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TONG QUAN

MO TA
e MOt nhém cac bénh ly don gen dan dén hinh thanh nang & than.

e Hai bénh Iy phd bién nhat v& mat di truyén hoc khac biét 13: bénh than da nang di truyén trdi trén
nhiém sac theé thwdng (ADPKD) va bénh than da nang di truyén lan trén nhiém sac thé thuwdng
(ARPKD).

e ADPKD la mdt trong nhibng bénh di truyén phd bién nhat & ngwdi.

DICH TE HOC

e ADPKD thwdng kh&i phat mudn.
— Tudi trung binh khi bénh than giai doan cudi (ESKD) kh&i phat: 57-69 tudi
— Bénh tién trién ndng hon & nam gidi so v&i nir gidi
— T6190% ngwdi tridng thanh cé nang & gan.

e ARPKD thwdng biéu hién & tré so’ sinh.
— MOt sb it tredng hop & tré 1on va ngwdi tré tudi ¢ thé biéu hién dwdi dang bénh gan.
— Dai khi c6 thé thay gidn dwdng mat trong gan khong do tac nghén.
— Gap & moi chau luc va moi chling tbc

Ty 1é mac méi
e Tudi trung binh khi ESKD kh&i phat: dot bién PKD1 12 54,3 tudi, so v&i dot bién PKD2 13 74 tudi
e ARPKD &nh hudng 1/20.000 tré sinh sbng; ty 1& ngwdi mang gen I3 1/70.
e ADPKD anh hwéng 1/400 dén 1/1.000 tré sinh séng.

Ty 16 hién méac

Tinh theo ESKD, ADPKD: 8,7/1 triéu dan tai Hoa Ky; 7/1 tri€u dan tai chau Au.

NGUYEN NHAN VA SINH LY BENH

e ADPKD

— Dot bién gen PKD1 va PKD2, m3 héa cho polycystin 1 (PC1) va polycystin 2 (PC2), 1am rdi loan
chlrc nang gl]a polycystin tré~n I6r,1g mao nguyén phat (primajry ciIium)t hinh thanh cac nang chira
dich tang dan kich thuwdc, dan dén to than rd rét va lam bién dang cau tric than.

— Tang loc ciu than (g!omerular hyperfiltration) bu :crl‘,l’ cho sw mat dan cac cau than khf’)e‘manh;
do dé, khi mlrc IQc cau thén (GFR) suy gidm c6 thé phat hién dwoc thi d3 c6 t&di 1/2 sO cau than
chlrc nang ban dau bi mat khéng hdi phuc.

— Phan I&n bénh nhan ADPKD cudi cuing s& tién trién dén ESKD (1).

e ARPKD
— San pham cla gen PKHD1 la fibrocystin cling ndm & 16ng mao.
e ADPKD: Nang chi phat sinh tt 1% s nephron:



Kiéu di truy&n trdi trén nhi€ém sic thé thwdng nhwng v& mét phan tl 13 bénh 13n theo gid
thuyét "2 lan dot bién" (2-hit hypothesis)
Can c6 sw két hop clia yéu tb di truyén va mai tredng

e ARPKD: Cac dot bién phan bd rai rac trén toan bd gen, c6 mdi twong quan kiéu gen—kiéu hinh.

Di truyén hoc
e ADPKD

Di truyén trdi trén nhiém s3c thé thuwdng

50% con clia ngwdi trwdng thanh mac bénh sé bj anh hwdng.

bbé t‘hém 100%; ciing ghi nhan hién twong in dau di truyén (genetic imprinting) va dw doan di
truyén (genetic anticipation).

Hai gen da dwoc xac dinh:

PKD1 trén nhiém sac thé 16p13.3 (85% b&nh nhan) m3 hoa polycystin 1.

PKD2 trén nhiém sac thé 4921 (15% bé&nh nhan) m3 héa polycystin 2.

e ARPKD

Di truyén 13n trén nhiém sac thé thuwdng
Anh chi em rudt c6 1/4 kha ndng bi mac bénh; gen PKHD1 trén nhiém séc thé 6p21.1-p12 m3
hda fibrocystin.

