bao
déng

Bao
déng

Email

Co

Co

Co

Hanh dong khuyén nghi

NE&u str dung NAS, hay kiém tra két
n6i mang. Tham khao Quy trinh hanh
déng duoc khuyén nghjtrén trang
92.

Cé thé xay ra 16i phan cing. Khai
dong lai may chu. Néu sy co van tiép
dién, hay glri email cho bd phan H6
trg Ky thuat lllumina.

NE&u str dung NAS, hay kiém tra két
néi mang. Tham khao Quy trinh hanh
déng duoc khuyén nghjtrén trang
92.

Co thé xay ra 16i phan cing. Khéi
dong lai may chu. Néu sy c6 van tiép
dién, hay glri email cho b phan Ho
trg Ky thuat lllumina.

Khdi dong lai tao thu vién.
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Quy trinh hanh dong dugc khuyén nghi

ID
hanh
dong

Hanh déng
khuyén nghi

Kiém tra két
nGi mang

Kiém tra
dung lugng
dia kha dung

Cac budc

Dam bao rang NAS Iuu trir tir xa va may cuc bé nam trén cing mét mang.
1. T dong Iénh Windows (cmd), nhép Iénh sau: ping <Server IP>
Néu stir dung NAS, hay ki€m tra két ndi vdi NAS.
2.Dam bao rang khoéng cé goi nao bi mat.
NE&u cé cac goi bi mat, hay lién lac véi Quan tri vién IT.
3. Kiém tra két ndi nhu sau:
a.Dang nhap vao Ul Web May chd tai cho.
b. Tr menu Dashboard (Bang diéu khién), chon Folder (Thu muc).
c. Chon Test (Kiém tra) va xac dinh xem ki€m tra cé thanh céng hay khéng. Néu kiém tra khong
thanh cong, hdy tham khao muc Chinh stra mét 6 dia mang chung trén trang 30 va ddm bao rang
tat ca cac cai dat duoc cau hinh chinh xac.

Dam bao rang may Windows anh xa dén thu muc Dau vao May chu tai ché. D€ biét thém théng tin, hay
tham khao Anh xa 6 dia mdy chd trén trang 41.

Nhap chudt phai vao 6 dia anh xa dén thu muc Dau vao. Chon Properties (Thudc tinh) va xem thong
tin dung lugng tréng.
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hanh
dong

Hanh déng
khuyén nghi

Xba dung
luong dia /
Sao luu dir
liéu

Cac budc

lllumina khuy&n nghi sao luu di liéu dinh ky va/hoac luu trir di liéu gidi trinh tu & phia may chi. Dé biét
thém thong tin, hdy tham khdo Quéan Iy mét 6 dia mang chung trén trang 30.
1. DGi véi dit liéu dugc luu trit cuc bd trén May chd tai ché:
Dam bao rang may Windows anh xa dén thu muc Dau vao May ch tai ché. D& biét thém théng tin,
hay tham khao Anh xa 6 dia mdy chd trén trang 41.
a. Nhap dip vao thu muc Dau vao va nhap théng tin dang nhap dé truy cap.
b. DT liéu lan chay gidi trinh tu dugc liét ké vai tén thu muc khdp véi tén [an chay gidi trinh tu.
c. Xéa hodc sao luu cac thu myc gidi trinh tu da xt ly.
2.Da6i véi dir liéu dugce luu trir trén NAS tir xa:
Dam bao rang NAS luu tri tir xa va may cuc bé nam trén cing mét mang.
Co quyeén truy cap vao thu muc trén & dia tir xa. Can c6 théng tin dang nhap tlr Quan tri vién IT.
a. D{r liéu Ian chay gidi trinh tu dugc liét ké vai tén thu muc khdp véi tén [an chay gidi trinh tu.
b. Xda hodc sao Iuu cac thu muc giai trinh ty da xur ly.
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Cac van dé cua hé théng

Vandé  Hanh dong khuyén nghi

Phan N&u phat hién I6i khi bat dau Phan mém xét nghiém VeriSeq NIPT, m6t ban tém tat
mém tat ca cac 16i sé xuat hién thay vi man hinh Log In (Ddng nhap). Lién lac vdi b6 phan
khong H6 tro Ky thuat lllumina dé& bao céo cac 16i dugc liét ké.

khéi

déng

duoc.

Yéucau NE&u can khoi phuc co sd dit liéu sao Iuu, hay lién lac vdi K§ su bao dudng tai hién
khoi trudng Illlumina.

phuc co

sq dir

liéu.

