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Qui vo coll thed thady badin toum |66ic nagy cudng fiull cho qui vo fied quyeéat fonh vea vieac khaum phaut
hieadn beanh ndi tred s6 sinh cho chatu bel culia qui vo. Beén trong cuoan callim nang nagy cou nhieau chi
tieat hon.



Khatum phaut hiean beanh néi treli sé sinh giulp ngaén ngéga moat sod beanh cou thead choda tro
Adoic .

* Raat cou thed raéng chatu bel cula qui vo sed mnh khole vag qui vo sed chaling bao gidg ngho vea
nhddng caén bednh cou thed fid6ic khatim phaut hiean néi tred so6 sinh.

* Noai voui moat so& nhol cauc chatu bell bd moéat trong nhédng caén bednh nagy, khaim phadt hiedn
beanh cou thed lagm cho cal cuoac fidgi culia chaliu beli sau nagy toat fieip khauc hadn.

Khaum phaut hiedn beanh néi treG sé sinh théic hiean baéng cauch théd nghieam taat cal cauc
chauu beu sinh ra trong tiedu bang Massachusetts.

* Thdd nghiedm taat cad moii chauu beu thi raat quan troing, vi phaan l16un cauc chatu beu cou vel kho(e
mnh lutic méui sinh ra, ngay cal nhédng chatu bet maéc nhédng caén beénh cou thed fiGdic phaut
hiedn baeng ph66ng théuc nagy.

* ThoG nghieam fied phadt hiean beanh noi trel s6 sinh A6oic thdic hiean baéng calich lady moét vagi gioit
mauu khi chadu beu méui sinh fio& hai ngagy.

* Nedu vieac thod nghieam cho thaay lag chatu beu cula qui vO maéc moéat trong nhodng caén beanh
choda tro fddic nagy, balic s6 chaém souc chaliu sed goii téui qui vo fied thu xedp viedc chaém solc
thich héip cho chauu beu.

Khaum Phaut Hiedn Be&dnh N6i Tre( S6 Sinh Theo Thoang Lea

* Ti Massachusetts, coll mddgi caén bednh chida tro fivdic bao goam trong vOledc Khaum Phaut Hiedn
Be&nh No6i Trel S6 Sinh Theo Thoang Lea.

* Luaat cufia tiedu bang Massalchusetts fiogi holi raéng taat call nhodng chalu bed sinh ra ti
Massachusetts phadi itdic khaum phaut hiean beanh fied tim ra nhodng dadu hiedu culia modgi caén
beanh nagy trég khi cha mei chatu phaln fiodi vi nieam tin toan giauo.

Khaum Phaut Hiean Beéanh Nai Trel S6 Sinh Tugy YU Léia Choin

* Vi 16ii ich culia qui vo, tiedu bang Massachusetts cung 6ling vieac khalim phaut hiedn beanh vea hai

mo66i beanh trng khalc.

* Khoang phali phi todn thedm vag khoang phadi lady maltu theam fied chaltu beu fiddic tham gia
vago chodng trinh nagy.

* Viedc khaum phait hiean beanh noi trel s6 sinh tugy yu I6ia choin lag hai coang trinh nghiean céuu fied
phaut triedn nhédng chodng trinh khaim phalt hiean bednh toat nhaat vea hai modi caén beanh cou
theam.

* Theo hddung dadn cula tiedu bang Massachusetts vea Choédng Trinh Tugy YU Léia Choin, sau khi
chauu beu sinh ra, qui vo sed fiddic holi xem qui vd cou muoan 16ii duing fi6dic viedc Khaum Phaut
Hiedn Bednh N&i Tred S6 Sinh Tugy YU Léia Choin hay khoang.

* Neau vi moat lyu do nago fiou, qui vO quyeat fionh raéng qui vo khoang muoan tham gia vago chdéng

trinh tugy yu I67a choin nagy, chatu beu cuda qui vo vadn hé6dng fiddic nhédng 16ii ich cula viedc khaum

phaut hiedn beanh néi tred sb sinh theo thoang lea.

Nedu qui vO muoan cou theam thoang tin vea vieac khaum phaut hieadn beénh ndi trel sé sinh tugy
yU I67a choin hay theo thoang led, Xin hady xem thedm beéan trong cuoan cadm nang nagy. Badn
Muic Luic se6 hddung dadn qui vo voui nhédng cadu holi thodng thodgng nhaat vea nhédng
chdong trinh nagy.



Kinh gédi qui vo lag cha mei,

Xin chuuc méeng qui vo cou chadu beu! Khi qui vo xeut fiean té6ng lai culia chauu beu méui sinh culia qui
Vo, qui vo sed vui méeng biedt raéng taat cali nhééng chatu beu ti tiedu bang Massachusetts cou thea
hééiing 161i ich t6a moét chééng trinh y ted coang codng goii lag Khaum Phaut Hiedn Bednh N6i Trel S6
Sinh. Ché6ng trinh nagy giutp ngaén ngéga nhééng caén bednh col thed chéda tro ficdic. Chédng trinh
nagy baét fiaau tée naém 1962 ti Massachusetts voui viedc khaum beédnh théi nghiedm cho moét beédnh
mag thodi. Téw théwi gian fiod, soa bednh chéba tro fAiGdic trong chdbng trinh fiab gia taéng vag viedc
khaum phaut hiedn bednh néi treii sé sinh fiaé fi6éic chadp nhaén tredn khaép thea giéui nhé lag moét
tiedu chuadn chaém souc theo thodng led. Tiedu bang Massachusetts ladnh fio trong viedc khaum phaut
hiedn beédnh vi cung éung viedc khaum phaut hiedn bednh cho nhieau bednh chéba tro idbic hén baat céu
chdbng trinh nago khauc.

Tiedu bang Massachusetts cudng cung éung nhééng doch vui khaum phaut hiedn bednh tugy yu Ibia choin.
Sau khi chauu beu cudia qui vo sinh ra, qui vo seb fiébic holi lag cou muoan 16ii duing fiééic nhééng doch
vui tugy yu I6ia choin nagy hay khoang (xin xem chi tieat bean dééui, trang 9).

Cuoan caam nang nagy chee dadn vea Khaum Phaut Hiedn Bednh N6i Tred S6 Sinh. Moét balin toum
lubic fiéoic in bean trong bia bean travi. Cuoan cadm nang nagy coul mod tad theAm cal vea khaum phaut
hiedn bednh tugy yu léia choin vag khaum phaut hiedn beénh theo thodng leé (xin xem Muic Luic trang 5).

Xin chuuc qui vo vag chauu beu luo&dn mnh khode.
Traan troing,

Nhaén viedn culia Chééng Trinh Khaum Phaut Hiedn Bednh NG6i Tred S6 Sinh Thuodc New
England.

Todi cou thed ghi danh nhé thea nago? Hay toai tée choai tham gia ra sao?

Sau khi chatu beli cuGa qui vo sinh ra, qui vo sed fié6ic holi xem qui vo cou fiad nhadn fid6ic cuodn caam
nang nagy voui nhédng thoang tin vea nhédng cuoéc nghiedn céuu daan fio chéa. Sau fiou, qui vo sed
fdoic holi xem qui vo cou muoan chatu beu cuad qui vo fiddic khaum phaut hiedn vea nhodng caén beénh
trong hai chuéng trinh daén fio hay khoang.

