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Kl habn: Khisng phit hign bign 38 gen duge phin logi b giy binh hode: cé thil gy binh trén nhimsg gen duge khio it

PHIEN GIAI KET QUA

Kdt guad wét nghigm khdng phat hign nhimg bifin 48i gen ddng chd ¥ w8 miit lémn sang trém céc gon (idn guan dén 16
loqi ung thyr) dupc khio sit. Vi vy, nguy co mic ung the do yéu 16 di truyin cda trndng bop ndy la thap.
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Do véy, anh Nguyén Vin A vin nén tham viin vdi bac 5§ 1am shng 38 duoe hudng din eac bign phip sing loc v du
phing binh tat

Kt gud nidy duoe béo edo dua trén nhimg hi Bist vi kish thite khoa hac trang thal diém hign tal vé nhing gen duge
phén tich trong xét nghigm nay.

K§ thudt vién sét nghigm Phy trich k§ thuit Béc s Di truyén

ThS. Trin Thi Tayét Trinh TS. Nguyén Hing Thanh BS. B Phiste Huy
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Cic gan lism tiing ngury co
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TPRES, EPCAM, FANCA

APC, EPCAM, MLH1, MSHD MEHE, MUTYH,
PMEST, PMS2 STICTT, PTEN, SMADS, BUMPETA ATM, BLM,
CHEXT, TPS3

COMT, MLH1, MSHZ, MSHS, PMSZ, EPCAM,
APC, BMPRIA, SMADJ, STKTT, TPSY MUTYH, BRCAT,
BRCAZ

COCT3, MENT

BRCAZ PALEZ, BRCAT, MLMT, MEMI MEHG
PMSZ, AT, COKNIA, FANCE

BRCAT, BRCAZ, CHERD, MEW2, MEME, PLEZ MLWI,
ATM, BRIP], PALBZ N8N, RADSTC, RADSID, MUTYH,
WHIL MET, FH. FLOCN, MEHE, TSCT, TECE SDHE, SDHC,
SODHO, BAPT, PTEN

SLIMAFE, SLH, NUML, SELY, WE I, WL, AT, NFT,
TMER1ZT

SOHE, SDHC, SOHD, SDHAFZ, WHL

CORNZA, COK4
KIT, POGFRA, SOHA, SOHE, SOHC, SOHD, NFT

EXTY, EXT2

NFT, NF2

-.rc:lulw. (1) e i Bl el g o el ndm
£l 1 gy o ung th




DANH SACH
Céc bign di duge phét hién trong xét nghiém nay

Thaydi  Thay dol Legi  nghila
oen Wi HAT 8 e it b Huyp i i) Mo oy

Luw y: Bign o dBing nghia {synonymous) chi duoe Bt ké khi dupc phdn loai & bign dj (cd the) gdy bénh
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Cac gen duge kiém tra trong xét nghiém
Ap ALK APT ATM Bapr BLi BMPRIA  BRCAY BRCAZ BRAPT
BuEg COCT3 COHT CO#4 COENIC CORMNZA CEBFPA CEPST CHERZ CYLn
DoE2 DICERT (1] b EGFR EFCAM ERCCZ2 ERCC3 ERCCA ERCCSE EXT1
EXT2 EFHZ FANCA FANCE FANCC FANCOZ FAMNCE FANCF FANCG FAMNCT
FANCL  FANCM  FH FLEN  GATAZ  GPE3  HNFIA  MRAS  MT MAX
MENT MET MLHT MEH2 MSHE MUTYH NEN NF1 NFZ HNEDT
PALEZ PHOXZE PME PMS? PRET PREARTA  PTCHT PTEN RADSTC RADSID
a1 RECOLA RET RHBDFZ RAUNET SE0S SOHALFD SovE SOHC SOHD
SLA4 Sadand SMARCET STKTT SUFL TMEM12? TPS3 TSC1 TSC2 VHL
RN WTT EPA XPC



