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Tén bénh e Dic diém
dot bién

DAau hiéu va triéu chirng

Tinh trang réi loan ndi ti€t/ huyét sac to

Alpha thalassemia |a réi loan mau
lam gidm viéc san xuat hong cau.

HBA1

Alpha thalassemia HBA2

RGi loan nay gay ra su thi€u hut héng cau (thiéu mau),
c6 thé gay ra da nhot nhat, yéu 6t, mét mai, cung vdi
cac bién chirng khac.

Cé hai loai d3 dworc tim thay:

(1) Hb Bart: ddc trwng bdi thi€u mau tram trong, gan va
lach to, khiém khuyét tim, bat thudng cla hé tiét niéu
hay co quan sinh duc.

(11) HbH: P&c trung bdi thi€u mau nhe dén trung binh,
vang da, ham va trdn phat trién bat thuong.
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Tang san thugng than
bam sinh (Congenital

adrenal hyperplasia -

CAH)

CYP21A2

Tang san thuwong than bam sinh 13
bénh di truyén |3n trén nhiém sic
thé thudng, dac trwng bédi thiéu hut
hoat ddng clia mot s& enzyme can
thiét dé téng hop cortisol ti
cholesterol cia vé thugng than
nhu: 21-hydroxylase (21-OH), 116-
hydroxylase (11-OH), 17-
hydroxsylase (17-OH), 36-
hydroxysteroid dehydrogenase (36-
HSD) va 20/22 Desmolase.

Cac d4iu hiéu va triéu chirng cho loai thdi mudi nay bao
gdm sdn xudt hodc mén thap, mat mudi trong nwdc
tiéu, kén an, giam can, mat nwdc, va ndn. Bé gai cé thai
loai mudi va thé nam hda bdi bd phan sinh duc phat
trién bén ngoai ma khéng phan biét dugc 1a nam hay
nit. ngudi mac bénh cé thé bj suy giam kha ndng sinh
san va cac triéu chirng lién quan dén hodc mén khac.

Suy gidp bam sinh
nguyén phat (primary
congenital
hypothyrodism - CH)

DUOX2

Cac gen khac cé
thé gay ra suy giap
bam sinh bao gbm
PAX8, SLC5A5, TG,
THRA, THRB, TPO,

TSHB va TSHR.

Suy gidp bam sinh |a m6t tinh trang
anh hudng dén tré so sinh tir khi
sinh ra (bdm sinh) va nguyén nhan
la do mét phan hodc toan bétuyén
gidp mat chirc nang.

Néu khéng duoc diéu tri, chirng suy gidp bam sinh cé
thé& dan thidu ndng tri tué va tang trwdng bat thuong.

(1)B&nh héng cau liém
(sickle celll anemia)

(2) Metheglobinemia

(3) Bénh thalassemia

HBB

T4t ca ba réi loan dnh hudng dén
san xuat hodc chirc ndng cla
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(beta thalasemia) hemoglobin (1) Thi€u mau, nhiém trung l3p lai, dau theo con

(2) Xanh xao, nhot nhat & da, niém mac hodc vung dudi
mong tay.

(3) Thi€éu méu, da nhot nhat, yéu 6t, mét méi, nguy co
hinh thanh huyét khéi bat thuwong, lach, gan va tim to.

Tinh trang roi loan axit amin

Thi€u hut Arginase ARG1 Thi€u arginase (ARG) la mot réi Su thi€u arginase thudng biéu hién ré rang lic 3 tudi.
loan di truyén gdy ra axit amino N6 xuat hién thudng nhat 13 bj cirng, bi gay ra bdi su
(ARG) arginine va amoniac tich tu dan cdng co bat thuong, ting trwdng chdm, cham phat
trong mau. trién, khuyét tat tri tué, déng kinh, run va khé khan

trong phéi hop hoat dong.

Bénh Argininosuccinic ASL Argininosuccinic aciduria |a bé&nh Bénh nay thudng biéu hién rd trong nhitng ngay dau
aciduria (ASA) réi loan di truyén gy ra do sau sinh. Cac triéu chirng bao gdbm thiéu ndng luong,
amoniac tich tu trong mau. biéng an, t6c dd hd hap hodc nhiét dd co thé bj kiém

soat kém, dong kinh va hon mé.

Bénh rdi loan chuyén ASS1 Bénh rdi loan chuyén hod Citrulin Loai | (c6 dién): Bénh biéu hién rd rang trong vai ngay
hoa Citrulin (CIT-1) (CIT-1) Ia r6i loan di truyén gdy tich  sau khi sinh. Cac triéu chirng bao gédm thi€u nang

tu ammoniac va céc chat déc trong  lwgng, an kém, 6i mlra, ddng kinh, mat y thire ldc nho
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SLC25A13 mau. hoac khi truwdng thanh.
Phat bénh mudn cha dang nay thuong di kem véi dau
dau dir doi, giam thi lwc, mat thang bang, phdi hop co
(Ataxia) va hon mé.
Loai Il gay ra b&i d6t bién gen SLC25A13.
Bénh si-ro niéu Bénh si-rd niéu la mot rdi loan di  Cac triéu chirng thuong khéi phat vao giai doan sém
BCKDHA, truyén, trong dé co thé khdng thé cula tré so sinh va bao gbm nudc tiéu cé6 mui ngot dac
(Maple Syrup Urine BCKDHB, xtr ly cac amino acid cdu tric nén biét, kém 3n, ndn mira, thi€u nang lwong va cham phat
Disease — MSUD) DBT, protein thich hop. trién. Néu khéng dugc diéu tri, bénh nay cé thé dan
DLD dén déng kinh, hén mé va tlr vong.
Bénh r&i loan chuyén GNMT Bénh r8i loan chuyén hod Tinh trang du thira axit amin methionin trong mdu

hoa
(MET)

Hypermethionin

methionin la du thira cac khéi vat
lieu protein (axit amin), goi Ia
methionin trong mau