Quan troing! Qui vo sed fiddic yeau caau cho caau tral 16gi trééuc khi madu mauu culia chatu beu fiddic
g6di téui phogng thdlh nghiedm khaum phaut hiean bednh*. Caau tral 16gi cula qui vo sed fiddic ghi li
trong madu fidn thadu thadp vea khaum phaut hiean beéanh. Khi cadu trad 16gi cula qui vo fiddic ghi tredn
madu malu cuda chauu beu, qui vo sed col moat baln sao fied 16u hoa s6 cula qui vo. Madu baln sao
qui vo nhaan fiddic nho bean doodui. (Ghi chuli: Qui vo cou thed fioic cuodn cadm nang nagy lag baln
doch khoang phadi lag tiedng Anh. Tuy nhiean ba(in sao fied qui vo I16u hoa sb sed baéng tieang Anh.)

*Maadu mauu foodic lady gioda 24-72 gidg sau khi sinh ra, hay trééuc khi xuaat viedn neau xuaat viedan séum
hon 24 giéw. Ned balo fiaim raéng viedc khaim phaut hiean beanh theo thoang lea cho chatu bel cuda
qui vOo vea 10 beanh phaii fiédic thold nghiedm khoang bo tri hoadn, madu mauu phadi A6dic lady vag
chuyean fii ngay.

Balin sao culia cha mel

t6@ chodi

Caén Coouc Théd Nghieam # 100001 cE

t6@ choail
MET

[Tean chauu beu (Ho)
(Tean)

Kinh godi qui vo lag cha mei,

Balin nagy lag hoa s6 cho thady lag mo&at madu matu nho( fiad fig6ic lady tég chauu bel culia qui vo fied khaim phat
hiean beanh néi tred s6 sinh theo thoang led. Doch vui thoang led nagy balo fialm raeng chatu beu cuda qui vo sed
fi6dic khaum phaut hiedn beénh cho call mé6gi beénh trng chdda tro fiddic theo lednh baét buodc cula Nha Y Tea
Coang Coéang Tiedu Bang Massachusetts.

Theam vago fiou, baln nagy ghi li chae tho culia qui vo cho phogng nuodi trel sb sinh ti beénh viean hay bauc sé nhi
khoa vea quyeat fionh cuda qui vO vea nhodng doch vui tugy yu léia choin (saung to aun nghiean céuu y ted coang
coang) dagnh cho taat cal cauc chauu bet sinh ra ti tiedu bang Massachusetts.
Nedau bain nagy cou ghi dadu X trong o4 “tdg choai CF “, chauu beu culia qui vo sed khoang fiddic khaum
phaut hiean beanh cystic fibrosis (beanh di truyean u x6 nang tuyean ngoi tieat tuiy tng).
* Neéau baln nagy cou ghi dadu X trong o4 “t6@ choai MET”, chaltu beu culia qui vo sed khoang fiddic khaum
phaut hiean baéat cou beénh trng nago trong soa 19 beanh vea biean d6d66ng (metabolic disorders).

Chéong Trinh Khatim Phatt Hiean Bednh N6i Tre S6 Sinh Thuodc New England cuda Ni Hoic Y Khoa — University of
Massachusetts cung 6ung taat call nhd6ng doch vui khaum phaut hiean beanh néi tredl s sinh, nho fiddic moa tad trong
cuoan cadm nang cu(ia qui vo voui tiedu fiea “Trall Légi Cho Nhodng Cadu Holi Thoang Thodegng Vea Khaum Phaut
Hie&n Beéanh Nb&i Tre( S6 Sinh”.

New England Newborn Screening Program, University of Masschusetts Medical School

305 South St., Jamaica Plain, MA 02130  (617) 983-6300
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Muic Luic

Khaum Phaut Hiean Beanh Theo Thoéng Lea

Muic fiich cuGa Chodng Trinh Khaum Phaut Hiean Bednh No6i Tre( SO Sinh 1ag gi?.........cccceeviveeeee 6
Chatu bel culia todi cou thed bo moat caén beanh cou thea khaum phau baéng calich
khaum phaut hie&n bednh NhO thEA NAGO? .........ooiiiiiiiii e 6
Nhodng thol nghie&m AGOTC thi NAGNN 1A SA0?........oi e e 6
Chauiu bell culia toai sed i6dic khaum phaut hiean nhédng beanh gi cou thed choda tro AG6IC? ...... 7
Ai quyeat fionh nh6dng bednh nago 66ic goam trong vieac Khaum Phaut Hiean Be&nh NGi Tred S6
S 1SS P RSP 9
Toai cou thed té@ choai nhodng thdl nghiedm nagy KNOANG? .......c.cocveiieiieiieiiecee e 9
Nhodng keat quad fiddic bauo cauo nho thea nago vag toai sed fddic thoang bauo ra sao nedu chauu
beu cula toai caan sOT Chaém SOUC RAEC DICAL? .........coviiiiiiiiiiiiii e 9

* Toai fivdic goii vag cho bieat raéng chaliu bed cula toai caan thod li. Nieau nagy cotl nghoa lag chatu

beu cual toai b0 Be&NN gi CRABNG?.......ooiie e 9

Khatum Phalt Hiedn Beénh Tugy YU Léia Choin

Nhd6ng cuoéc nghiean couu théd nghiedam moéui (nghiedn couu dadin fio) .......cccceeevvivieeeeiiiiieeeene 10
Nh6dng cuoac nghiedn céuu daén fio nago flang AOOIC thATC hiednN? ... 10

Ti sao tred s6 sinh li AddIc khaum phaut hiedn vea cystic fibrosis (u nang x6 tuyean ngoi tieat tuiy tng)
vag ti sao nh6dng beanh vea biean dé6dng li fiddic fida vago nghiedn cduu dadn Ao, mag khoang bo

baét buoac NG 10 CAEN DEANN KIA?........coi e e e e e e e 10
* Baat cou trel sb sinh nago cudng nodic tham gia vago nhédng cuoac nghiean céuu daan fio khoang?
............................................................................................................................................................. 10
* Toai cou thed tog chodi khoang tham gia vago moat hay call hai cuoéac nghiean cétiu daén o
(0= g6 1P PPPPPP PRI 11
* Lagm thea nago fied ghi danh? Hay lagm thea nago fied tog choai khoang tham gia? ................. 11
Nhodng 16ii ich todng quaut vag nhédng ruli ro gaén liean voui nhodng cuodc nghiean céuu daén
aTol F= T g T o] To o Lo OO RPRPPPPR 12
* Toai cou thea tim kiedm theam thoang tin vea nhddng cuoéc nghiean couu dadn fio 60 Aadu?......... 12

Thoéang tin thedm cho qui vo lag cha mei
muoan bieéat vea hai cuodc nghiean couu daan fio nagy.

* Cuoac nghiean couu daan fio # 1: Tre( sé sinh Adbic khaum phaut hiean daau chee
vea cystic fibrosis.

* Cuoac nghiean couu dadn fio # 2 : Khaum phaut hiean beanh néi trell sé sinh foai
voui cal boa 19 caén beédnh vea biean dodong.



Khaum Phaut Hiean Beanh Theo Thoang Lea

Muic Aich cuta chddng trinh khaum phaut hiedn be&nh ndi tret sé sinh lag
gi?