PHY LYC 01
Binh nghia vé cac loai bién dj

Bién di l nhimg bidn 368 di truyén trong hé gen, vl duge phén logl thanh ndm cip 8§ nhu sau:

Bidin di gy binh: E nhilng bidn dj & duge ching mink mét cach oy dd vik khad ndng lm ting nguy oo mic
mét hage mat 6 boal ung thr nhit dinh. Tuy nhién, nguii mang bidn di nay khéng chic chin & s& mic binh,
Biéin di o6 thi giiy bignh: b nhiing biln di 93 dwoe ghi nhin vl khi niing Em ting nouy comiie mit hodc mat
54 logi ung thy, nhung chera duge chimg minh mét cach dily 90 vé tinh chit gily bénh cda logi bilin dj niy
Bign df chura xée dinh § nghia 1&m sbng: 14 nhimg bigén dj chura cd dBy db blng chimg khoa o w8 tinh
chit gidy bénh.

Biidn dj cd thé kanh tinh: [ nhimg bign dj 4§ duge chimg minh & it cd khd ndng Lam tng nguy oo misc
mf hode mit 58 bignh ung thur

Bign dj lanh tinh: 13 nhimg bi&n dj 43 dugs ching minh 13 khang cd kha ning lam ting nguy ca mic mat
hofc Mgt S0 bEnh ung thi.
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PHULYC 03

= ADN duge tach chift tir 18 bao miu ngoal vi bang b kit tach chist ADN QAgen (Brrc).

® Tobn b ving mé hoa cing wil 50 nucleotit & g4t dBu 5 »a dBu 3° cia mbd ving ma hia protein cla 94 gen duoc
khuich dai bding bé kit TruSight Tumar 04 va xée dinh trhink b bing phuong phip gidi trink tu thE b mﬁs}ﬂ
dung cing nghé llumina ().

® Xiét nghiém nay phat hién dbng this 64¢ bign dism, thém, mat, v isp doan nhé (<20 nucleots) & ving ma hoa pro-
tein. Bign d duoc xéc dinh boi phn mam BWAMEM vi GATE, duoc md 14 bing phin mam ANNOVAR', vi dugc
phén loai theo hudng din cia ACMG va AMP® b phin mém TAPES", Thang tin cia 181 cd cac bifn di déu duoc
Kiim L b Wi e o S0 di lidu guic 08 bdi chuyin vign hoBciw bac 5§ di tuyin y hoc.

# Bién di gy bénh hofc ob the gay bénh dupc wéc dinh lal béng phuong phap gidl trinh ty Sanger. Doan ADN cb
chiia bidin dj duoc khugch dai bing phwrong phép PCR v dugc e dinh trinh tyr béng hé thing gidi trinh by vi phan
wich 80 g trinh 1y cia Appled Biosystems (My).

Githi han: Xét nghiém khiing phat hidn duoc At bidn thém va mét doan ln, 45t bign nim trong ving intron s, ciing
niur nhiing thay d6i v& &8 luong bén sao cda gen.

Tai iigu tham khdac
1. ¥ang H & Wang, K Ganamic wiianl amnadation and priontization with ANNOVAR and wANNOVAR Nat Prodoc 10,
1556=1586 (2015).

2 Richards, 5. ef al. Standards and guidedines fior the mterpretation of Sequance variants: 3 Joint CONSENSEE MECOMmen-
datian of the American College of Medical Genetics and Genomics @nd tfe Association for Molecular Pathology.
Genetd. Med OF. 4. Am. Coll. Med. Genet. 17, 405=424 (2015).

3. Mavier, &, Scott, B | & Taleeth-Paimer, B A TAPES: A ool for sssessment and priorifisation in exome studies. PLoS
Comput. Biol 15 (2079

« Phifis frd kft qud ndy déc hiéu cho méu vé cde gen diror phén tich trong xét nghigm, nén khéng th ding
cho myc dich khac.

