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1. Trwong hop 1am sang :

Mdt bénh nam, 38 tudi dén kham vi: nhiéu sang thuong ¢ hai bén cui cho khoang
10 nam, hai ban tay khoang 1 nim va hai bén dau gdi khoang vai thang nay. Nhirng sang
thuong nay di dang tién trién ting dan vé sb luong va kich thuéc; thinh thoang, n6 mém
nhe khi 4n 1au. Anh ta khong hé nhan biét dugc vé nhiing sang thuong tuong tu hodc tinh
trang bat thudng lipid mau trong cac thanh vién gia dinh.

Kham 1am sang danh gia: nhiéu san, nt dinh phiang, mau hong - vang & hai bén cui
cho (hinh 1A) va dau gbi, kém theo nhitng san mau vang, méng phan bd dang dudng & cac
nép gap lién dbt ngon tay.

Mot méu sinh thiét di duoc 14y tir sdn & cui cho va giri di phan tich mé hoc (hinh
1B). Mau lipid huyét thanh luc déi da duogc 1ay. Dua vao 1am sang, mé hoc va xét nghiém
khac, bénh nhan dugc chan doan véi mot bénh rdi loan di truyén.

2. Chén doan ciia ban 1a gi?

A. Réi loan beta-lipoprotein mau c6 tinh chat gia dinh (ting lipoprotein mau type I11).

B. Ting cholesterol mau c6 tinh chét gia dinh (ting lipoprotein mau type Ila).

C. Hoi chimg ting chylomicron mau c6 tinh cht gia dinh (ting lipoprotein mau type
la).

D. Tang sitosterol mau (tang phytosterol mau hodc tang xenosterol mau).
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Hinh 2: Nhuom HE (d6 phong dai x200), nhiéu mé bao chira day lipid.



Chin doan: Roi loan beta-lipoprotein mau cé tinh chét gia dinh (ting lipoprotein
mau type Il1).

3. Két qua md hoc va dién bién 1am sang:

Mb hoc: thdy tap hop nhidu mé bao chira ddy lipid (ipid-filled histiocytes), nhat
quan v6i xanthoma (ban vang). Sy phan bd sang thuong ctia bénh nhan thi nhat quan véi
xanthoma striatum palmare, tuberous xanthomas va tuberoeruptive xanthomas, diéu nay
goi ¥ téi chan doan R&i loan beta-lipoprotein mau co tinh chit gia dinh - familial
dysbetalipoproteinemia (FD) (tang lipoprotein mau type III).

Xét nghiém lipid mau: ghi nhan tang cholesterol mau (519 mg/dL, voi gia tri binh
thudng < 200 mg/dL, d6i sang mmol/L thi nhan véi 0.0259), tang triglyceride mau (935
mg/dL, v6i gia tri binh thuong < 150 mg/dL, dbi sang mmol/L thi nhan véi 0.0113), giam
HDL-C (22 mg/dL, véi gia tri binh thuong 40-60 mg/dL). LDL-C mau c6 thé da khong
duoc tinh badi vi néng dod cao triglyceride. Voi tat ca nhirng dir ki¢n 1am sang, mo hoc, bilan
lipid mau giup xac dinh chin doan Réi loan beta-lipoprotein mau c6 tinh chit gia dinh -
familial dysbetalipoproteinemia (FD) (tang lipoprotein mau type III).

Anh ay di tir chdi 1am tiép xét nghiém phan tich gen. Sau 1 nim diéu tri bang
statin, hau hét sang thuong di bién mat hoan toan.

4. Théao luan:

Mic du bénh lanh tinh, ban vang (xanthomas) thuong dugc bao trude bang tinh
trang r6i loan chuyén hoa lipid. Ban vang dugc phan loai dua vao kiéu hinh 1am sang, vi
tri phan bd va phuong thirc phat trién; né bao gdm cac thé 1am sang sau: gin (tendon),
phang (planar), dang cu (tuberous), phat ban dang cu (tuberoeruptive) va phat ban ban vang
(eruptive xanthomas).

Vé mé hoc, tit ca ca dang ban vang dugc dic trung boi mot tap hop day dic cac té
bao bot (foam cells) hay con goi 1a mé bao chira day lipid, trong 16p bi. Phat ban ban vang
(Eruptive xanthomas) thudng chira lipid ngoai bao, su tim nhuan té bao viém hdn hop;
trong khi do, ban vang dang dang cu va gan thuong chtra cac k& cholesterol (cholesterol
clefts) va xo ho4 (fibrosis). Ban vang chic chan lién quan t6i tinh trang r6i loan lipoprotein

mau dac hiéu, dac diém quan trong nay co6 191 trong chan doan.