Muic fiich cula Chodng Trinh Khaum Phaut Hiedn Bednh NO6i Trel S6 Sinh ti
Massachusetts fied sdum thady nhodng dadu hiedu vea moat sod beanh cou thea
choda fi6dic (nhd baét buodc theo Nieau Luadt 105 VMR 270.000 cula Nha Y Tea
Coang Coang Massachusetts)

Cuoan caam nang nagy moa tall nhédng beéanh nagy vag giadi thich ti sao chauu beu
cuda qui vo caan fidédic thold nghieam.

Chauu beu cuda todi cou thed bo moét caén bednh cou thea khaum phau
baéng cauch khaum phaut hiedn bednh nhé thea nago?

S&1 may rudi raéng chauu beu cula qui vo sed bo moat trong nh6dng caén beanh nagy
thi raat nhoQ. Trong nhddng trodégng hoip hieam hoi khi moat caén bednh AdAic tim
thady, soi chaan fioaun vag chdda tro s6um thédegng cou thed ngaén ngdéga nhodng
vaan fiea liedn quan fiedn nhdédng caén beanh nagy.

Nhodng thol nghieam phaut hiean beanh noi tret sé sinh fiem li cd hoai sdum fied
khaum phau ra nh6dng caén beanh trééuc khi nhédng trieau chéung xuaét hiedn. Tuy
nhiedn, nhdédng théad nghiedm phaut hiedn beanh thi khoang phadi luoan luoan chinh
xauc vag cou thed khoang khaum phau ra fi6oic moat caén beanh. Trong baat cou
trdd@ng hdip nago, neadu chauu beu culia qui vo d66gng nhé khoang ficdic khole mnh,
hady noui chuyeéan véui bauc s6 culia chauu cagng sdbum cagng hay.

Nhé6ng théa nghiedm fi6oic thi hagnh nhé thea nago?

Vago khoaling 48 gidég sau khi sinh, hay ngay troduc khi chauu beu xuaét viean, chauu
beu sed fi6oic laay moéat madu mauu nhol. Chae caan vagi gioit mauu mag thoai vag
mauu Ao0ic laay tbég gout chaén cula chauu beu.

Quan troing! Nh6dng chauu beu sinh ra bean ngoagi beanh viedn cubng nean fddic
thoa nghiedm, toat nhaat lag 48 gidg sau khi sinh ra. Qui vo lag cha mei nean thu xeap

vOUi moéat balic s6, beanh viean, hay bag 60 fiea fivdic thod nghiedm phaut hieén
beanh.



Chatu beu seé Acdic khaum phaut hiedn nhééng caén bednh nago cou thed chéda tro
fdoéic?

Chauu beu cufia qui vo sed fiddic khaum phaut hiean fiea séum tim nhédng daau hieau

cula 10 caén beanh sau fiady :

1. Congenital Hypothyroidism (giadm naéng tuyean giatp baam sinh). Caén beénh nagy
gady ra bodi soi thiedu holic moan tuyedan gialip coll thed fida toui vieac chaam I60Un vag chadam
tri. Neau tim ra sdbum vag fiddic chdda tro voui thuodc chéda tuyedn giaup, moat Adua trel sed
I6un lean vag phaut triedn binh thtdgng.

2. Phenylketonuria —PKU (Phenylxeton nieau). Caén beanh nagy gady ra khi cd thed cula
moat chauu bell khoang thed phaan ra fied hadp thui axit aminod, phenylalanin, fi6dic thaay
trong proatit cuia thoic phadm. Nedu fi6dic khatm phau séum vag chauu beu baét fiaau fiodic
cho 166ing dinh d666ng phenylalanin thadp fiaéc bieat thi cou thed ngaén ngbea A6GoIc SOI
chaam tri.

3. Hemoglobin Disorders (Bednh vea hoang huyeat caau). Nhoé6ng caén bednh nagy bao
goam Sickle Cell Disease (Beanh Tea Bago Lieam), moat beanh trng gady ra bédi s6i thay fioai
vea hoang huyeat caau. Nghoa lag chatu bel raat col thed bo thiedu maudu, coli nhédng con
fiau, tai biedn mch natiu nado, vag nhiedm trugng nguy hieadm fiean tinh mng. So6i choda trd voui
penicillin cou thed ngaén ngdga nhodng soi nhiedm trugng traam troing trong thogi thé aau.

4. Congenital Toxoplasmosis (Beanh do toxoplasma badm sinh). Caén beanh nagy lag
moat sof nhiedm trugng coll thed nheil hay traam troing. No6i moat chaliu bet, s6i nhiedm trugng
nagy cou thed fida fiedn soi chaam tri, mug, vag nhodng taat nguyean khalic. So6i chdda tro
s6Um baéng thuoac coll thed gialm nguy c6 bo nhédng vaan fiea traam troing.

5. Biotinidase Deficiency (Beanh thieau biotinidase). Beé&nh nagy gady ra boddi thieau moéat
enzym (men) goii lag biotinidase. Be&nh nagy col thed fida téui fioang kinh, chaam phaut triean,
beanh chagm ngola, vag maat thinh gialic. Choda trd baeng biotin cou thed ngaén ngoga
nhédng vaéan fiea traam troing.

6. Galactosemia (Galatoma huyeat). Beadnh nagy xady ra khi moat chaliu bet khoang thed
phaan ra fied haap thui phaan galactose culia fi6égng trong s6da. Trong moat vagi trédgng
héip, s61 ho hi nado vag gan fie doia fiean tinh mng cou thea xady ra ngay cal moat tuaan sau
khi sinh ra. Khi iddic phaut hiedn séum, ched fod sinh d66dng fiaéc bieat khoang cou st6a cou
thed ngaén ngdga nhodng vaan fiea nagy.

7. “Maple Syrup” Urine Disease —MSUD (Be&nh ndélc tiedu coll mugi thdm maat). Beanh
nagy gaay ra vi khoang thea phaan ra fied haap thui nhieau axit aminoa. Beé&nh nagy cou thea
fida fiean hadu quad lag chaam tri, fioang kinh, hay t60 vong. Tean cula caén beanh nagy do
tog mugi thdm madat rod reat culia noduc tiedu. Khi fiddic phatt hiean sdum, nhodng tred thd
fiodic cho chea fioa dinh d666ng fiaéc bieat fied tralinh nhodng adnh hédlng traam troing cuda
beanh nagy.

8. Homocystinuria (Homocystin niedu). Beanh nagy gaay ra bodi khoang thea phaan ra fiea
hadp thui axit aminod, meathioanin. Be&anh nagy coll thed fida fiean s&i chaam tri, coll nh6dng
vaan fiea vea maét, vag foang cuic mauu. Khi Addic phaut hiean séum, nhédng trel thé fiddic
cho chea fioa dinh d666ng meéathioanin thadp fied tratinh nhodng vaan fiea nagy.

holic moan. NGi nhodng beu gali, boa phadn sinh duic cou thed giodng nhé culia nam gidui.
Thiedu muoai vag néolc traam troing trong cd thea, ngay cad to0 vong, cou thed xaly ra cho
cal beu nam hay n6d. Cou thea choda tro fiieau chaenh fi6dic beanh trng nagy.