« Nhimg dif Ndu trang phidu irs két qus ndy dirpe 1ao fa thea quy trinh xét nghiém chudn va chi dirpe dang
cho mye dich tham khdo lim sdng.

« Bidin di dugre dink danh theoe hutng din cda HGVS (hitp:/Avarnomen. hgvs.ong/).

» Sy hign dign cua bign di gdy bénh & nhiing gen duge khuydn cho baéi cde hidp hi ung thur chi ra nguy eo
méc bénh ung ther di truygn eda ngudd mang d84 bign cao hon guiin the

* Néu khang phat hign bin di gdy bénh trén nhimg gen duoe khayén cdo nghia 1& nguy comde bénh ung thur

di

truylin ciia nguds duge xét nghidm L thip, nhung khdng duge logl trir hodn todn,

 WEF quid ndy ichdng foai inir nguy o bi img Ehur do nhiimg dif bisin khdng the dune phat hign bing phummg
phdp xét nghidm ndy hode géy ra bai cde yéu 18 khdng di truyén nhur [3 mdd trudng va 181 s8ng, nghla 8 ung
thur do it bign mac phai gdy ra.

+ Néu nhimg bign di chura xée dinh § nghfia Idm sang duoe phat hign thi dnh hudng cda ching dén vide méc
béinh ung thu of truyln 1 khéng chde chin v cln duge xée dinh thém bdi nhdng nghién cdu vé lim sing.
= Cde bign I8 di truyén diror phén tich dus trén nhing kidn thie hign tai cla DY truy@n ¥ hoe. Tuy nhign, vdil
s cdp mhit wa phat irign khong mydng cde ¥ hoc, chc bidn 9 di iruygn (Phy luc) o the duge ddnb gid i
tBm quan frong trong l&m sang.

* Néu c6 thac méc, vui kng lién hé theo s8 hatline 033 750 4234 trong 07 ngdy 14m wviéc k€ tir khi nhén duoc:
It urd wilt nghidem

TRUMNG TAM CONG NGHE CAD
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Tinh Thay déi Thay ddi Logi ¥ nghia
lim sdng
¥z ITANIXXNEN T NM_XXXXA o 2000-d ArglR35GIn M i Chum ke
4 WM i E pArg K] wmense D hap Jink
Kt ludin: Pt hign iém 351 gen dupe philn logl L ply binh hobe co i ply biinh trén nhimg gen dure khio i

Ghul - Pl kit qua =ef nghvgim chi bio co ahdng bigin i cda gen ding chi f v mit Lim sing. Fhln phy luc i1 kE nhing biin o
en vt el Fong it nghiem ndy

Hop

trgng  eogen nucheotit axil amin @t bién

PHIEN GIAL KET QLA

Bikn d| X¥Z: e 3XKX>A pArg1835Gin dupe i ihlly rong két qua phitn tich hit gen cia Anh Nguykn Viin A (sinh ngly
01/07/71999) ) wii tha sudt xudt hidn thip trong quln thil. Bidn di ndy dwoe du dodn 13 b & gy hai b cde phin
nﬁnlhirthot.ﬂd'l.racwMﬂhmmﬁmummwumdmmmwmn&“.mm
biin di X¥Z e INXM=A pAng 18356k duwpe ofp loal 16 bign & gy bénh theo téu chsdn cia ACMG wi AMP

Anh Nguyén Vin A& ciin ghp béc sf Di bruydn 08 duoc 1 w80 vE nguy co mic thur nidi chung v umg tha lign gquan
166 gen XVZ ndi mmmummmmtjﬂmnmmﬁm nguy oo theo khuyln cio b cie
Higp hol Ung thir the gick.