Bénh r&i loan chuyén
hod Homocystin niéu
(HCY)

ngoai ra con co doét

Phan |&n cac dot

bién & gen CBS gay

ra rdi loan nay,

bién & cac gen
MTHFR, MTR,

Bénh ré8i loan chuyén hod
Homocystin niéu (HCY) Ia rdi loan di
truyén ma co thé khong thé xi ly
duwoc mot s6 loai axit amin nhat
dinh

Cé nhiéu dang cha r6i loan nay nhung nhitng triéu
chirng phé bién nhat |a can thi, léch thuy tinh thé, ting
nguy co tu mau bat thudng va xwong thuy tinh.
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MTRR, MMADHC,

Phenylketon niéu 1a mét rdi loan di
truyén lam tang néng do chat
phenylalanine trong mau

Phenylketon niéu biéu hién binh thuwdng cho dén khi
dra tré dugc mot vai thang tudi. Néu khéng diéu tri,
nhitng dra tré nay s& bi khuyé&t tat vé tri tué vinh vién.
Ddng kinh, chdm phét trién, cac van dé vé hanh vi va rdi
loan tdm than cling thudng xay ra & nhirng tré nay. Cac
dang khdc, it nang hon cé nguy co tén thwong ndo nhe
hon. Nhitng ngudi khong duoc diéu tri cé thé céd mui
méc hodc mui gidng mui chuét nhuw 13 moét phan ¢ng
phu cla phenylalanine thira trong co thé.

oTC
Phenylketon niéu PAH
(Phenylketonuria -
PKU)
Bénh r&i loan chuyén FAH

hoa Tyrosin loai |, II, 11l ]
Dot bién & gen
HPD, TAT ciing gay
ra bénh réi loan
chuyén hod Tyrosin

Bénh rdi loan chuyén hoa Tyrosin |3
réi loan di truyén dac trung bdi sy
gia tang axit amin tyrosin trong
mau.

Loai I: Triéu chirng bao gdbm kém phat trién, tiéu chay,
6i, vang da, md hai mui bdp cai, va chdy mau mii, bénh
nay dan dén suy gan, than va tén thwong hé than kinh.

Loai Il: Céc triéu chirng bao gdm chdy nudc mat lién
tuc, nhay cdm véi anh sang, dau mat, dé mat va thiéu
nang tri tué.

Loai Ill: Triéu chirng bao gdbm thiéu ndng tri tué, déng
kinh va mat thang bang.
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R6i  loan tai tao
biopterin

PTS,

QDPR

Thi€u hut tetrahydrobiopterin 13
chirng bénh hiém gédp gay ra bdi su
thi€u tetrahydrobiopterin, dan téi
tang ndng doé phenylalanine trong
co thé.

Tré mang chirng ré6i loan nay biéu hién binh thuwdng khi
sinh nhung dan xuat hién cdc dau hiéu va triéu chirng
tlr nhe dén nghiém trong nhu thiéu nang tri tué, cac
van dé& phat trién, réi loan kha ndng van dong, kho
nudt, co giat (déng kinh), rdi loan hanh vi va khéng cé
kha nang ty diéu hoa than nhiét

Tinh trang rdi loan oxy héa axit béo

Bénh thi€u hut chudi
ngan cla enzyme
acyl-CoA

dehydrogenase (SCAD)

ACADS

Sy thi€u hut chudi ngin cla
enzyme acyl-CoA dehydrogenase
(SCAD) la mot tinh trang ngan co
thé chuyén hoéa chat béo thanh
nang lvgng

Cac dau hiéu va triéu chirng c6 thé bao gdbm ndn mra,
lwong dudng trong mau thap (ha dwong huyét), thiéu
nang lugng, biéng dn, khdng ting cin va phat trién voi
téc dd mong doi, nhwoc co, co giat, cham phat trién va
kich thwdc dau nho.

Bénh thiéu hut
enzyme acyl-CoA
dehydrogenase
(VLCAD) chudi dai

ACADVL

Sy thi€u hut chudi dai clia acyl-CoA
dehydrogenase (VLCAD) I3 mét rdi
loan, trong dé co thé khéng thé
chuyén héa axit béo chudi dai
thanh nang lugng.

D4u hiéu va triéu chirng dac trwng cta rdi loan nay bao
gém thiéu nang luong, va lvong dudng trong mau
thap. Axit béo chubi dai hodc axit béo dwoc chuyén hoéa
mot phan ciling co thé tich tu trong cac md va lam tén
thwong tim, gan va co.

Bénh thiéu hut
enzyme Carnitine

CPT1A

Bénh thi€u hut enzyme Carnitine
Palmitoyl Transferase loai | 1a bénh

D4u hiéu va triéu ching clda bénh thiéu hut CPT |
thuong xudt hién tir ldc nhé. Nhitng dau hiéu va triéu

Asia Genomics Pte Ltd, 115 Eunos Avenue 3, #5-01, Singapore 058610 UEN:201328456H
Tel: 6336 2050 Fax: 62203718 Email: info@asia-genomics.com

Website: www.asia-genomics.com

Page 6]23


https://www.babygenes.net/genes-diseases-references/Short-chain%20acyl-CoA%20dehydrogenase%20(SCAD)%20deficiency
https://www.babygenes.net/genes-diseases-references/Short-chain%20acyl-CoA%20dehydrogenase%20(SCAD)%20deficiency
https://www.babygenes.net/genes-diseases-references/Short-chain%20acyl-CoA%20dehydrogenase%20(SCAD)%20deficiency
https://www.babygenes.net/genes-diseases-references/Short-chain%20acyl-CoA%20dehydrogenase%20(SCAD)%20deficiency
http://ghr.nlm.nih.gov/gene/ACADS
http://ghr.nlm.nih.gov/condition/very-long-chain-acyl-coa-dehydrogenase-deficiency
http://ghr.nlm.nih.gov/condition/very-long-chain-acyl-coa-dehydrogenase-deficiency
http://ghr.nlm.nih.gov/condition/very-long-chain-acyl-coa-dehydrogenase-deficiency
http://ghr.nlm.nih.gov/gene/ACADVL
http://ghr.nlm.nih.gov/gene/PAH