10. Medium-chain acyl Co-A dehydrogenase deficiency — MCAD (Beénh axit beuo c66

trung binh MCAD). Beanh nagy col thed gaay ra khulng hoaling biean do6dng traam troing
khi moat chatu beu “bo fioui” (khoang aén fiddic trong moat thoégi gian ladu, nho trong thégi gian
bo beanh). Loi khuling hoaling biean d66dng nagy theenh thoaling cou thea fida fiedn fioang
kinh, ngéng théd, ngdng tim vag t60 vong. Troing tadm choda tro lag ngaén ngdga soi khulng



hoaling biean d66d6ng fied khoang xaly ra. So6i chéda trd thi cou hiedu qual vag tadp trung
vago viedc ngaén ngbga chauu beu bo foui quau ladu.

Nhodng caén beanh khauc. Cou nhdédng caén beanh khauc mag qui vo cou theé I6ia choin
fied khalim phaut hiean (Xin xem phaan cou tean Khaum Phaut Hiean Tugy YU Léia Choin,
Nghieadn Couu Nhédng Thod Nghiedm Moui)



Ai quyeat fionh nhééng caén beédnh nawo AG6ic bao goam trong viedc khaum phaut hiedn
beénh néi treii s6 sinh?

Coang Caun UUy Viean Y Tea Coang Coang chou tralich nhieam quyeéat fionh danh salich
nhddng caén beanh nagy. Moéat Hodi Noang Coa Vaan goam nhddng balc sé, y tal, nhééng
nhag khoa hoic, nh6dng chuyeén viean luaén lyu fo fiduc, vag nhédng ngbdbgi tiedu thui cod
vaan cho Coang Caun UUy Viean lag nean bao goam nhédng caén bednh nago. Ned bao goam
moat caén beadnh trong danh sauch, nh6dng fieau sau fiady phadi Auung: 1) bednh fou chdda
fidoic, 2) cou thdd nghiedm toat, 3) chéda baeng thuoac séum sed cou 16ii cho trel sb sinh.

Toai cou thed tée choai nhébng théa nghiedm nagy khodng?

Phaan 16Un nhodng tiedu bang cou nhddng luaat fiaéc biedt vea khatim phaut hiean beanh noi
tre sb sinh. Ti tieAu bang Massachusetts qui vo cou thea tég chodi vi lyl do toan giatio. Neau
qui vo té@ chodi, qui vo cou thed fiddic yedu cadu kyl moat madu fibn tog chodi. Madu fidn
nagy miedn cho bauc sé culia qui vo vea tratich nhieam khi chauu beu cou thed bo bednh mag
flaung led fad Aodic khaum phau ra nhdg khaum phaudt hiean beénh.

Keat quau fioéic bauo cauo nho thea nago vag todi seb fibbic thodng bauo nhé thea nago
neau chauu beu cuda todi caan fi66ic chaém souc fiaéc bieét?

Nhodng keat qual thdd nghiedm culia chauu bel sed Addic bato calto cho bednh viedn noi
chauu beu sinh ra. Nhé6ng bato cauo nagy bao goam nhédng keat quad cula taat cal nhédng
th6l nghieam theo thoang lea vag keat qual cuda vieac khaum phaut hieadn beanh tugy yu l6ia
choin mag chatu beu culia qui vo fiad cou (Xin xem phaan “Nghiean Couu Vea Nhdédng Thod
Nghiedm Moui").

Thedm vago fiou, nedu nhédng keéat quald théd nghiedm cula chatu beu chae cho thady raeng
caan theo dodi chuu yu hon (xem bean doéui), beanh viedan néi chatu beu sinh ra hay bauc sé
cula chauu beu seb fdodic thoang bauo.

Toai Adbic goii vag cho bieat raéng théd nghiedm cuald chauu beu caan A606ic ladp Ii.
Nieau nagy cou nghéa lag chauu beu cuda todi bo beédnh khoang?

Khoang phali luoan nho thea. Cou nhieau Iyl do ti sao balic s6 cuda chatiu bell col thed fiad
bado qui vo lag chatu beu cula qui vo caan thél nghiedam li. Moéat sod lyu do bao goam:

Madu matiu khoang fuG:  Khoang fiudl matu fied lagm fiaay fiud taat cal nhédng thol
nghiedm khaum phaut hiedn beénh fogi hodi, hay lag madu mauu khodng dugng fiddic
vi nhddng lyu do khauc.

Maéu mauu “quat séum”;  Neau madu mauu fiddic laay tréduc khi chatu beu cula qui
vo fidbic 24 gibg, moat madu mauu thou hai neédn A6Oic lady cagng sdbum cagng toéat
fied tratinh khoang bo thiedu moéat caén beanh nago. Thogi gian toat nhaat fied phaut
hiean lag gi6da 24 gidg vag 72 gidg sau khi chauu beu sinh ra.

Keat qual thol nghieam baét thoéeng: moét keat quad thold nghieam baat th66gng
nghda lag cou thed bo bednh. Neau thél nghieam laép li cudng chae rod caan soi fiatinh
giau hén ndda, bauc s6 cula chauu beu sed Adbic goii ngay.

Ghi chut: Nhédng tred s6 sinh nhei kyt hoaéc sinh non cou thed cou nhédng kedt quail
théd nghiedm baat thébeong nhieau hén vea madu mauu fiaau tiedn ngay cad khi khoang
bo beénh.



Khaum phaut hiean beénh tugy yu I6ia choin

Nghie&n céuu nhdbng théd nghiedm méui (nghiedn céuu daén fio):

Nha Y Ted Coang Coang Massachusetts cou thed cho quyean vag chae thd cho vieac
nghiedn céuu nhédng thdéd nghieam moui trong Chdééng Trinh Khaum Phaut Hieén
Bednh NO6i Tred SO Sinh. Nghiedn couu nhédng théd nghieam moui, fiddic goii lag
nghiedn coéuu daan fio, AG6Ic thoic hiean khi Nha Y Tea Coang Coang hy voing cou
thed fiem li 167i ich cho cal nhddng cau nhaan cudng nho souc khole coang coang.
Khoang laay mauu thedm ndba téo chauu beu culda qui vo, nhéng nhdbng théu
nghiedm nagy sed phaut hiedn moéat soa bednh khauc thedm vago thél nghiedm theo
thoang led fiab riébic moa tad.

Nhédng keat qual nghiedn couu dadn Ao AGGIC bauo cauo véui nhtdng keat quald
khaum phaut hiedn beéanh theo thoang led. Cudng nho véui vieac khaum phaut hiean
be&anh ndi tred s6 sinh theo thoang led, neau cou keat quad baat th6deng, bauc sé cula
chaltiu belul sed lagm vieac voui nhodng bautc sé chuyedn moan fiuling ngagnh fied
fiiledu quadn baat céu s6T chaém souc fiaéc bieat nago mag chatiu bet cou thea caan.

Nhdbng nghiedn céuu dadn fio nago fiang fiGoic thoic hiedn?

Baét fnaau tog 1 Thaung Hai, 1999, Chdéng Trinh nagy se6 thi hagnh hai cuoéc nghiean
cbuu daén fio AddIc goii lag:

*  Khaum Phaut Hiedn Beanh N6i Tre( S6 Sinh tim dadu hiedu cula be&nh cystic
fibrosis (beénh di truyean u x6 nang tuyean ngoi tieat tuiy tng)
* Khaum Phaut Hiedn Bednh No6i Tre( S6 Sinh tim thedm 19 beanh vea biean d666ng.