Kift qua ndy dupe bdo cdo dya trin nhimg hidu bidt v kidn thae khoa hoe trong thés difm hin tai v niding gen dupe
phdn tich trong & nghiém ndy. Mhing thay dal vé § nghia lim sdng coa bidn of ndy s& duoc thdng bdo cha khdch hang
kil i thong tin cép mhit

K§ thudn vién vér nghifm P vedeh ki chufe Bie 5§ Di ruydn

ThS. Trim Thj Tuyét Trinh TS. Nguyin Hing Thanh BS, B Phirie Hay
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DANH SACH
Cac bién dj duge phat hign trong xét nghidm niy

D Tt Candingg — PIDC 120275989 FC. ME3T57245- 300V — Indes Balch: I7/027T021
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Lo ¥: Bign g ding nghia (synonymous) chi' duroc Bét ké khi dugc phan logl 18 bign di (cd the) gay bénh
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DANH SACH
Cac gen duge kiém tra trong xét nghigm
A ALK APC ATM [T L BMPRTA  BRCA]  BRCAD R
BUBIE  COCTY COMT Cowd COKNIC ~ CORN2A  CEBPA CEPST  CMEKZ C¥LD
DDEZ?  DICERT D32 EGFR EFCAM  ERCCZ  ERCCI  ERCCH  ERCCS EXTY
ExXT2 FANCA FANCB  FANCC ~ FANCDZ  FANCE FANCF  FANCG  FANCI
FamCL  FANCM FH FLEN GATAZ GPCY HELA HRAS KT Ay
MENT  MET MLHT MSHZ  MSHS MUTYH BN NE1 M2 NSO
PALEZ  PHOUGE  PMSI) P52 PRF1 PREARIA  PTGHI PTEN RADSIC  RADSID
ra1 RCOGL4  AET RHODIE  AUNMT soos SOMArT  SOME SDHC song
SLn4 EMang SMARCHT  STMIT SuFU TMEMIZ? TPS3 Tscn - = WHL
Wi WTT £PA X
PHY LYC 01
Bijnh nghia vié cdc loai bign dj

Biién di ki mhimg bién 461 di truyén trong hit gen, vl duge phin logl think ndm cip 45 nhy eau:
Biéin o gdy bhmh: L nihimg bién di di duoc ching minh mét cich iy 30 v khd ndng lim tlng nguy oo mic
mijit habe mit 88 loal ung thur nhilt dinh. Tuy nhidn, nguisi mang béén dj nily khng chéc chan 18 & méc bénh.
Baiin df ot thif gly binh: 1 nhimg bidin di 04 dwpe ghi nhin vB khi ning kSm ting nguy co mic mit hodc mdt
W 54 oai ung th, nhung chira duoc chimg minh mit cich dy di va tink chil gy bénh cia loal biin dj niy
Bién dij chirs nde dinh § nghia lim shng: 1a nhimg bidn & chua cd Thy 86 bing chimg khoa hoe v tink
chit gily bénh
Bign di ed thé Linh tinh: 1h nhimg bidn di 48 duoe chimg minh & i cd khd ning Lim tdng nguy co mie
meit hodc mit ol bénh ung thu.
Bién dj iénh tinh: 14 nhing bign dj 45 duge chimg minh 14 khang ca khd nng lam ting nguy co mde mit
hofie mét s binh ung thu,
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PHU LUC 03

PHLUDNG PHAP XET NGHIFM

®  ADN durge tch chigh b 18 bao mdu ngesi vi g bd kit tach chast ADM DiAgen (Due).

® Tobn bd ving md hia cing vk 50 nuckeotit & sdt 08y 5 va i 3 cda m ving md héa protein ola 94 gen duge
khuich disl bding b kit TruSight Tumar %4 vib xic dinh trinh ty béng phutng phap gibl trinh tu thil b mal (NGS) sl
dung cing nghi Murming ().