'§ BabyGenes’

CAC BENH DU'OC SANG LOC

TRONG XET NGHIEM NGU'O1 MANG GEN

(CARRIER SCREENING)

Phan phdi chinh thirc bai

osiogemomios

Transforming Clinical Care through Genomics

Palmitoyltransferase
loai | (Bénh thiéu hut

ma co thé khdng thé sir dung mot
s6 loai chat béo dé chuyén hoa
thanh nang lwgng va dac biét la
trong nhitng thoi diém khéng c¢o
thirc an. (nhin doi)

chirng nay bao gom duwdng huyét thap, mic ketone
thap, gan to, suy gidm chic nang gan, ting luvong
caritine trong mau. Nguwdi mac bénh thi€u hut enzyme
CPT | thudng c¢d nguy co tdn thuong hé than kinh
nghiém trong, suy gan, déng kinh, hon mé va dot ti.

CPT1)
Bénh thiéu hut CPT2
enzyme Carnitine

Palmitoyltransferase
loai Il (Bénh thiéu hut
CPT 1)

Bénh thi€u hut enzyme Carnitine
Palmitoyl Transferase loai Il (Bénh
thi€u hut CPT Il) 13 bénh ma co thé
khong thé sir dung mét sd loai chat
béo dé chuyén hod thanh ning
lwong va dac biét la trong nhitng
thoi diém khéng cé thie an. (nhin
doi)

Loai | (T vong sau khi sinh): Xuat hién s&m sau khi sinh
v3@i nhirng triéu chirng bao gébm suy hé hap, dong kinh,
suy gan, nhiéu bénh ly tim bat thudong va ha duwong
huyét gidam nang van déng

Loai Il (Bénh co tim dan dé&n suy gan ning & tré so
sinh): Xuat hién trong nhitng ndm dau doi véi nhitng
triéu chirng nhuw ha dudng huyét gidm nang van dong,
doéng kinh, gan to va nhiéu bénh ly tim bat thuong.

Loai lll (Bénh vé co): Pac trwng bdi dau va nhwoc co dai
dang, nudc tiéu déi mau.

Bénh thiéu hut GCH1
tetrahydrobioterin

Thiéu hut tetrahydrobioterin 13 mot
réi loan hiém dac trung bdi viéc
thiéu phan tr  goi la
tetrahydrobioterin, dan dén ting
noéng dé phenylalanine

Tré so sinh v&i sy thiéu hut nay thuong sinh ra binh
thudng nhung qua thoi gian thi bat dau cé nhirng triéu
chirng tir nhe t&i ndng va nhirng triéu chirng nhu thiéu
nang tri tué, chdm phat trién, khé nudt, ddng kinh, néi
loan qudy pha va khoéng kiém soat duwoc nhiét dod co
thé.
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Bénh thiéu hut 3-
hydroxyacyl-CoA
dehydrogenase
(M/SCHAD)

HADH

Thiéu 3- hydroxyacyl-CoA
dehydrogenase 1a mot réi loan di
truyén ngan co thé chuyén hda
chat béo thanh nang lugng, dac
biét |a trong nhitng giai doan giai
an kiéng kéo dai).

Dic diém cua rdi loan nay thudng phat sinh & tré so
sinh va tré nhd. Cac dau hiéu va triéu chirng bao gém
nhuwoc co, biéng an, ndén mura, tiéu chay, kiét strc, van
dé vé gan, lvong dudng trong mau thap, déng kinh,
van dé vé tim de doa dén tinh mang va cac van dé bé
tac, hdn mé, va dot tlr (SIDS).

Bénh thiéu protein
dam nhédn ba chiec
nang (TFP)

HADHA

HADHB

) Sy thiéu hut enzyme 3-
hydroxyacyl-CoA  dehydrogenase
(LCHAD) kéo dai ngdn co thé
chuyén chat béo thanh ning lugng.

(1) Su thiéu hut protein ba chirc
nang trong ty thé ngin co thé
chuyén chat béo thanh niang lugng

(1) Triéu chirng bao gdm kho an, kiét sire, lvgng dudng
trong mau thap, yéu co, bat thudng véng mac. Co thé
gap con dau co hodc nhuoc co va mat cdm gidc & cénh
tay va chan.

(1) Triéu chirng bao gdbm kho an, kiét strc, lvgng dudng
trong mau thap, va cac van dé vé gan. Nguy co cao vé
cac van dé tim, khé thé, hon mé va dot tir.

Bénh thiéu hut
carnitine co ban

SLC22A5

Bénh thiéu hut carnitine co ban Ia
bénh ma co thé khdng thé chuyén
hod mot sé chat béo.

D4u hiéu va triéu chirng thuwdng xuat hién trong lic so
sinh va lic nhé va cé thé bao gdbm loan nang ndo ning,
tim phi dai va yéu, chodng, nébn mira, nhugc co va
dudng huyét thap, suy tim, gan bat thuwong va dot tir.

Tinh trang réi loan axit hitu co
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Bénh 3-methylglutaconic aciduria gbm 5 loai va duogc
danhsé |1, 11, 11, IVva V.

Loai |: Cic dét bién trén gen AUH gay ra 3-
methylglutaconic aciduria loai I. Triéu chirng bao gém
cham ndi, chdm phét trién cdc k§ ndng than kinh va van
doéng, néng do axit trong mau cao, co bap bat thudng,
tay va chan co dan co yéu.