Ti sao khaum phaut hiedn beédnh ndi tred sé sinh tim beédnh cystic fibrosis (bednh
di truyean u x6 nang tuyean ngoi tieat tuiy tng) vag thedm nhé6ng bednh biean
d66b6ng fiooic thi hasnh nhé nh66ng cuodc nghiedn céuu daén fio thay vi baét
buoé&c nhé 10 caén beénh kia?

Cou ba lyu do chinh:

viedc fiem li s6i chaém souc y ted sbum cho cauc chauu beu bd nhédng beanh trng
traam troing.

2. Ne& tim ra xem nhoédng bednh nagy xaly ra thédgng xuyean nho thea nago fti
Massachusetts.

3. Ned 166ing giat nhédng thdd nghieam dugng trong vieac khatm phadt hiean nhééng
caén beanh nagy.

Baat cou tred s6 sinh nago cudng cou thea tham gia vago nh6dng cuoéc
nghieédn céuu daan fio khoang?

Noodic. Baat cou tred s sinh nago muoan goam trong viedc khaim phaut hiedn beénh
theo thoang lea vago ngagy 1 Thaung Hai 1999, hay sau ngagy 1 Thaung Hai 1999
fieau cou thed tham gia.
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Toai cou thed toéw chodi khodng tham gia vago moét hay cald hai cuodc nghiean
coéuu daén fio khoang?

No6bic. Qui vo cou thed toég choai khoang cho chaliu bel tham gia vago hoaéc moat
hoaéc hai cuoéc nghiedn couu daén fio nagy vi baat cou lyu do nago. Neau qui vo t6@
chodi, chatiu beu cuia qui vo vadn cou fiddic taat call nhodng 161i fieam cula vieac
khaum phaut hiean beénh theo thoang lea.

Laom thed nago fiea ghi danh? Hay lagm thea nago fed téo choai khodng tham
gia?

Sau chi chauu beu sinh ra, qui vo sed A66ic holi xem qui vo col nhadn A66ic cuoan
cadm nang nagy vOui thoang tin vea nhodng cuodc nghiean céuu dadn fio khoang.
Roai qui vo sebd fiddic holi xem qui vO cou muodn chauu beu culia qui vo fAddic khaum
phaut hiean beanh trong hai cuoac nghiean céuu daan o nagy khoang.

Quan troing! Qui vo sed Noddic yeadu caau trald 16@i troduc khi madu mauu cula chauu
beu f6oic godi téui phogng thold nghieam khaum phaut hiedn beanh*. Cadu tral |16@i
cula qui vo seb fddic ghi tredn maau thu thadp khaum phaut hiedn beanh néi tre s
sinh. Khi cadu trad 16gi cual qui vo iddic ghi trean madu thu thadp khaum phaut hiean
beanh cula chauu beu, qui vo sed fidoic cho moat balin sao fied I6u gidd trong hoa so
cula qui vo. Moat maadu baln sao mag qui vo sed nhaan fiddic cho thady bean dooui.
(Ghi chut: qui vo cou thed fiang fioic moat baln doch khoang phalti lag tieang Anh
cuda cuoan cadm nang nagy. Tuy nhiean, baln thaat s6i cho hoa s6 culia qui vo sed
baéng tieang Anh.)

* Maau madu ndoic laay giéda 24-72 gidg sau khi sinh ra, hay tr6ouc khi xuaat viean neau xuaat viean
sOum hén 24 gidg. Ned bafo fialm raéng viedc khaum phaut hiedn beénh theo thoang led cho chatu beu
culia qui vo vea 10 caén beénh phadi fiddic thdd nghieam khoang bo tri hoadn, madu mauu phadi fiddic
lady vag chuyean fii ngay.

t6@ choai

Bailin sao cula cha mei oF

t6@ choail
MET

Caén Coduc Thél Nghieam # 100001

Tean chauu beu (Ho)
(Tean)

Kinh g6di qui vo lag cha mef,

Balin nagy lag hoa s6 cho thady lag mo&t madu mauu nhod fiad fiddic lady tog chalu bel culia qui vo fied khatim phaut
hiedn beanh ndi trel s6 sinh theo thoang led. Doch vui thoang led nagy balo fiaim raéng chauu beu cuda qui vo sed
fiodic khaum phaut hiedn beédnh cho cal mdodgi beanh trng chéda tro fiddic theo lednh baét buoac cula Nha Y Tea
Coang Coang Tiedu Bang Massachusetts.

Theéam vago fou, baln nagy ghi li chee tho cula qui vo cho photang nuoai tred sd sinh ti beanh vieadn hay bauc s6 nhi
khoa vea quyeat fionh cuda qU| vO vea nhodng doch vui tugy yu léia choin (saung to aun nghiean céuu y ted coang
coang) dagnh cho taat cad calic chauu beu sinh ra ti tiedu bang Massachusetts.
Neéau baln nagy cou ghi dadu X trong 04 “t6@ choai CF “, chauu beu culia qui vo sed khoang fiddic khaum
phaut hiean beanh cystic fibrosis (beénh di truyean u x6 nang tuyean ngoi tieat tuiy tng).
* Neau baln nagy cou ghi dadu X trong oa “tdg choai MET", chauu beu culia qui vo sed khoang fiddic khaum
phaut hiedn baat céu beanh trng nago trong soa 19 beénh vea biedn dod66ng (metabolic  disorders).

Ché6ng Trinh Khatim Phaut Hiean Bednh N6i Tre( S& Sinh Thuodc New England cuiia Ni Hoic Y Khoa — University of
Massachusetts cung 6ung taat call nhodng doch vui khaum phaut hiean beanh ndi tred so sinh, nho fiddic moa tad trong
cuoan cadm nang cufla qui vo voUi tiedu fiea “Tral L6gi Cho Nhodng Cadu Holi Thoang Thodgng Vea Khaum Phaut
Hie&n Bednh N6i Trel S6 Sinh”.

New England Newborn Screening Program, University of Masschusetts Medical School

305 South St., Jamaica Plain, MA 02130  (617) 983-6300
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Nhdéng 16ii ich toang quaut vag nhééng rudi ro gaén liean véui nh6dng cuoéc
nghie&n céuu daén fio lag nhééng gi?

Nhdéng 16ii ich cou thea cou

» L@&ii ich cau nha&n quan troing nhaat cho chauu beu cula qui vo lag nho sau:
Nedu chauu beu qual thaat bd moat caén bednh bao goam trong cuodc nghiean
couu nagy, chauu beu culia qui vo seb cou fddic cd hoai s6um nhaat fied khaum
phau ra caén beanh fiou vag cou fiddic s6i chaém souc y teé thich hdip ngay.

» Nhoong l6ii ich khatc cou thed bao goam soi hagi logng culia chinh qui vo vi iad
giuup tral 16@gi nhddng caau hodi quan troing cou thed hodu ich cho calic chauu beu
khauc.