D& phat  Khiphat hién troi dat hé théng, Phan mém xét nghiém VeriSeq NIPT khdéng con xt ly
hiéntréi  thong tin giao ti€p tir cac thanh phan hé théng khac. Quan tri vién cé thé dat lai hé
dat hé thdng trd lai hoat ddng binh thudng sau khi hé thdng da vao trang thai phat hién troi
théng. dat.

Bao Quan tri vién c6 thé chon nut Server alarm (Bdo dong may chd) trong tab Server
dong bd  Status (Trang thai may chu) cla Bang diéu khién Phan mém xét nghiém VeriSeq
diéu NIPT dé tat tiéng bao dong b diéu khién RAID. Néu ban nhan nut nay, hay lién lac
khién v3i bo phan Hb trg K§ thuat lllumina dé dugc trg gitp thém.

RAID

kich

hoat.

Cac kiém tra xtr ly dir liéu

Cac bo dir liéu dugc cai dat san trén Mdy chu tai chd cho phép thr nghiém hoat dong clia may chd va
céng cu phan tich.

Kiém tra may chu

Kiém tra nay mo phdng mét [an chay giai trinh tu trong khi moé phdng viéc tao két qua phan tich, ma
khéng thuc su khdi chay Quy trinh phan tich. Chay kiém tra nay dé dam bao rang May chu tai ché hoat
dong chinh xac va cac bao cédo va thdng bao qua email dugc tao ra. Thoi lugng: Khodng 3-4 phut.

Quy trinh
1. M& thu muc dau vao dugc gan va sau dé ma thu muc TestingData (DU liéu xét nghiém).
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Hudng dan vé Phan mém VeriSeq NIPT Solution v2 - IVD

Tao mot ban sao clia mot trong cac thu muc sau, co thé tim thay trong thu muc TestingData:
*  Doivdidirliéu NextSeq: 170725_NB551052_0252_AH5KGJBGX9_Copy_Analysis_Workflow.
*  Daivdi dir liéu NextSegDx: 180911_NDX550152_0014_AXXXXXXXDX_Copy_Analysis_Workflow.

DEi tén ban sao thanh thu muc c6 hau td _XXX. _XXX thé& hién s tuan tu cla Ian chay xét nghiém. Vi
du: néu _002 t6n tai trong thu muc, hay dgi tén ban sao mdi thanh _003.

Di chuyén thu muc da ddi tén vao thu muc dau vao.

Cha 3-5 phut dé€ [an chay hoan tat. Dam bdo rang cac théng bao qua email sau day da dugc nhan:

a. Seguencing Run Analysis Started. (D3 bat dau phan tich lan chay gidi trinh tu.)

b. NIPT Report generated for Sequencing Run. (Bdo cdo NIPT dugc tao cho [an chay giai trinh ty.)

Lién két cac bao cdo vdi tén giai trinh ty dugc chi dinh cho thu muyc.

Trong thu muc dau ra, mé thu muc TestData_NS_CopyWorkflow hodc TestData_NDx_

CopyWorkflow va kiém tra mét trong cac bao cdo sau:

*  D0ivdi NextSeq: TestData_NS_CopyWorkflow_C_TestData_NS_CopyWorkflow_PoolC_
HSKGJBGX9_nipt_report_YYYYMMDD_HHMMSS.tab.

*  Dai vdi NextSegDx: TestData_NDx_CopyWorkflow_C_TestData_NDx_CopyWorkflow_PoolC_
XXXXXXXDX_nipt_report_YYYYMMDD_HHMMSS.tab.

Kich thudc tép tin du kién la khoang 7,1 Kb.

Di chuyén lan chay gidi trinh tu xét nghiém tré lai thu muc TestingData (D{ liéu xét nghiém). Thuc

hanh nay gitp quan ly sé [an thyuc hién xét nghiém giai trinh tu.

LUUY Ban céthé xda cac ban sao cii clia cac tép tin xét nghiém dé tao dung lugng.

Chay dir liéu thtr nghiém phan tich day du

Thd nghiém nay thuc hién mot [an chay phan tich day du. Chay th&r nghiém nay néu may khéng chu xtr
ly/phén tich dugc di liéu hodc hét thai gian. Thoi luong: Khoang 4-5 gio.

Quy trinh

1.
2.

M& thu muc dau vao dugc gan va md thu muc TestingData (DT liéu xét nghiém).