Loai V: D6t bién trén gen DNAJC19 gay ra 3MGA loai V.
Triéu chirng bao gém tim phinh to va suy yéu, mat kha
nang diéu hoa van dong, cham 1&n, thiéu nang tri tué
nhe va teo than kinh thi gidc

Céc loai I, 1ll, IV va IV la do d6t bién gen DNAJC19,
OPA3 va TAZ

Bénh 3- AUH, DNAJC19, Tén 3-methylglutaconic aciduria

methylglutaconic OPA3 va TAZ dugc s dung dé moé tad nam rdi

aciduria (3MGA) loan khac nhau lam suy yéu hoat
dong chirc nang cua cac khu trung
tdm san xuat nang lvong bén trong
té& bao (ty thé).

Bénh thiéu hut 2- ACADSB Thiéu hut 2-methylbutyryl-CoA

methylbutyryl-CoA dehydrogenase la mot réi loan axit

dehydrogenase hitu co, trong d6 co thé khéng thé

xtr ly cac protein ding cach.

Cac triéu ching ban dau thuwong bao gém an kém,
thi€u nang lwong, nén, va tdm trang bwc béi. Nhirng
triéu chirng nay doéi khi tién trién thanh cac van dé surc
khde nghiém trong nhu kho thd, dong kinh va hén mé.
Cac van dé khac co thé bao gom sy tang truwdng kém,
cac van dé vé thi luc, khuyét tat vé hoc tap, nhuoc co,
va cham phat trién cac k§ nang van dong nhu dirng va

Asia Genomics Pte Ltd, 115 Eunos Avenue 3, #5-01, Singapore 058610 UEN:201328456H
Tel: 6336 2050 Fax: 62203718 Email: info@asia-genomics.com
Website: www.asia-genomics.com

Page 9]23


http://ghr.nlm.nih.gov/condition/3-methylglutaconic-aciduria
http://ghr.nlm.nih.gov/condition/3-methylglutaconic-aciduria
http://ghr.nlm.nih.gov/condition/3-methylglutaconic-aciduria
http://ghr.nlm.nih.gov/gene/AUH
http://ghr.nlm.nih.gov/condition/2-methylbutyryl-coa-dehydrogenase-deficiency
http://ghr.nlm.nih.gov/condition/2-methylbutyryl-coa-dehydrogenase-deficiency
http://ghr.nlm.nih.gov/condition/2-methylbutyryl-coa-dehydrogenase-deficiency
http://ghr.nlm.nih.gov/gene/ACADSB

Phan phdi chinh thirc bai

0092 CAC BENH BU'QC SANG LQC , ,
'§ BabyGenes’ TRONG XET NGHIEM NGU'O1 MANG GEN osmgenomcs
(CARRIER SCREENING) Transforming Clinical Care through Genomics
di bo.
Bénh thiéu hut Beta- ACAT1 Thi€u hut beta-ketothiolase 1a mét Cac dau hiéu va triéu chirng thwong xuat hién trong do

ketothiolase (BKT)

r6i loan di truyén, trong dé co thé
khong thé xd& ly hiéu qua hinh
thanh protein (amino acid) goi la
isoleucine.

tubi tlr 6 dén 24 thang. Cac giai doan goi 1a con
ketoacidotic c6é thé xdy ra gdy ra céc triéu chirng nhu
nén mtra, mat nwdc, khé thé, hén mé va déi khi co giat.
Nhiém trung, an kiéng, hodc tang lvgng thuwc phdm giau
chat dam thuwong gy ra ra cdc con ketoacidotic. Cac
con nay ciing c6 thé dan tdi tinh trang hdn mé.

Bénh nhiém axit CD320
methylmalonyl trong

mau do khiém khuyét

thu thé

transcobalamin

Bé&nh nhiém axit methylmalonic 13
mot dang r6i loan di truyén, trong
dé co thé khong thé xir ly duoc
mot s6 protein va chat béo nhat
dinh.

Nhirng tré bj bénh nay thudng bi nén milra, mat nuwdc,
nhuoc co, chdm phét trién, mét moi qua do (t& vong),
gan to va khdng tdng can va phat trién duoc.

Bénh thiéu hut ACADS
Isobutyryl-CoA
dehydrogenase (IBD)

S thiéu hut Isobutyryl-CoA
dehydrogenase (IBD) la mét tinh
trang lam gian doan qua trinh phan
hiy cia mot sé protein nhat dinh.

Hau hét nhitng ngudi bi anh hudng khdng cé triéu
chirng. Mét s6 tré bi IBD phat trién cac dic diém nhu
tim y&u va I&n ra, co yéu, cham phat trién va thiéu
mau.

Thiéu acyl-CoA ACADM
dehydrogenase chudi

Thiéu acyl-CoA dehydrosgenase
chudi trung binh (MCAD) 13 mét
tinh trang ngidn co thé chuyén hoa

Cac dau hiéu va triéu chirng thuwdng xuat hién & trong
giai doan so sinh hodc lic nhd va cé thé bao gdbm nén
mtra, thiéu nang luong, va lvong dudng trong mau
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trung binh (MCAD)

mot s& chat béo nhat dinh thanh
nang luong.

thap, dong kinh, kho thd, van dé vé gan, tdn thuwong
ndo, hon mé va tlr vong dét ngot.

Bénh thiéu hut
3-hydroxy-3-
methylglutaryl-CoA
lyase (HMG)

HMGCL

Thi€u 3-hydroxy-3-methylglutaryl-
CoA lyase (con goi la thiéu HMG-
CoA lyase) la mot rdi loan di truyén
hi€ém gap, trong d6 co thé khéng
thé phan cat amino axit dic biét,
goi la leucine.

Dic diém cla réi loan nay thudng khdi phat trong ndm
dau tién cha cudc doi. Cac dau hiéu va triéu chirng bao
gébm ndn mira, tiéu chay, mat nudc, suy nhuoc, nhugce
co, ha dwdng huyét. C6 thé dan dén cac van dé vé ho
hap, co giat, hon mé va tlr vong. Thudng bi nham Ian
v&i hdi chirng Reye.