Nh6éng rudi ro cou thed cou

Cudng nho voui baat cou cuoéc thdd nghiedm nago, cuoac thol nghieAm nagy sed cou
moéat trong hai keat quad: chauu beu cula qui vo sed hoaéc lag cou keat quad binh
thobeng hoaéc lag cou keat qual baat thodeng. Modi moat trong hai keat quald nagy
cou nhodng rudi ro culia chinh nol mag qui vo cou thed muoan suy xeut:

* Neau chauu beu cula qui vo cou keat quad khaum phaut hiedn beanh baat th6éeng,
cou thed raéng chalu beud cula qui vo thaét séi khoang cotl bednh fiot. Ned chaéc
chaén, balc sé culia chauu beu cou thed khuyean catio tho( nghieam theam boai
moéat chuyean viean; vo nagy cou thea lady thedm chuut madu noda (thodeng lag
mauu hay noduc tiedu) to@ chauu bel cula qui vo. Thol nghieam thedm cou thea
lagm cho qui vo lo ngi, fileau nagy lag phaln 6ung thoang th6deng fodi voui viedc
nhaan A66ic keat quad théd nghieam trong moat chébéng trinh khaum phaut hiean
beanh. Neau sau khi th6a nghieam thedm, qui vo nhaan Adéic tin mégng lag chauu
beu cula qui vo khoang cou beanh fiou, hoa s6 y beénh lyu culia chauu beu phadi
AdoIc cadp nhaat.

* Neau chauu beu cual qui vo cou keat qual khaum phaut hiedn beanh binh th66eng,
vadn cogn cou soi ruli ro lag chauu beu bo beanh fiou (nghoa lag vi lyu do nago
fiou, bednh nagy chbda fA66ic khaum phau ra baéng viedc khaum phaut hiedn
beanh). Neau bauc s6 hay bednh viean trodng caday quau nhieau nbi keat qual
khaum phaut hiean beanh fied chaan fioaun, fiieau nagy cou thed lagm chaam vieac
can thiedp chdda bednh séum. S6i rudi ro nagy cou fodi voui taat cal moii hinh
théuc khaum phaudt hiedn beénh, bao goam cal nhtdng théd nghieam moéui vea
khaum phaut hiean beénh. Trong baat coéu tré6eng hdip nago, neau chauu beu
cula qui vo dédeng nhd khoang kholGe mnh, qui vo ne&n noui chuyean véui bauc sé
cula chauu beu cagng sdum cagng toat.

Toai cou thea tim kiedm thedm thodng tin vea nhééng cuodc nghiedn céuu
daan fio 64 fiadu?

Xin xem phaan kea, cou tiedu fiea “Thoang tin cho qui vo lag cha mei muoan bieat
thedm vea hai cuodc nghiedn céuu daan fio nagy”.
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Thoéang tin cho qui vo lag cha mei
muodan bieét thedm vea hai cuodc nghiedn cduu daén fio nagy

Cuo&c Nghiean Céuu Dadn No # 1:  Khaum Phaut
Hiean Beanh Noi Tred So Sinh fied tim dadu chae
vea beénh cystic fibrosis —CF (beé&nh di truyean u
x0 nang tuyean ngoi tiedt tuiy tng):

Cystic Fibrosis (Beédnh di truyean u x6 nang tuyean
ngoi tieat tuiy tng) lag gi?

Beénh cystic fibrosis (beénh di truyean u x6 nang
tuyean ngoi tieat tuiy tng) lag moét trong nhédng beanh
di truyean traam troing thoang th6d6gng nhaat nbi trel
em hieédn nay. Beénh nagy xady ra trong moii saéc
daan. Nhong treG em bi bednh nagy sinh ra fiad cou
beanh fiou, nhdng th66ang nhédng daau hiedu chae
nhieau tuaan sau, nhieau thaung sau hay nhieau naém
sau moui thady rod. Trong beénh nagy, cou soé 166ing
baat th66gng vea muodi trong doch cula co thea,
nhaat lag trong phodi vag tuiy tng. N&i moat vagi beu,
nhédng daau hiedu nagy xuaat hiean chul yeau trong
hea tiedu houa. Trong phodi nhé6ng i66@ng thdl bo
chadn li vag cou quad nhieau vi trugng. Nieau nagy
fida fiean soi nhiedm trugng madn tinh, ho phodi vag
t60 vong vi phodi khoang lagm vieac noda. Trong tuiy
tng, khi nhédng tuyean bo chaén kin, sed lagm maat
nhé6ng enzym tieu holia trong ruoét. Nieau nagy fiva
fiean suy dinh d66dng traam troing. Viedc chdda tro y
khoa coul thed bao goam thay thed nhédng enzym tieau
houa ngay laép touc, dugng thuoac khaung sinh, vag
s6i theo dodi caén thaan. Nieau nagy lagm cho trel
I6un fBdic vag cou keat quad ladu dagi ndi nhodng
be&nh nhaan nagy.

S6i rudi ro mag chauu beu cuda todi bo cystic

fibrosis nhé thea nago?

Ti Massachusetts, xaap xee 1 trong soa 3,000 chauu
beu lag cou beénh cystic fibrosis.

Chdééng trinh daédn fio sed nghiedn céuu nhééng

gi?

Cuoac nghiean céuu nagy sed tadp trung vago vieac
phaut triedn tho0 nghieam toat nhaat vea khaum phatt
hieén beanh cho vieac khaum phau s6um nhddng tred
s0 sinh bo beanh cystic fibrosis. Khodng caan lady
theAm mauu tég chauu beu cuda qui vo néba. Sebd cou
moéat hea thoang tho( nghiedm gioang nhd heé thoang
ti Wisconsin, ndi th60 nghieam daén fio baét fiaau.
Neéau chauu beu cula qui vo fiddic thod nghieam,
madu mauu cula chauu beu troduc tiean sed fiddic
tho0 nghieam fied tim chadt proatit tog tuiy tng goii lag
IRT. Neau théd nghieam cho thady raéng méic fiod
IRT ndi chatu beu cula qui vo cao hon binh thd6gng,
madu mauu cual chauu beu sed fiddic thdd tim daau
chae DNA liean keat voui beanh cystic fibrosis. Neau
dadu DNA thady trong madu mauu culia chauu beu,
Chodng Trinh Khaum Phaut Hiean Beénh No6i Tre S6
Sinh sed liean Ic voui bauc sé culia chatu beu vea keat
quai nagy. Bauc s6 culia chauu beu sed liean Ic voui
qui vo vag lagm viedc voui qui vo fied thu xeap fied
chauu beu fi6dic fii khaum bednh voui moat bauc so6
chuyean khoa vea cystic fibrosis. Bauic sé chuyean
khoa nagy sed lagm moat thol nghieam fied tim ra
xem chauu beu cula qui vo cou théic sdi bo cystic
fibrosis hay khoang.

Hed thoang théd nghiedm cuda tiedu bang
Massachusetts cou seb gioang heét nhé hed
thoang ti tiedu bang Wisconsin khoang?

Khoang. Bady gi6g chuung toai bieat tdg thoang tin
quoac gia vag Massachusetts fiddic thu thagdp bodi
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Hoéi Be&nh Cystic Fibrosis raéng théd nghieam fiddic
dugng ti Wisconsin sed bo( sout moat soé |6un nhédng
chauu beu culia Massachusetts bo beénh cystic
fibrosis. Kea hoiach théd nghiedm cula
Massachusetts sed tim nhieau dadu chae DNA hon.
Trong khi thoa nghieam Wisconsin fiddic thdic hieéan
cho Wisconsin, Massachusetts caan moét thod

chuiling todc vag saéc daan culla Massachusetts.