YEU TO NGUY CO’

Dién tién 1am sang nhanh hon dwoc duw bao bdi: khdi phat ESKD & tudi <55, tién trién bénh than man
giai doan Ill trwvde tuli 40, khdi phat tdng huyét ap (HTN) trwwde 18 tudi, tOng thé tich than I&n hon
mUrc du kién theo tudi, hodc cé nhiéu bién chirng di kém (ti€u mau dai thé, tiéu albumin vi thé) (1).

PHONG NGU’A CHUNG

Tw van di truyén

CAC BENH LY THWO'NG DI KEM
e ADPKD

Nang & cac co quan khac

Bénh gan da nang gdp & 58% nhém tudi tré dén 94% & ngwdi 45 tudi

Nang tuy (5%); nang tui tinh (40%); nang mang nhén (8%)

Biéu hién mach mau

Phinh ddng mach ndi so & 6% bénh nhan khdng cd tién st gia dinh va 16% & bénh nhan c6 tién
st gia dinh

Gidn/béc tach gbc ddng mach chl

Biéu hién tim mach

Sa van hai I3 (25%); phi dai that trai

Bénh tui thira dai trang

e ARPKD: t&n thuong gan ty 1& nghich v&i mirc dd tdn thwong than; xo gan bam sinh kém téng ap
Iwe tihh mach clra



CHAN DPOAN

BENH sU’
e ADPKD
— Tién sl gia dinh dwong tinh (15% 1 dot bién m&i phat sinh - de novo)

Dau vung hong lwng: 60%
Tiéu mau

Nhi&ém trung dwong tiét niéu (UTI)
Tang huyét ap: 50% & do tudi 20-34; 100% & bénh nhan ESKD
Suy than

Hién tai khéng khuyén cdo tAm soat tién triéu chirng ADPKD & tré c6 nguy co’ (2).
e ARPKD

— 30% tré so’ sinh mac bénh tl vong:

— Than to, tdng 4m dwoc chan doan trong tl cung, kem thiéu i

— V& sau trong thoi tho u: tang huyét ap

— Thanh thiéu nién va ngwdi trwdng thanh biéu hién vdi bién chirng clia ting ap lwc tinh mach
clra: gidn tinh mach thwe quan

— CuwoOng lach

KHAM LAM SANG
e Tang huyét ap
e Khdi vung hdng lung

CHAN DOAN PHAN BIET

ADPKD va ARPKD

X0 clrng cl (tuberous sclerosis): ty 1& mac 1/6.000
Hoi chirng Von Hippel-Lindau: ty 1& méc 1/36.000

Bé&nh than nang tly vo can (nephronophthisis): chiém 10-20% céc trwdng hop suy than & tré em;
bénh than nang tly

e Loan san nang than: than loan san da nang, than bién dang ndng; loai b&nh nang hai bén phd bién
nhat & tré so sinh (ty |&é mac: 1/4.000)

e Nang don gidn: bat thwdng dang nang phd bién nhéat
— Bénh nang than khu trd hodc mot bén
— Than xbp tly (medullary sponge kidney)
— Bénh nang than mac phai
e U nang than: u nang da thuy lanh tinh (u nang than dang nephroma)

XET NGHIEM & CHAN DOAN HINH ANH
Dién giai dd, BUN/creatinine, tdng phan tich nwdc tiéu keém citrate niéu

Xét nghiém ban dau (xét nghiém mdu, chdn dodn hinh &nh)



e ADPKD
— Rdiloan chirc nang than
Gidm kha nang c6 ddc nwdc tiéu cla than (3), tiéu acid do gidm citrate niéu

Tang loc cAu than

— Tang creatinine
Tdng phan tich nwdce tiéu: tiéu mau va tiéu dam nhe
e ARPKD

— R&i loan dién gidi va suy than

— Thiéu mau, gidm tiéu ciu, gidm bach cau
e ADPKD

— Siéuam:la phug’ng phéap chan doan dé thuc hién nhat; tuy nhién chwa tdi wu dé loai trr bénh
& ngwdi <40 tudi (2)[C].

— To than gdp & hau hét cac trwdng hop.

-0 bé[\h nhan co nguy co: dén 30 tudi, sw hién dién cla 2 nang than (mff)t hgéc hai bén) co gia
tri chan dodn 100%. O tré em, déi khi hinh &nh twong tw ARPKD; c6 thé chan doan trong tir
cung.