3-hydroxy-2-
methylbutyryl-CoA
dehydrogenase
deficiency (2M3HBA)

HSD17B10

M6t tén khac ca 2M3HBA |3 thiéu
17B-hydroxysteroid dehydrogenase
loai 10 (HSD10)

RGi loan nay nghiém trong hon & nam gidi. Giai doan
s&m sau khi sinh phéat trién binh thudng, nhung sau dé
lai suy gidm phat trién khoang 5 tudi, dan dén khuyét
tat vé tri tué va mat ki nang van dong. Co thé xay ra
mat thinh gidc va thij gidc.

Multiple Carboxylase
Deficiency (MCD)

HLCS

Tén goi khac cia MCD 13 thiéu hut
enzyme téng hop holocarboxylase,
khién co thé khéng cé hodc suy yéu
kha ndng tdng hgp vitamin biotin
(vitamin B7)

D4u hiéu va triéu chirng cla MCD thudng xuat hién
trong vai thang dau cda tré, bao gébm cac van dé vé ho
hap, ngla, rung téc, hdn mé. B sung Biotin cé thé
ngan nglra cac bién chirng.

Bénh thiéu hut
3-methylcrotonyl-CoA

MCCC1

Thiéu 3-methylcrotonyl-CoA
carboxylase |a mét réi loan di
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carboxylase MCCC2 truyén, trong do6 co thé khéng thé  so sinh hodc tré nhd. Triéu chirng bao gdm nén mira va
(3-MCC) Xt ly cac protein dung cach tiéu chady, suy nhuoc, yéu co, chdm phat trién, dong
kinh va hén mé. Nhiéu van dé cé thé dugc ngdn nglra
khi phat hién som.
Malonyl-CoA MLYCD Thiéu hut Malonyl-CoA Cac triéu chirng xuat hién sém & tré nhd, dan dén cham
decarboxylase decarboxylase |1a chirng réi loan phat trién, suy yéu co bap, dong kinh (co giat), tiéu
deficiency (MAL) ngan can co thé chuyén hda chat chay, nén, dwong huyét thap va cac bénh vé co tim.
béo thanh nang lugng
Bénh cwong toan IVD Bénh isometric acidemia |a moét r6i Cac truong hop khac nhau tlr nhe dén de doa tinh
Isovaleric acidemia loan hiém trong d6 co thé khéng mang va trong cac trudng hop nghiém tron, cic dic
(IVA) thé xir ly duwgc mét s6 protein nhat  diém cla bénh trd nén rd rang trong vai ngay sau khi
dinh. sinh. Cac triéu chirng bao gébm kém &n, nén mira, déng
kinh, hdn mé, suy nhuoc va cé thé |a tlr vong. Mui moé
héi xuat hién cung vdi bénh cap tinh.
(n Methylmalonic MMACHC () Méu axit methylmalonic 13 (1) Anh hudng cda réi loan, thudng phat sinh trong thoi

acidemia (cblC)

() MMADHC,

mot rdi loan di truyén,
trong d6 co thé khong

ky so sinh, dao ddng tir nhe dén de doa dén tinh mang.
Cac triéu chirng bao gdm nén mlra, mat nudc, co yéu,

MCEE, thé x&r Iy dugc mot s6 cham phat trién, ué o0di, phinh gan, cham lén. Cac bién
MUTA, protein va chat béo nhat ching lau dai cé thé din dén khuyét tat tri tug, bénh
MMAA dinh. than va viém tuy va cé thé dan dén hon mé hoic tl
va vong. R&i loan nay cling c6 thé phat sinh do dét bién
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MMAB. gen MMADHC, MCEE, MUTA, MMAA va MMAB.
(1) Homocystinuria  (Il) MMADHC, CBS, (Il) Homocystin niéu |a mot rdi loan (ll) Nhiéu dang rdi loan nay tén tai nhirng triéu chirng
(HCY) MTHFR, MTRva  di truyén, trong d6 co thé khéng thdng thudng nhat bao gdm cén thi, su [éch huwdng cla
MTRR. thé x(r ly cac khéi cau tao nhat dinh  6ng kinh & phia trwdc mat, tdng nguy co bi déng mau
cla protein (axit amin) dung cdch.  bat thudng, va xwong gion.

Mac du hau hét cac dot bién trong gen CBS gy rdi loan
nay, noé ciing cé thé phat sinh tir cdc dét bién trong
MMADHC, CBS, MTHFR, MTR va MTRR.

Céc rdi loan khac

Bénh suy gidm mién ADA Thi€u hut Adenosine deaminase 1& Nhitng triéu chirng chinh thuong phét sinh do hé mién
dich két hgp nghiém roi loan di truyén phd huy hé mién dich suy yéu va thuong gdbm sung phdi, tiéu chay kinh
trong (SCID) dich va gay suy gidm mién dich két nién va phat ban d6 rong khdp. Tré bi bénh thuong cé

hop nghiém trong (SCID) xu hudng chdm |&n hon tré khoé manh va cling cham

phat trién hon.

Axit malonic va ACSF3 Axit malonic va methylmalonic ¢c6 Cdac dau hiéu va triéu chirng cia CMAMMA c¢6 thé khéi
methylmalonic co nong ddé cao trong nuwdc tiu phat tir thoitho du. O mot sb tré em, sy tich tu axit [am
néng doé cao trong (CMAMMA) |a mét tinh trang ddc cho mdu tré nén cudng axit, cé thé gy héng cdc md va
nuwdc tiu (CMAMMA) trung bdi ndng dd cao cla modt s& co quan cua co thé. Cac dau hiéu va triéu chirng khac

chat nhat dinh, dugc goi 1a axit cd thé bao gdbm cing co co khdng ty chi (dystonia),
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malonic va axit methylmalonic
trong co thé.

giam truwong luc co (hypotonia), chdm phat trién, khéng
c6 kha nang phat trién va tang can theo téc d6 mong
mudn (khdng phét trién), lwvong dwdng trong mau thap
(ha duong huyét) va hén mé.