Taat cali nh6éng chauu beu tham gia vago cuodc
nghie&n céuu cou sed fidoic th6d nghiedm tim dadu
chae DNA vea bednh cystic fibrosis khoang?

Khoang. Chuung toai hy voing moét trong moogi
chaliu beu sed fi6dic thol nghieam fied tim dadu chae
DNA vea beanh cystic fibrosis.

Taat cali nh6éng chauu beu tham gia vago cuodc
nghiedn céuu nagy cou caan fiédic bauc so

chuyeén khoa vea beénh cystic fibrosis khaum
nghiedm khoéng?

Khoang. Neéau chauu beu cuda qui vo tham gia vago
cuoac nghiean couu, cd hoai chauu beu cuda qui vo
col thed fivdic godi tdui balc s6 chuyean khoa vea
cystic fibrosis thi chae vago khoaiing 0.3% , hay 3 trong
s0é 1,000.

Neau chauu beu cuda todi Adéic g6di téui bauc so
chuyeén khoa vea beénh cystic fibrosis, fiieau nagy
cou nghéa lag chauu bo bednh cystic fibrosis

khoang?

Khoang nhaat thieat. Noai véui 5 hay 6 chatu bet mag
keat quad chee cho thady nhu caau caan godi téui bauc
s6 chuyean khoa vea cystic fibrosis, chae cou moéat
trong sod nhédng chatu beu nagy sed thdic soi bo
beénh cystic fibrosis.

Neau chauu beu culia todi lag moét trong nh6éng
chauu beu caan foéic bauc sé chuyean khoa vea
cystic fibrosis khaum, todi sed phadi tim bauc sé
chuyeén khoa nagy 60 fadu?

Bauc s6 cu@ia chauu beu sed giuup qui vo. Nhédng
bauc sé chuyean khoa vea cystic fibrosis cou vaén
phogng ti naém (5) Trung Tadm Cystic Fibrosis 60
Massachusetts. Nhdong trung tadm nagy fiddic Cystic
Fibrosis Foundation chéung nhaén fied cung 6ling
moat lot nhédng chadn fioalin vag nhédng doch vui
theo dodi vag ladm sagng. Naém (5) Trung Tadm
Cystic Fibrosis cula Massachusetts toia Ic 60 nhieau
ndi trong tiedu bang: ba trung tadm ti Boston, moat ti
Worcester, vag moat ti Springfield. Chddng Trinh
Khatm Phaut Hiedn Be&nh Noi Trel S6 Sinh Thuoéc
New England lagm vie&c voui taat cad nhddng Trung
Taam nagy fied chaéc chaén raéng nhédng doch vui
culia nhddng trung tadm nagy sed fiddic taat cal moii
gia fiinh caan fiedn nhd6ng doch vui fiou bieat toui.

Ti sao li hodii quyeat fionh cuad todi? Bauc so cuda
chauu beu khodng bieéat sao?

Cou lylti do chinh fialing fied tin raéng chédng trinh
thoic hieén toat (thdd nghiedm chinh xauc) vag chodng
trinh nagy thoic soi cou giau tro (16ii ich cula so6i thod
tréduc khi khaum phaut hieén beénh ndi tred s6 sinh
tim cystic fibrosis tré0 thagnh thoang le&, UUy Ban Coa
Vaan muoan nghiean colu fied xem chdéng trinh thoic
hiean toét fieip nhaat 60 Massachusetts nho thea nago.
Voui té cauch lag cha mei cuda chauu beu, qui vo



fiooic yedu caau quyeat ionh xem qui vo cou muoan
cou tham gia vago “cuoéc nghiean céuu daan fio” nagy
khoang. Chuuing toai hy voing raéng phaan l6un
nhddng qui vo lag cha mei sed muoan chauu beu cula
qui vo fiddic théd nghiedm, nhdng chuung toai cudng
hiedu raéng moat soa qui vo lag cha mei cou thed cou
nhodng lyt do cau nhaan fied khoang tham gia vago
cuoac nghiean coéuu daén fio nagy. Vi lyu do fou, soi
|67a choin tugy n6i qui vo, hdn lag tugy ndi bauc so6
cula qui vo hay cb quan cung 6ung s6i chaém souc
souc khoed.

Cuo&c Nghiean Céuu Dadn No # 2 : Khaim Phaut
Hie&n Beanh No6i Trel S6 Sinh tim cal boa 19 caén
beanh vea biean d666ng.

Cou thed cho todi biedt h6n nééa vea nhééng gi

bao goam trong fiou khodng?

Nhd6ng caén beanh bao goam nhieau beanh trng fida
fiedn s6i maat quaan binh hola hoic trong cd thea.
Nhodng caén bednh nagy col thed fida fiedn s6 noan
noéoduc, nhédng vaan fiea taéng trédang vag ngay cal
hoan mea vag t60 vong. Moat soa nhédng beénh trng
nagy cou nhodng cauch chdda tro toat hdn cou saiin 6a
lutic nagy hon lag nhédng caén beanh khauc. Keét
quad culia s6 chdda tro cou thed xeap hng tog toat
téui keum vag moat phaan leé thuodc vago séi nguy hi
fiad xady ra nho thea nago tréduc khi baét fadu Nodic
choda tro.

Moét sod nhodng caén beédnh nagy liean quan fiean
vaan fiea chuyedn hotia chaat betio déi tréd thagnh
moat dng (axit betio) cou thed dugng cung cadp naéng
beto nagy baét fiaau voui ch6 moa tal c68 culia
nhodng axit beuo fiou xady ra trong s6i maat quaan
binh houa hoic, thi dui S (short — ngaén), L hay LCH
(long - dagi), VL (very long - raat dagi), hay M (medium
— trung binh). Ty( soa cula loi ngaén vag dagi coang
li thi chae lag 1 trong soa 30,000 trel sb sinh hay it hdn
loi beanh voui axit betio trung binh (medium-size fatty
acids — MCAD). Baay gidg beanh MCAD bao goam
trong nhodng thdl nghieam baét buoéc theo thoang
led. Tuy nhiean, cou moét soa baéng choung raeng
taat call nhédng loi beanh trng nagy cou thea cou I6ii
ich tdg moat vagi loi fiiledu qualn chea fioé dinh
ddé6ng dugng cho MCAD.

Proatit cula cb thea fodic ladp thagnh bddi nhédng
khodi goii lag axit aminoa. Moét so4 nhodng axit
aminoa nagy liedn can fiedn moét soa beénh bao goam
trong vieac khaum phaut hiean beanh. Thi dui, trong
beénh goii lag tyrosinemia loi | hay tyrosinemia loi I,
cou séi tich luy axit anminoa tyrosin. Nieau nagy
liean can fiean vieéc lagm gan ngong hot fioang (trong
loi 1), hay nhédng vaan fiea vea maét, da, vag taéng
tr60ng toang quadut (trong loi Il). Soi choda tro col
thed xeép loiai té@ chea fioa dinh doddng faéc bieat
(trong loi | hay Il) toui thay gan (trong loi I). Nhédng
beanh vea axit aminoa khauc, goii lag argininemia,
argininosuccinic aciduria, citrullinemia, vag “HHH"
syndrome, thi liean hea toui soi tich ludy fioac chaat
ammonia trong matiu. Nieau nagy cou thed fida fiean
s6i hoan mea vag t60 vong. Soi chdda tro lag chea
fiod dinh d666ng fiaéc bieat vag nhddng théu thuoac
flaéc bieat khauc.