= Xét nghidm ndry phit hién $Bng thid 62 bifn didm, thém, mit, va &g doan nhd (<20 nucleatit) & ving ma hba pro-
tein. Bidn dj duoc xic dinh bl phin mm BWAMEM va GATE, duge md 18 bing phiin mim ANNOVAR', vi duge
phiin logi thee hudng din cla ACMG vi AMP b phin mdm TAPES®, Thang tin cia 181 cd céc bifn di d8u duge
i T Ll 1l ce £ 80000 by quist 18 BAI chuydn vidn hofic/vh bac oF di tuyen ¥ hoc

® Bidn i gly binh haje o6 the géy bénh duge xic dink lgi bing phuong phip gidl triah 1y . Boan ADN cb
chira biin dj dupe khwich d3i bing phuong phip PCR vh due s dinh trinh ty bang hé thiing gidi trinh by va phin
tich 56 lifu trinh 1y cia Applied Blosystems (M),

Gl by Wit nghim khing phit hiskn duc Gt bign thim v milt doan n, 401 bidin ndm trong ving intron séu, clng
b nhimg thay 6 vk 58 luong bén sao cia gen.

T s tham kiuio:
1. ¥ang W & Wang, K Genomic vavisnl annolation and pricritization with ANNOVAR and wANNOVAR Nat Profoc 10
1556-1566 (2015).

2 Richards, 5 ef al. Standards and guidelines for the inferpnetation of sequence varianis: a joinl conSensus Mecommen-
dation of the American Coliege of Medical Genetics and Genamics and the Association for Modecular Pathology.
Genet. Med Off. 1 Am. Coll. Med Genet. 17, 405-424 (2015},

& Kowier, &, Sc0mL R J & Talgesh-Padmey, B A, TAPES A rood for aEsessment and priofitiEanan @ ssome sdies. PLoS
Comput. Biol 15, (20719)

+ Py frd kit qud nady ddc hidu cho méu v cde gen dirge phdn tich frong xét nghidm, nén khdng the ding
cho myc dich khac,

+ Nhimg dif My frong phiu ird két qud ndy duoe fgo ra theo guy trinh xéf nghidm chudin va chi duoe ding
cho muc dich tham khdo ldm sang.

* Bidn di dunpe dinh danh theo fudng dén cda HGVS (hittpy/varmamen. hgvs. orgy)

« Sur hidn dién cia bidn df gdy bénh & nhimg gen dupc khuyén cdo boi cde higp i ung thu chi ra nguy oo
méc bénfy ung thr di truyén cua ngudd mang 3 bifn cao hon quin the
;‘mmﬁi:mmﬁgﬂmm nhing gen duoe khuyén cio mghia 1 nguy oo mdc béah ung thy
fruyeln e ngu dign vél ghigo & thilp, nhing khdng dure oad tri fodn fod

+ KBt gud nay khdng loal trir nguy co bj ung thur do ahing 9 bidn khdng the duoc phdt hidn bing phuong
phiip xéi nghigm ndy bodic gly ra bdi cde yéu 16 khéng di iruyin nhu [ mdd trrtmg vl 161 sting, nghia 14 ung
Thir do digt bign midc phdi gdy ra,

+ NBu nhilng bidin di chura kde dinh § nghfa lim sdng duge phat hign thi dnh budng cia ching &8n viée méc
Iy g thur ol truyn i khding chéc chdn vi clin duge xde dinh thém bdi nhiing nghén cdu 8 iém sdng

+ Céc bitin o of truyiin dung phin tich dyra trén nhdng kigh thue hign tai cda OV truyBin ¥ hoc. Tuy nhign, vl
s1f cdp nhit va phdt tnfn khing ngdng cda ¥ hoe, cde bilin d87 o fruplin (Phy ki) co thel dugic danh gid Iai
18m quan trong trong lim sdng.

+ N o thae mac, woi lng bén hé theo e6 hotline 033 750 4234 trong 07 ngdy Im widc ke 1k nhdn dupc
kit qud xét nghiém.
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