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CYSTIC FIBROSIS

Puc két vé CF

1.

Nghi ngdr CF & tré co6 biéu hién nhiém tring xoang-phdi tai di tai lai, thuérng xuyén
viém tuy cap, bat thuwdng dwong tiéu héa, hodac nguwoi nam vo sinh.

Lam sach dwong thé hang ngay véi khi dung albuterol, khi dung nwéc mudi wu
trrong, liéu phap hé hap, DNase, va khang sinh dudng khi dung.

BMI cao hon lién quan dén chirc nang phdi tét hon (Yeh et al. J Pediatr. 2013).

Khi diéu tri bénh nhan biéu hién dot cdp CF nhwng khdng cé két qua cay trudc do,
dung khang sinh bao phu Pseudomonas va Staph aureus.

Pai thao duwong lién quan CF la thé két hop thi€u insulin va dé khang insulin.

90% dot bién, bao gdbm F508 del, hién dang diéu tri v&i CFTR modulatory
(Heijerman et al. Lancet. 2019).

Can nhéc chuyén bénh nhan CF c6 chirc nang phdi suy giam (FEV1 < 50% dy
doan) dén trung tam ghép ph6i (Ramos et al. J Cyst Fibros. 2019).
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CYSTIC FIBROSIS

WITH DR. WHITTNEY WARREN

DIAGNOSIS

Newborn Screen ~

Sweat Test I Genetic Analysis
Cl- > 60 mEq/L CFTR mutations

Clinical Suspicion W Most commonly F508del

» Sinopulmonary infections
» Recurrent pancreatitis
» Male infertility

AIRWAY MAINTENANCE

e Nebulized albuterol
e Nebulized hypertonic saline

e Airway clearance techniques

Higher BMI is correlated with * DNase
better lung function * Inhaled antibiotics
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INFECTIONS & EXACERBATIONS

COMMON ORGANISMS

P. aeruginosa
S aureus
B. cepacia complex
Non-TB mycobacteria

Goal: Eradicate P. geruginosa upon initial
infection with inhaled tobramycin before it
can chronically colonize in a biofilm.

EXTRAPULMONARY
MANIFESTATIONS

* Pancreatic exocrine insufficiency
» CF-related diobetes
* Liver and biliary disease
» Osteopenia/csteoporosis
» Absence of the vas deferens
» Thickened cervical mucus
*Pancreatic exocrine insufficiency commenly presents

during infancy., Other manifestations may develop or

be identified aver time in adolescents and adults.

4

therapy

CF EXACERBATIONS

* Increased cough
* Increased sputum
* [yspnea

* Fatigue

* Decline in PFTs

Strategy: Continue long-term pulmonary
hygiene, start aggressive airway clearance,
prescribe oral /IV antibiotics.

CF-related diabetes is a
combination of absolute insulin

deficiency AND relative insulin

resistance. Diagnose with
OGTT. Treat with insulin.

Aq}?

. Q0% of cystic fibrosis patients now have
mutations covered by CFTR modulator

Tiép can chan doan va xét nghiém
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Sang loc so sinh

Sang loc so sinh - pho bién & tat ca 50 ti€u bang ctiia My ké tlr nam 2010 - doi véi bénh
nhan cé nguy co xo nang thwe hién do trypsinogen phan rng mién dich (IRT -
inmmunoreactive trypsinogen) trong mau got chan. BEnh nhan tang IRT nén duoc lam
sweat test dé chan doan. (Farrell et al. J Pediatr. 2017).

N&am 2018, sang loc so sinh chi€ém 61.5% chan doan mgi & tré dudi 6 thang tuéi (CFF
Patient Registry 2018 Annual Data Report).

Biéu hién thwong gap & bénh nhan Ién hon

Bénh nhan I&n hon chwa dwgc chan doan CF thwong thwdng vat 16n véi nhiéu bénh
canh nhiém tring trong nhiéu nam. Nhitng bénh nhan nay bij dang CF nhe hon ho3c
dot bién CFTR hiém hon (Elborn. Lancet. 2016). Dr. Warren nhan manh CF sé khong
dwoc chan doan néu khdng nght t&i chung.

Bi€u hién thwong gap:
« Nhiém trung xoang-phdi tai phat
 Hen dai dang, khéng duoc kiém soat
e Gian phé quan khéng ré nguyén nhan
e Viém phoi nhiéu dot
e Viém tuy tai phat

V0 sinh & nam gidi (khdng c6 6ng dan tinh)

Sweat Test

O tré so sinh c6 sang loc bat thwdng va & ngudi I6n biu hién mudn CF tiém &n nén
dwoc lam sweat test, “tiéu chuan vang” trong chan doan CF. Bénh nhan cé nong do Cl
trong mo héi trung binh (30-59 mEg/L) va cao (> 60 mEg/L) nén duoc gui di lam xét
nghiém gen (Farrell et al. J Pediatr. 2017).

No6ng do clo trong mé hdéi (mEq/L) Giai thich
0-29 Loai trir CF
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30-59 Trung binh
> 60 Chi diém CF

Phan tich gen

CF la bénh ly di truyén gen lan NST thwong do suw hién dién cla 2 dot bién CFTR trong
hon 1500 dét bién hién duoc xac dinh. Phan tich gen nén dwoc thwc hién & nhirng
bénh nhan cé sweat test chwa xac dinh hodc dwong tinh dé xac dinh chan doan va dinh
huwéng diéu tri. Ki€u gen dw doan kiéu hinh, nhwng khéng cé sw dong nhat dang ké vé
murc dé nang cla bénh tai cac co quan khac nhau (Elborn. Lancet. 2016).