Moét vagi caén beanh khauc gaay ra do soi tich ludy
nhodng axit hodu co trong co thed coli thed lagm fioAc.
Nhodng thi dui lag propionic acidemia, hay
methylmalonic acidemia, isovaleric acidemia vag
glutaric acidemia loi | vag loi Il. S6i noan oui, voui soi
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maat doch vag muodi trong co thed, coll thed fida fiean
hoan meé vag t60 vong neau khoang fiddic choéda tro.
Nhodng triedau choling col thed baét fiaau chee vagi
ngagy sau khi sinh ra hay nhieau thaung sau. Soi
choda tro thodgng bao goam cheé fioa dinh d66dng
flaéc bieat vag nhédng thdu thuoac faéc bieat.

So6i rudii ro chadu beu cuda todi bo moét trong 19
caén beédnh nagy ra sao?

Chuuing todi thdic soi khoang bieat cou bao nhieau
chauu beu 60 Massachusetts bo 19 caén beénh nagy.
Baeng cauch thdd nghiedm nagy, chuung toai 66uc

beu ti Massachusetts moai naém.

Chébng trinh théd nghiedm daén fio sed nghiedn

céuu nhééng gi?

Kea hoch nagy sed dugng kyd thuaét moui (goii lag
tandem mass spectrometry — fio quang phod khodi
cho bieéat raéng chauu beu nago bd nhédng caén
beénh nagy mag fiaé khoang goam trong khaum phaut
hiean beanh theo thoang led. Cuoé&c nghiean céuu
nagy sed tim ra nhédng caén beanh nagy xaly ra
th66gng xuyean nho thead nago trong daan soa
Massachusetts, vag fied xem kyd thuaét nagy coul
hodu hiedu khoang. Khoang caan phalii laay mauu
thedm nééa tée chauu bet cuda qui vo. Hai loi hoau
chaat thiedn nhiean goii lag axit aminoa vag acyl
carnitin, sed fi6dic fio trong mauu chauu beu cuda qui
vo. Nedu nhd6ng chaat nagy fiddic tim thady trong soa
v0, thi Chédng Trinh Khaum Phaut Hiean Beanh
Thuo&c New England sed goii toui bauc sé culia chauu
beu vea keat quad théd nghiedm. Bauc sé cula chauu
beu sed tieap xuuc voui qui vo, vag lagm viedc voui qui
vO fied thu xedp cho chauu bel fidic moéat bauc sé
chuyean khoa vea biean d666ng khaum beénh. Bauc
s6 chuyean khoa nagy se6 thi hagnh nhong thod
nghieam thedm noda fied tim ra xem chatu bed cudia
qui vo cou thdic s6i bd moét trong nhédng caén beanh
nagy khoang.

Neau chauu beu cuda todi lag moét trong nhééng
chauu beu caan fA6dic Bauc sé chuyeén khoa vea
biean dé66ng khaum bednh, thi todi cou thea tim
bauc s6 chuyean khoa nagy 64 fiadu?

Bauc s6 cuda chauu beu sed giutp qui vo. Chédng
Trinh Khaum Phaut Hiedn Beanh Noi Trel S6 Sinh
Thuoadc New England (The New England Newborn
Screening Program) fiang lagm viedc voui moat hea
thoang nhé6ng batc s6 chuyean khoa nagy. Cauc
bauc s6 nagy coang tatic voui nhau fied chaéc chaén
raéng thoang tin cadp nhaat nhaat sed nddic dugng
trong vieac chaém souc cho cauc chauu beu fidoic
xauc fionh qua cuoac nghiean cduu daédn fio. Neau
keéat quad viedc khaum phaut hiean beanh cuad chauu
beu cual qui vo caan moat bauc s6 chuyean khoa,
Choéng Trinh Khaum Phaut Hieédn Beanh No6i Trel S6
Sinh sed chaéc chaén lag bauc s6 cula chauu beu
phali bieat vea nhddng doch vui nagy.

Ti sao li hodii quyeat fionh cuad todi? Bauc so cuda
chauu beu khoéng bieéat sao?

Cou lylti do chinh fialing fied tin raéng chédng trinh
nagy thoic hiean toat (th6d nghiedm chinh xauc) vag
chodng trinh nagy thdic s6i cou giau tro (16ii ich vooit
cao hén nhdong rudi ro). Nhong trédéuc khi fiddic
khuyeéan cauo fiogi hodi phadi khaum phaut hiean noi
tred s6 sinh theAm néda, U0y Ban Coa Vaan Khaum
Phadt Hieédn Beanh N6i Tre( S6 Sinh Massachusetts



muodan cou caau trad 16gi cho nhédng cadu holi sau
fady:
* Cou bao nhiedu chatiu beu 60 Massachusetts bo
nhddng caén beénh nagy?
* Nho66ng chauu beu fiddic 16ii ich nho the4 nago neau
cauc chauu figdic xauc fionh bddi Chdéong Trinh Khaum
Phaut Hiedn Beanh N6i Tre( S6 Sinh?
* Tho0 nghiedm khaum phaut hieén beénh cou chinh
xauc vag xauc fionh chae nhodng chauu beu nago bo
nhddng beanh nagy khoang, mag khoang
xauc fionh laam nhddng chauu beu khoang bo beénh
nagy?
Lag cha mei, qui vo fiddic hodi xem qui vd cou muoan
tham gia vago “cuoac nghiean céuu daan fio” nagy
khoang, fied giuup tim ra cadu trad 16gi cho nhédng
caau hodi nagy. Chuung toai hy voing raéng phaan
I6un cha mei sed muoan cou fiddic thdd nghiedm nagy
cho cauc chauu beu cuia qui vo, nhdéng chuung toai
hiedu raéng moét soa cha mei coli thed cou nhédng lyd
do cau nhaan fied khoang tham gia vago cuodc
nghiean céuu daan fio nagy. Vi nhddng lyu do nagy,
soi |6ia choin fied tugy yu qui vo, thay vi tugy balc so6
cula qui vo hay cd quan cung 6ung s6i chaém souc
souc khode.
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Toai cou vawi fiea ngho hay vawi 16@i binh luadn. Lagm sao todi cou thed chaéc

chaén raeng I6gi binh luadn cuda toai seb ddic xeut fiean?

Qui vo neéan g6ai nhédng 16@i binh luadn cula qui vo baeng vaén badn téui nh6dng uly
ban hay nh6dng chddng trinh sau fiady, nhodng 16@i fiea ngho vag binh luaén cula qui
vi sed fidoic duyeat bodi UUy Ban Coa Vaan Khaum Phadt Hiean Beanh Noi Tred S
Sinh Cula Nha Y Tea Coang Coang:

Chairperson

Newborn Screening Advisory Committee
Massachusetts Department of Public Health
250 Washington St.

Boston, MA 02108-4619

Commissioner of Public Health
Massachusetts Department of Public Health
250 Washington St.

Boston, MA 02108-4619

Director

New England Newborn Screening Program
305 South St.

Jamaica Plain, MA 02130
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