Bénh xo nang CFTR

(Cystic Fibrosis)

Xo nang la mot bénh di truyén
duwoc dac trung bdi sy tich tu cla
chat nhay dinh day, c6 thé gay hai
cho nhiéu co quan trong co thé.

Cac dau hiéu va triéu chirng théng thuwong nhat cha roi
loan bao gébm sy tén thuong nghiém trong dén hé hé
hap va céc van dé vé hé tiéu héa man tinh. Cac van dé
vé tiéu hoéa c6 thé dan dén tiéu chdy, suy dinh dudng,
ting trudng kém va gidm can. O thanh thi€u nién hodc
& tudi trwdng thanh, su thiéu hut insulin cé thé gay ra
bénh ti€u duwong duwoc biét dén nhu Ia bénh dai thdo
dudng do xo nang (CFRDM).

Thi€u hut enzyme BTD
Biotinidase

Su thiéu hut biotinidase Ia mét roi
loan di truyén, trong d6 co thé
khong thé tdi sir dung va tai ché
vitamin biotin.

Cac dau hiéu va triéu ching thiéu hut biotinidase
thuwdng xuat hién trong vai thang dau doi, nhung tudi
phét bénh khéng ¢ dinh. Triéu chirng thudng bao gom
doéng kinh, yéu co, kho tha, va cham phat trién. Néu
khong dwoc diéu tri, réi loan cé thé dan dén mat thinh
giac, di dang mat va mat thj luc, cac van dé vé van dong
va can bang, phat ban da, rung téc, va nhiém nam goi I3
candidiasis. Diéu trj ngay lap tirc va can thiép bang st
dung thuwc phdm bd sung biotin cd d&i cd thé ngin
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ngtra nhiéu bién chirng cta bénh.

Bénh Pompe (Bénh GAA Bénh Pompe 13 rdi loan di truyén

thiéu hut GAA) gdy ra bdi sy tich tu mét loai
duwong phirc goi la glycogen & trong
té bao co thé dan dén viéc mat
chirc nang hoat dong.

Loai | (c6 dién): Phat bénh trong mot vai thang va gay ra
nhitng triéu chirng nhu nhwoc co, gan to va dj tat tim.
N&u khong chita tri sé dan dén tlr vong trong mdt vai
nam dau doi.

Loai Il (khéng c6 dién): Thwdng xuat hién lic 1 tudi véi
nhitng dac diém gdm cd chdm phat trién van déng va
nhuwoc co tién trién. Dang nay cé thé dan dén tlr vong
s&m luc nho.

Loai lll: (Phat bénh mudn): Bénh khéng cé dau hiéu rd
rang cho dén khi trudng thanh va cé thé gay ra yéu co
va kho tha tién trién.

R&i loan chuyén hoa GALT R&i loan Galactose la mot rdi loan
Galactose (Classic ngan co thé chuyén hda mot loai
Galactosemia) GALE duong don goi la galactose thanh
nang luvgng.
GALK1

Asia Genomics Pte Ltd, 115 Eunos Avenue 3, #5-01, Singapore 058610 UEN:201328456H
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Loai |: DAy |13 dang ph6 bién va nghiém trong nhat cla
réi loan galactose. Néu tré so sinh khéng dugc diéu tri
kip thoi thi nhitng bién chirng cé thé ndy sinh trong
vong vai ngay dau tién sau khi sinh. Cac bién chirng bao
gdm khé an, thiéu ndng lwvgng, khéng phat trién, vang
da, tén thwong gan va chady mau. Loai | 1a do dot bién
GALT.

Loai II: Tré bj anh hudng cé thé bj duc thdy tinh thé,
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nhwng néu khéng thi s gap it bién chirng.

Loai Ill: Cac triéu chirng bao gdbm duc thly tinh thé,
tang trwdng va phat trién cham, thiéu nang tri tué,
bénh gan va gdp cac van dé vé than.

Loai Il va Ill la do dét bién gen GALE va GALT

Bénh Glutaric GCDH Bénh Glutaric acidemia loai | la mo6t

acidemia loai | (GA1) réi loan di truyén, trong d6 co thé
khong thé xi ly dugc mot s6
protein nhat dinh.

Hau hét cac dau hiéu va triéu chirng dau tién xay ra &
tré so sinh va thoi tho du. Cac triéu chirng thay doi tir
nhe dén ndng va cé thé dan dén viéc kiém va soat van
dong kém va khuyét tat vé tri tué. Mot sé ca nhan phat
trién xuat huyét trong n3o hodc mat.

Thiéu hut G6PD G6PD Thiéu hut glucose-6-phosphate
dehydrogenase (G6PD) la mét tinh
(Glucose-6 trang bénh vé mau duoc di truyén.
Phosphophate Nhitng ngudi bj thi€u G6PD thuong
Dehydrogenase khéng cé dau hiéu hodc triéu chirng
Deficiency) cla tinh trang nay cho dén khi ho

ti€p xuc véi mét sé loai thudc, thuc
pham hodc nhiém trung nhat dinh.
Su phoi nhiém nay cé thé kich hoat
cac té bao héng cau cd vai tro mang
oxy trong co thé bj pha v& sém.

D3u hiéu thi€u hut G6PD cé thé biéu hién bat c luc
nao tir médi sinh ra cho dén khi trwdng thanh va thay
d6i mirc d6 nghiém trong.

Cac dau hiéu thi€éu hut G6PD bao gdbm: n6i man do,
Vang da, nuéc tiéu dam, mét moi, hoi thd ngan va nhip
tim nhanh.
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Bénh rdi loan hé than ABCD1 X-ALD |3 mét r6i loan di truyén, dnh
kinh Addison lién quan hwédng chi yéu dén nam gidi lam
nhiém sac thé X (X- anh hudng xau dén hé than kinh va
linked tuyén thugng than.

adrenoleukodystrophy
Adrenomyeloneuropat
hy Addison (X-ALD))

Hinh thai ndo (tré em): Van dé vé hoc tap va hanh vi,
hanh vi hung hdng, cac van dé vé thj giac, khé nuét, sap
x€p kém, va chirc nang thuong than bj suy giam.