Cac nhém dot bién
¢ Nhém | — Khéng co protein

e Nhom Il — Defective processing/trafficking (bao gom dot bién F508del - dang
thwong gap nhat)

e Nhoém Il — Mét kha nang diéu hoa
e Nhom IV — Giam dan truyén

e Nhém V — Gidm téng hop protein
Chirc nang phoi & tinh trang dinh dwéng

Lung Health

PFTs

T6 chirc Xo Nang khuyén nghi bénh nhan nén di kham hang quy, theo ddi va quan ly
“strc khoe” phdi lau dai (Paranjape and Mogayzel. Pediatr Rev. 2014). PFTs c6 thé
bat dau tr 5 tudi dé theo déi FEV1 va FVC.

Mau dom

Mau dorm dugc dung dé kiém tra tac nhan cé thé diéu tri lau dai hoac diéu tri tring dich
trong cac dot bung phat. Cac tac nhan bao gom Staph aureus, Pseudomonas
aeruginosa, nontuberculous mycobacterium, va Burkholderia cepacia.
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Pseudomonas la tac nhan thuong gap & bénh nhan CF.

« Nhiém trung ban dau nén dwoc diéu tri sém v&i tobramycin dang hit (Mogayzel et
al. Ann Am Thorac Soc. 2014).

 Dai vai nhiém tring man tinh, liéu phéap diéu tri khang sinh dang hit/khi dung
(inhaled) nhuw tobramycin, aztreonam, hoac colistin (Mogayzel et al. Am J Respir
Crit Care Med. 2013).

« O nhitng bénh nhan nhiém trung dai ding, azithromycin dwdng udng hang ngay
cling dwoc khuyén cao dé lam gidm cac dot bung phat (Mogayzel et al. Am J
Respir Crit Care Med. 2013).

e Mang sinh hoc chat nhay P. aeruginosa c6 thé phat trién trong dwong thé va gop
phan gay nhiém trang man tinh, kho tiét trir (Mogayzel et al. Ann Am Thorac
Soc. 2014).

Burkholderia cepacia complex lién quan dén suy giam chirc nang phoi nhanh chéng
va tién lvong xau (Jones et al. Thorax. 2004).

“Vé sinh” phoi

Vé sinh phoi va lam sach dwong thé trong CF gilip giam chat tiét dac va vi khuan
nhwng doi hoi bénh nhan phai danh thoi gian dang ké dé lap lai 2-3 lan hang ngay
(Mogayzel et al. Am J Respir Crit Care Med. 2013).

Khi dung albuterol: Nén duoc dung trieéc mudi wu trieong dé tranh kich (rng dwong
thd va co that phé quan (Elkins et al. NEJM. 2006).

Khi dung mudi wu trirong: Hydrates héa chat nhay dac, kich thich ho gitp thanh thai,
va giam cac dot bung phat (Elkins et al. NEJM. 2006).

Ky thuat lam sach dwong thé: Bao gom ho, intrapulmonary percussive ventilation
(v0), thiét bi thong khi ap Iuvc dwong thi thé ra, vo bang tay...

DNase: Lam lodng dich tiét va gidm do nhét cla chat nhay.

Inhaled antibiotics: khi can & nhirng bé&nh nhan nhiém tring man tinh cac tac nhan
nhuw Pseudomonas.

BMI va Chirc nang Phoi

Dinh dwdng dac biét quan trong can xem xét trong CF vi (1) tang nhu cau chuyén héa
dé th& khi bénh phai tién trién va (2) gidm kha nang hap thu do suy tuy ngoai tiét.
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e BMI cao hon gitp cai thién chirc nang phéi tot hon va ty 1é séng s6t cao hon (Yeh
et al. J Pediatr. 2013).

e Bénh nhan CF c6 thé can gap doi lwvgng calo & nguwdi khde manh dé duy tri can
nang va tinh trang dinh dwéng.

Quan ly dot cap CF

Pot cdp CF khi hé mién dich va phdi khéng thé kiém soat dwoc tinh trang nhiém tring.
Bénh nhan biéu hién ho dom, kho thé, mét nhiéu. Piéu tri c6 thé duwoc chia thanh:

1. Tiép tuc cac thdi quen vé sinh phoi lau dai
2. Tang cuwong lam sach dudng thé

3. Khang sinh dwong uéng hoac TM duwa vao két qua cay trudc dé va khang sinh do

Lwa chon khang sinh

e Khang sinh dwong uéng co6 thé dwgc dung trong dot cap nhe hoac cac ching nhay
cam nhiéu, nhuwng khang sinh TM thwong can dé day i dot cap.

 Diéu tri nhdm vao “baddest bug” (tdc nhan gay nang né nhét) va cac tac nhan mai
moc.
e Mac du mét sé ching Pseudomonas dé khang cao, nhiéu bénh nhan sé cai thién

khi két hop 2 khang sinh. Vi du, Dr. Warren dé xuat két hogp aminoglycoside va
cefepime hoac carbapenem (Flume et al. Am J Respir Crit Care Med. 2009),

Y kién chuyén gia: Néu ban dang diéu tri dot cdp CF & bénh nhan chua tirtng dwoc
cay, hoi bénh nhan vé két qua cdy néu cd! Néu khdng co, pha cac tac nhan thudng gap
nhat (Pseudomonas va MRSA) cho dén khi c6 két qua cay.

Nhap vién

Y kién chuyén gia: Nhitng bénh nhan cé gidm FEV1 r rét can dwoc nhap vién, thoi
gian trung binh 10-14 ngay. H6 hap ky nén thwc hién trong qua trinh nhap vién dé kiém
tra chirc nang phoi.
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