— Sw hién dién cla nang gan & ngwdi tré tudi 1a ddu hiéu dac trwng (pathognomonic) cho ADPKD.

— Khi khdng c6 tién st gia dinh, than to hai bén kém nang gitp xac dinh chan doan.

— CT scan/MRI ly twdng nén 13 mot phan clia danh gia ban dau (2)[C].

— Thé tich than do bang CT hodc MRI 13 yéu t6 dw bao chinh vé mtrc dd tién trién bénh.

— H{ru ich trong viéc phat hién nang & cdc co’ quan khac

— O ngwoi <40 tudi, néu MRI phat hién dwdi 5 nang thi ¢ thé loai trle chan doan (2)[B].

e ARPKD

— Siéu 4m: Than to, tdng 4m ddng nhat (ca vo va tdy than).

— CT scan nhay hon néu chan doan con nghi ngo.

— Sw hién dién cla xo gan gitp hd tro chan doan.

Xét nghiém theo déi & Cdc Iwu y dac biét
e Chéan doan va phong nglra cac van dé th( phat do bat thwdng than va gan
e Theo ddi tdng thé tich than dé danh gia mirc dd ndng clia bénh
e Sau 2 tudi, kich thwdrc thé}n giérp dan trong ARPKD nhwng tiép tuc téng trong ADPKD v6&i toc do
trung binh 5,27%/nam. TOng thé tich than gitp xac dinh bénh nhan cé bénh tién trién (2).
Tha thudt chdn dodn/Khdc
® Xét nghiém di truyén cho gen PKD1 va PKD2 trong ADPKD hién c6 san kh,i két’qué Chén’ doan hinh
anh chwa ré rang, va cho nhirng ngwi c6 kha nang hién than cling huyét thong con song (4)[C].
e Dbi v&i gen PKHD1 trong ARPKD, chan doén trwwdc sinh kha thi & khodng 72% trudng hop.
Giai phdu bénh
e ADPKD
— Than cé nang lan tda, dU to nhwng van git hinh dang chung.
— Nang c6 kich thwéc tlr vai milimét dén vai centimét, phan b déu khap v va tly than.



— Nang phat sinh & tat ca cic doan clia nephron, dit ban dau ching phat sinh ttr dng gop.
— M0t bén than cé thé to hon bén kia.
— O bénh nhan khéng c6 tién st gia dinh rd rang, viéc phat hién hon 10 nang mdi than trén siéu
am thwdng dworc coi 1a c6 gia tri chan doan.
e ARPKD

— Bénh biéu hién trén mot phd rong, tlr bénh than nang kém tén thwong gan nhe dén bénh than
nhe kém tOn thwong gan nang.

— To than 13 do gidn hinh thoi cac &ng gop & v va tly than trong giai doan so sinh.
— T6n thwong gan lan tda nhwng gidi han & vung xo héa khodng clra.

— Chan doan thwdng dwa vao hinh @nh hoc 1am sang trong cac trwdng hop ndng & tré so sinh
hodc nhii nhi, dwa trén than to tng am, tién st gia dinh 4m tinh, va khéng c6 cac ddc diém
khac kém theo.

— Phan tich chan doan phan tt 13 tiéu chudn vang dé chan doan bénh nay.

DIEU TRI

BIEN PHAP CHUNG
e Tang huyét ap: han ché natri vira phai, kiém soét can ndng, va tap thé duc déu dan
e Thudc: thudc trc ché men chuyén (ACE); thubc chen thu thé angiotensin (ARB)

e Dau: thubc gidm dau nhém opioid va cac thude gidm dau khac; nghi ngoii tai giwdng; han ché
NSAID (lam suy gidm chibc ndng than).

o SAi tiét niéu: diéu tri bang kiém hoa nwdc tidu va bu dich; phau thuat khi can

e Nhiém trung tiét ni€u/nhiém tring nang: khang sinh tan trong lipid hiéu qud hon (vi duy:
trimethoprim-sulfamethoxazole va chloramphenicol); fluoroquinolone cling hiru ich

e Loc mau cho bénh nhan ESKD
o Tiéu mau: Gidm hoat ddng thé Iwc.