Hinh thai ndo tdy thdn (Adrenomyeloneuropathy)
(trwdc tubi thanh nién dén trung nién): Chan clirng va
yéu, réi loan niéu dao va bd phan sinh duc va thay déi
trong khi hanh vi va kha nang tu duy.

Bénh Addison: chi thiéu vd tuyén thugng than.

Nhiém axit ABCD4 Nhiém axit methylmalonyl [& mét
methylmalonyl vé&i réi loan di truyén, trong dé co thé
homocystin trong mau khong thé phad v& protein (axit

amin), mot s& chat béo nhat dinh
(lipid) va chat giéng ch& chat bdo
cla sap goi la cholesterol.

Khi phat bénh sém, nhitng ngudi bi anh huwdng thuong
khéng c6 kha ndng tang trudng va tang can theo toc do
mong muén (khéng phat trién), déi khi tinh trang nay
dugc nhan thdy trudc khi sinh (chdm phat trién tlr
cung). Céc van dé vé than kinh cling phd bién & bénh
nay, bao gém gidm truong lwc co (hypotonia) va dong
kinh. Hau hét tré so sinh va tré em mac tinh trang dau
nho bat thuwdng, cham phat trién va khuyét tat vé tri
tué.

Bénh khiém thinh GJB2 Mot s6 rdi loan cé thé gay tén
, thuwong hoac mat thinh giac & tré
(biéc khong hoi GJB3 so sinh.

Gay tén thuong cau trdc tai bén trong dan dén mat
thinh gidc vinh vién.
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chirng) GJB6

Céc réi loan Baby Genes bd sung

Bénh Guacher GBA Bénh Gaucher 13 modt rdi loan di
truyén anh hudng dén nhiéu co
quan va mé trong co thé.

Loai | (Khéng tdc dong dén than kinh): Dic diém bao
gdm gan to va lach to, thiéu méu, dé bj bam tim do
giam tiéu cau, bénh phéi va bat thudong & xwong.

Cac loai 1l va Il (Gay anh huéng than kinh): Ca hai dang
déu cé céac triéu chirng twong ty nhu kiéu | nhung dnh
huwdng dén hé than kinh trung wong. Cac réi loan thém
c6 thé bao gdbm chuyén ddong mat bat thuong, dong
kinh va tén thuong n3o.

T& vong trong thei ky sinh con: Dang nghiém trong
nhat gy ra cac bién chirng nguy hiém dén tinh mang,
bao gébm suwng phong, bat thuong da, va bién ching
than kinh.

Tim mach: Nguyén nhan gay cing van tim, di dang mat
va cac bénh vé xuong.

Bénh Fabry GLA Bénh Fabry la mot réi loan di
truyén do su tich tu cia mot loai
chat béo cu thé, duogc goi la

Vi cac dac diém roi loan bat dau tir thoi tho au, cac
bién chirng c6 thé bao gdm tén thuong than cé thé de
doa dén tinh mang, dau tim va dét quy. Cac triéu chirng
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globotriaosylceramide trong té bao.

bao gbm dau chan tay, cdc ddm mau d6 dam trén da,
giam kha nang mé héi, d6 m& gidc mac, dé rung cda tai,
céc van dé vé dudng tiéu hoa.

Bénh cuong toan
methylmalonic
acidemina véi
homocystinuria

HCFC1

Bénh methylmalonic acidemia v&i
homocystinuria la mot réi loan di
truyén, trong dé co thé khdng thé
xtr ly amino axit, chat béo nhat
dinh va cholesterol

Khi tinh trang bat dau s&m trong cudc doi, nhirng
nguoi bi anh hudng thuwong khéng cé kha nang tang
tredng va tang can theo toc dd mong doi (khdng phat
trién), doéi khi bénh duwoc nhan biét trudc khi sinh
(chdm phat trién tl&r cung). Cac van dé vé than kinh ciling
phdé bién & bénh methylmalonic acidemia vdi
homocystinuria, bao gém gidm truong lyc co
(hypotonia) va dong kinh. Hau hét tré so sinh va tré em
cé tinh trang nay co kich thudc dau nho khac thuwong
(microcephaly), chdm phét trién va khuyét tat vé tri tué.

Thi€u hut da
Carboxylase (MCD)

HLCS

Mét tén khac cha bénh MCD I3
bénh thiéu holocarboxylase
synthetase, mot rdi loan ma co thé
khong thé sir dung vitamin biotin
mot cach hiéu qua.

Cac d3u hiéu va triéu chirng cla rdi loan nay thuwong
xuat hién trong vong vai thang dau doi. Chidng bao gbm
cadc van dé vé hd hap, phat ban, rung tdc, suy nhuoc.
Viéc b6 sung biotin cé thé ngan nglra bién ching.

Bénh Krabbe

GALC

Bénh Krabbe (con goi la Bénh loan
dudng ndo chat trang t& bao hinh
cau) 1a mot rdi loan thodi hdéa anh

Triéu chirng thudng xuat hién trudc mot tudi va cac
dau hiéu va triéu chirng bao gdm khé chiu, nhuoc co,
van dé dn udng, sot, cham phat trién tri tué va thé chat,
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huwédng dén hé than kinh.

mat thj luc va déng kinh.

Bénh cuong toan
Methylmalonic
acidemia

MCEE, MUT,

MMAA, MMAB, va

MMADHC

Bénh cuwong toan Methylmalonic
acidemia 1a mét r6i loan di truyén,
trong d6 co thé khdng thé xir ly
duoc mot sé protein va chat béo
nhat dinh.