FD (Familial Dysbetalipoproteinemia) 13 mot réi loan hiém gip, dic trung boi
tang triglyceride va cholesterol mau. Hau hét, cac truong hop déu lién quan téi dong hop
tr APOE-€2, trén gen lan nhiém sic thé thuong. Ban vang dang cu hay phat ban dang cu
khoi phat & ngudi 16n 1a dic trung ctia bénh FD. Ban vang phang, ban vang ¢ nép gip lién
d6t ngon tay (hay con goi 1a xanthoma striatum palmare) (hinh 2), thiy & 20% trong FD
no6i chung va 1 bénh 1y. Trong trudng hop nay, sy dong ton tai ciia cac dang 1am sang cia
ban vang cho phép chan doan FD trudc khi thyc hién bilan lipid mau. Bang viéc danh gia
ban vang nhu 1a mot chi ddu chan doan, cac bac si Da lidu co thé giup phat hién bénh FD.
Diéu nay 13 quan trong boi vi FD 1am gia ting nguy co phat trién bénh 1y xo vita dong
mach, néu khong diéu tri. Diéu tri bao gdm cac thudc ha lipid - cholesterol méau, cai ma

giup gidm nguy co tim mach va thodi trién hoan toan ban vang.

Hinh 2: Nhiéu sdn mau vang, mong, dang duong ¢ nép gap lién dét ngon tay

FH (Familial Hypercholesterolemia) 1a rdi loan gen troi trén nhiém sic thé
thudng, lién quan toi sy khiém khuyét ciia nhimg gen anh huéng téi con duong thu thé
LDL va n6 ciing dac trung boi viée gia tang cholesterol mau va hinh thanh ban vang. Tuy

nhién, FH c6 nong d9 triglycerid binh thudng va biéu hién thé ban vang khac. Ban vang



gan, thuong anh huong téi gan Achilles va gan dudi ngdn tay, cung gidc mac (corneal
arcus: do lang dong lipid mau & vong ngoai cua gidc mac) trude 45 tudi, 1a dau hiéu dic
trung trong FH. Trong khi d6, ban vang dang ct hay phat ban dang ct thudng it thiy trong
FH. Ban vang & viing nép gip ngén tay la bénh 1y dong hop tir véi FH. Trong FH, néu ban
vang xuat hién, chung thuong phat trién sau 30 tudi & thé di hop va khoang 10 tudi néu &
thé déng hop.

Nhitng rdi loan di truyén khac dugc xem xét 13 Hoi chirng ting chylomicron mau
¢6 tinh chét gia dinh (Familial hyperchylomicronemia syndrome), roi loan gen lin trén
nhiém sic thé thuong lién quan tdi cac bién thé ciia men lipoprotein lipase; tuy nhién,
khong giébng nhu FD, né thuong lién quan t6i thé 1am sang phat ban ban vang va rat ting
triglyceride mau.

Cudi cung 13 ting sitosterol mau (ting phytosterol mau hoic ting xenosterol
mau - Sitosterolemia (phytosterolemia hodic xenosterolemia)) 1a rdi loan gen lin trén
nhiém sic thé thudng (giy ra bdi nhitng bién thé dong hop tir hodc phirc hop di hop tir
trong gen ABCG5/ABCGS), trong d6 co thé gia ting sy tich tu sterol thuc vat. Rdi loan
nay chia s¢ mot vai dic diém 1am sang v6i nhitng rdi loan lipid mau di truyén khac, bao
gdm hinh thanh ban vang va bénh xo vita dong mach sém va no6 co thé bi b qua trong
khédm lam sang, cling nhu xét nghiém. Twong tu FH va tréi lai véi FD, bénh nhan xuét hién
nhitng ban vang gin trong giai doan sdm cua cudc doi. Dé phan biét ting sitosterol mau
v6i cac roi loan lipid méu khac thi dya vao sy gia tang dang ké nff)ng do sterol thuc vat,
nhitg bénh nhan nay cé thé gia ting cholesterol mau toan phan, nhung bilan lipid mau

chuan khong cung cap nhiing thong tin dic hiéu.