DIEU TRI BANG THUOC

e Hién d3 cd cac phwong phéap diéu tri nham trwe tiép vao co ché sinh té bao, nhw 1am gidm ndng do
cAMP trong mé nang. Tolvaptan lam chdm t&c d6 phat trién than va toc do suy gidm GFR wdc tinh
& bénh nhan ADPKD giai doan s&'m.

e Tang huyét 4p: can dworc kiém soat that tot dé phong ngtra bién chirng. Uu tién dung thubc tre
ché men chuyén néu khéng cé chdng chi dinh.

e Viéc st dung thudc ha 4p d3 dwoc chirng minh lam gidm ty 1& t& vong (5)[B].
o Rdiloan lipid mau: wu tién dung statin

CAC VAN DE CAN CHUYEN KHAM
e Bac sithan hoc ddm nhan diéu tri chinh
e HOi chan tiét niéu dé xt tri nang cé triéu chlrng/nhiém tring
e Tw van di truyén |a rat quan trong.

PHAU THUAT/THU THUAT KHAC



Chi dinh can thiép phau thuat
— Tang huyét 4p khong kiém soat dworc

— Dau lwng va héng nang, cang tlrc bung

— Suy gidm chlrc ndng than do nang to |én

— Tiéu mau/xuat huyét hodc nhiém trung tiét niéu tai phat
M& nang qua md hd hodc ndi soi: cé thé gidm dau va nhu cau dung thubc gidm dau opioid; chwa
dwoc chtrng minh ngan nglra suy than hodc kéo dai chirc ndng than hién tai

Choc hdt nang qua da + tiém chat gay xo’; thwdng khong thuwe hién do dich tai tich tu
Ghép than cho bénh nhan ESKD

NHAP VIEN VA CHAM SOC PIEU DUONG

Dau néing, tiéu mau dai thé kém cuc mau déng

CHAM SOC LIEN TUC

KHUYEN NGHI THEO DOI
Khong can can thiép dac biét & giai doan s&m clia bénh; tranh hoat ddng gang strc néu bénh tién
trién. Tiéu mau dai thé tai phat thuwdng thir phat sau chan thwong, va lién quan dén suy gidm chirc
nang than nhanh hon.
Theo déi bénh nhén

o Theo ddi huyét ap va chirc ndng than. Khuyén khich bu di nwéec. Diéu tri tich cwe nhiém trung tiét

ni€u va séi than.

e Tranh cac thudc gay ddc than.

e Theo dbi creatinine va huyét ap it nhat 2 1an/ndm; thwdng xuyén hon néu can

e Tam soat phinh ddng mach ndi so (6)

CHE DO AN
e Ché dd an it dam c6 thé 1am cham tién trién suy than.

e Han ché caffeine vi c6 thé lam tang sw phat trién cla nang.
e Udng nhiéu nwdc dé gidm ADH, >3 lit/ngay (7)[C]

TIEN LUONG
e Suy than gdp & 2% bénh nhan dén tudi 40; 23% dén tudi 50; 48% dén tudi 73
e ADPKD chiém 10-15% sd bénh nhan loc mau.
e Khong tang ty I& ung thw t& bao than

BIEN CHING
e V& nang, nhiém trung, hodc xuat huyét
o Tién trién dén suy than
e SOithan
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XEM THEM

Bénh than man

MA ICD

ICD10

e Q61.3 Than da nang, khéng xac dinh
e Q61.2 Than da nang, thé ngwdi I&n
e Q61.1 Than da nang, thé nhd nhi

LUU Y LAM SANG QUAN TRONG

e HAu hét bénh nhan PKD cudi cling s& tién trién thanh ESKD. Chwa cé diéu tri ddc hiéu nao dworc
chng minh ngdn ngtra ESKD, nhng b A0 nwde va kiém soat huyét &p 13 nhirng muc tiéu hop Iy.

e Bénh nhan cé thé dwoc huwdng loi ttr viéc hdi chan than hoc sau khi chan doan ban dau dé dworc
tw van vé phong nglra ti€n trién bénh. Sau dg, co thé theo doi tai cham séc ban dau néu bénh
dworc phat hién tinh c& hodc khdng ¢ suy gidm chirc ndng than dang ké.

Tai liéu nay duworc dich tir bén géc tiéng Anh va chi mang tinh chat tham khao, khdng thay thé cho tw van y khoa chuyén mén.
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