Nhitng dnh hudng cda rdi loan, thudng xuat hién trong
thoi ky so sinh, dao ddng tir nhe dén de doa tinh mang.
Céc triéu chirng bao gbm ndn, mat nudc, co yéu, cham
phat trién, suy nhuogc, gan to, khéng phat trién. Cac
bién chirng 1au dai cé thé dan dé&n khuyét tat tri tué,
bénh vé than va viém tuy va cé thé dan dén hén mé
hoac tlr vong.

Bénh Niemann-Pick
(Type C1)

NPC1

Bénh Niemann-Pick la bénh di
truyén lién quan dén chuyén héa
chat béo, gbm cac budc phan giai,
van chuyén va s dung m& va
cholesterol trong co thé.

Bénh Niemann-Pick chia lam 4 type: A, B, C1 va C2. b6t
bién trén gen NPC1 gay ra bénh & type C1. Triéu chirng
cla dang nay thudng xuat hién & tré nho va thuwong
bao gdbm bénh gan cap tinh, khé thd, cham phat trién,
dong kinh, nhuwgc co, mat kha ndng diéu hoa van dong,
an udng kém va khong thé chuyén dong mat theo chiéu
ngang. Type A va B gy ra b&i dot bién trén gen SMPD1,
trong khi do type C2 do d6t bién trén gen NPC2.

Bénh Canavan

ASPA

Bénh Canavan la bénh réi loan di
truyén hiém gip gay ton hai dén
khd ndng cla cac t& bao than kinh
(neuron) trong n3o cd vai tro gui va
nhan thong tin.

Tré so sinh bi anh huwdng xuat hién binh thudng trong
vai thang dau doi, nhung dén 3 dén 5 thang tudi sau
sinh, cdc vin dé phat trién trd nén dang chd y. Nhirng
tré so sinh nay thuong khéng phat trién cac ki ning
van dong nhu |4t, diéu khién clr ddng dau, va ngdi ma
khoéng can su hd tro. Cac dic diém chung khdc cla tinh
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trang nay bao gdm gidm trwong luc co (hypotonia), kich
thudc dau 1&n bat thuong va dé b kich thich. Khé khan
trong dn udng va nuét, déng kinh va cling cé thé phat
sinh rdi loan gidc ngu.

Bénh cudng toan
methylmalonic
acidemina Vi
homocystinuria

HCFC1

Bénh methylmalonic acidemia vd&i
homocystinuria 1a mot réi loan di
truyén, trong dé co thé khdng thé
xtr ly amino axit, chat béo nhat
dinh va cholesterol

Khi tinh trang bdt dau sé&m trong cudc doi, nhitng
ngudi bi anh hudng thuong khong cé kha nang tang
trwdng va tang can theo téc d6 mong doi (khong phat
trién), d6i khi bénh dwoc nhan biét trwdc khi sinh
(chdm phat trién tl&r cung). Cac van dé vé than kinh ciing
phé bién & bénh methylmalonic acidemia vdi
homocystinuria, bao gém gidm truong lywc co
(hypotonia) va dong kinh. Hau hét tré so sinh va tré em
c6 tinh trang nay co kich thudc dau nhd khac thudng,
cham phat trién va khuyét tat vé tri tué.

Bénh Tay-Sachs

HEXA

Bénh Tay-Sachs la mét ching r6i
loan di truyén hiém ma dan dan
tiéu diét cac té€ bao than kinh trong
ndo va tay séng.

Dang phd bién nhat cda bénh Tay-Sachs tré nén rd rang
trong giai doan so sinh. Tré bi anh hudng mat cic kj
nang van déng nhu 1at, ngdi, va bd. Chang ciling phat
trién mot phan &ng kich déng gy ra tiéng 6n I&n. Khi
bénh tién trién, tré em bi bénh Tay-Sachs trai qua con
dong kinh, khiém thi va khi€m thinh, khuyét tat vé tri
tué va té liét. Dac diém cda réi loan nay la bat thuwong
vé mat duoc goi 1a diém dd anh dao, cé thé dwoc xac
dinh khi khdm mat.

HGi chirng Bloom

BLM

HG6i chirng Bloom |a mét réi loan di
truyén dugc ddc trung bdi tdm voc

Nhitng nguoi bi anh hudng cé da nhay cam véi anh
nang méit troi, va thudng xuat hién vét hinh buém mau
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ngan, phat ban & da phat trién sau d6 trén da qua miii va ma. Phat ban ciing cé thé xuét

khi ti€p xtc v&i anh ndng, va ting hién & nhitng ving khac thuong tiép tiép xtc vdi anh

nguy co ung thu. nang mét troi, chang han nhu mét sau cla tay va cang
tay. Xuat hién cdc nhém nhé cha cdc mach mau mé
rong (telangiectases) & chd phat ban. Cac dic diém
khéc c6é thé bao gdm mat kha nang hoc tap, tdng nguy
co mac bénh tiéu dudng, bénh phdi tac ngh&n man tinh
(COPD) va hé mién dich bj bat thudng nhe, dan dén
nhiém trung tai phat & dudng hd hap trén, tai va phdi
trong thoi ky so sinh.

Asia Genomics Pte Ltd, 115 Eunos Avenue 3, #5-01, Singapore 058610 UEN:201328456H Page 22|23
Tel: 6336 2050 Fax: 62203718 Email: info@asia-genomics.com
Website: www.asia-genomics.com



Phan phdi chinh thirc bai

0092, CAC BENH PU'Q'C SANG LOC o ,
'§BabyGenes” TRONG XET NGHIEM NGU'O1 MANG GEN aslagenomics
(CARRIER SCREENING) Transforming Clinical Care through Genomics
Asia Genomics Pte Ltd, 115 Eunos Avenue 3, #5-01, Singapore 058610 UEN:201328456H Page 23|23

Tel: 6336 2050 Fax: 62203718 Email: info@asia-genomics.com
Website: www.asia-genomics.com