DaEi tén thu muc sau bang cach thém hau t6 _000: 180911_NDX550152_0014_AXXXXXXXDX_FullRun.
Hau t6 tao ra mot tén duy nhat cho méi [an chay giai trinh tu. Néu [an chay da cd hau t6, hay déi tén
thu muc bang cach tang gia tri s6 hau td thém 1.

Di chuyén thu muc da ddi tén vao thu muc dau vao.

Doi khoang 4-5 gio d€ phan tich hoan tat. Dam bao réang cac thong bao qua email sau day da dugc
nhan:

a. Sequencing Run Analysis Started. (D3 bat dau phan tich [an chay gidi trinh tu.)

b. NIPT Report generated for Sequencing Run. (Bdo cdo NIPT dugc tao cho Ian chay gidi trinh tu.)
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5. Lién két cac bao cdo vai tén giai trinh tu dugc chi dinh cho thu muc.

6. Trong thu muc dau ra, mé thu muc TestData_NDx_FullRun va kiém tra bdo cdo sau: TestData_NDx_
FullRun_C_TestData_NDx_FullRun_PoolC_XXXXXXXDX_nipt_report_YYYYMMDD_HHMMSS.tab.
Kich thudc tép tin du kién la khoang 7,1 Kb.

7. Dichuyén [an chay giai trinh tu xét nghiém trd lai thu muc TestingData (D{ liéu xét nghiém).

Tai lidéu s6 1000000067940 v10
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Tai nguyén va Tai liéu tham khao

Co thé tai xubng cdc tai liéu sau day tir trang web cda lllumina.

Tai nguyén

Mb ta

To théng tin san phdm VeriSeq NIPT ~ X&c dinh san pham va muc dich str dung, déng thdi cung cap

Solution v2 (sé'tai liéu
1000000078751)

hudng dan str dung va quy trinh xtr ly su co.

Hudng dan van hanh Microlab® STAR  Cung cap thong tin van hanh va bao tri cing théng s6 ky
Line, M3 sb tai liéu Hamilton 624668  thuat cho thiét bi xtr ly chat Idng tu dong Hamilton Mircolab

STAR.

Truy cép trang ho trg VeriSeq NIPT Solution v2 trén trang web cua lllumina dé xem tai liéu, tai xudng

phan mém, ndi dung da

o tao truc tuyén va cac cau hdi thuong gap.

Cac tu viét tat

Tir viét tat Dinh nghia
BCL Tép tin phat hién base
CE-IVD D4au Tuan thi clia chau Au d6i v6i san phdm chan doan trong éng nghiém
cfDNA DNA ngoai bao
DNA Axit deoxyribonucleic
DNS Hé thong tén mién
FASTQ Dinh dang tép tin dua trén van ban dé luu trir dir liéu dau ra cua cac thiét
bi giai trinh tu
FF Ty 1€ DNA cua thai nhi
FIFO Vao trudce, Ra trudce
iFACT Kiém tra do tin cy di bdi cla tirng thai nhi
IP Giao thurc Internet
LIMS Hé thdng quan ly thong tin phong thi nghiém
LLR Ty 1é hgp ly thang log
MAC Kiém soat truy cap phuong tién truyén thong
NAS O luu trir gédn mang
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Tir viét tat
NES

NGS

NIPT

NTC

NTP

PF

Qc

Regex

SCA
SDS
SHA1
SSL

Dinh nghia

Cac co sd khong bi loai trir

Giai trinh tu thé hé mai

Xét nghiém tién san khong xam lan
D6i chiing khéng c6 khudn

Giao thurc thoi gian mang

Vugt qua bd loc

Kiém soat chat lugng

Bi€u hién thudng xuyén. Mét chudi ky tu co thé dugc str dung bang cac
thuat toan khép chudi dé xac thuc di liéu.

Di boi nhiém sac thé gidi tinh
Bang dit liéu an toan
Thuat todn bam an toan 1

LSp 6 cadm bao méat

HO trg k{ thuat

D& dugc hé trg k§ thuat, hay lién lac véi bd phan Hb trg ky thuat cua lllumina.

Trang web:

Email:

www.illumina.com
techsupport@illumina.com

Cac bang dir liéu an toan (SDS)—Co6 trén trang web cua lllumina tai dia chi
support.illumina.com/sds.html.

Tai liéu hudng dan vé san pham—Ca thé tai xuéng tlr support.illumina.com.
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