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TOM TAT
Bénh xo citng cii la mot héi chiing di truyén theo nhiém sdc thé tréi hiém gap, dac trung boi
nhitng thay d6i ¢ da, hé than kinh trung wong vd u mo thira & nhiéu co quan cé thé dan dén tir vong.
Pé chan dodn va theo doi bénh, can c6 su phoi hop nhiéu chuyén khoa. Chiing toi bdo cao mot
trwong hop bénh nhan nit 55 tuéi dén kham vi dau khép hdng trdi kéo dai. Cdt 16p vi tinh ghi nhén
cdc not dwdi mang ndo that, da u co mé mach mdu, lymphangioleiomyomatosis; thoa tiéu ChUan
chén dodn bénh xo cung cu dya vao bg tiéu chi nam 2018 cua Hiép hgi d‘ong thugn qUOC té vé bénh
xo' cung Cul. ) ) ) i .
) Tir khoa: Xo cing ci, not dudi mang ndo that, u t€ bao hinh sao khong 16 dudi mang ndo
that, u co m& mach mau, u co van tim.
ABSTRACT
A RADIOLOGY CASE REPORT OF TUBEROUS

SCLEROSIS COMPLEX
Phu Tri Nghia®, Vo Thi Thao Van, Nguyen Thi Nhu Quynh
Can Tho University of Medicine and Pharmacy

Tuberous sclerosis complex is an unusual autosomal dominant syndrome
characterized by cutaneous changes, neurologic conditions, and the formation of
hamartomas in multiple organs leading to morbidity and mortality. The management of
these patients is often multidisciplinary involving specialists from various fields. We report
a case of a 55-year-old female patient presenting with persistent left hip pain. Computed
tomography showed evidence of subependymal nodules, multiple angiomyolipomas and
lymphangioleiomyomatosis. Tuberous sclerosis complex is diagnosed based on
recommendations of the 2018 International Tuberous Sclerosis Complex Consensus
Conference.

Keywords: tuberous sclerosis, subependymal nodule, subependymal giant cell
tumor astrocytoma, angiomyolipoma, cardiac rhabdomyoma

I. TONG QUAN

Bénh xo cing ct (Tuberous sclerosis complex - TSC) lan dau tién duge mo ta boi
von Recklinghausen vao nim 1862. TSC c6 anh hudng dén hau hét cac co quan trong co
thé, phé bién nhét 14 cac u lanh tinh & da, néo, than, phéi va tim dan dén rdi loan chirc nang
co quan. Trudc nhitng ndm 1980, ti 1& mic TSC dugc bao cdo ¢ muc tir 1/100000 dén
1/200000. Céc nghién ctru gan day udc tinh tan suat tir 1/6000 dén 1/10000 tré con séng va
ti 1& hién méc trong déan sb 1a khoang 1/20000. Mic du TSC da duoc cong nhan 14 bénh 1y
di truyén tir hon 100 nim trude, nhung cin nguyén bénh van chua dugc lam sang to cho
dén khi phat hién ra hai gen gy bénh, TSC1 va TSC2 [3], [5].

Chuing t6i béo cao mot truong hop bénh xo cieng ci ddng thoi diém lai y van vé bénh
ly nay.
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1. BAO CAO CA

Bénh nhan nit, 55 tudi nhap vién ¢ khoa Chan thuong chinh hinh Bénh vién Truong
Pai hoc Y Duge Céan Tho vi dau khép hang trai lan xuéng géi, dau am i, dai déng, di lai han
ché da nhap vién nhiéu lan trong khoang thoi gian 8 nam.

Cit 16p vi tinh (computed tomography — CT) s¢ ndo khong tiém thude tuong phan
ghi nhan: hai nét voi hoa canh nio that bén hai bén goi ¥ cac nét dudi mang nio thit.

OO

Hinh 1. N6t dudi mang nio that bén hai bén
CT bung c6 tiém thudc twong phan ghi nhan:
Nhiéu ton thwong ddm d6 thap (khoang -50HU), khong dong nhét, rai ric nhu mé than hai
bén, khdi 16n nhét & cuc dudi than trai, kich thude khoang 37x45mm, bét thude twrong phan thanh

phan dic bén trong goi y da u co m& mach mau hai thén.
Nhiéu ton thuong rai rac nhu mé gan, tinh chit twong ty ton thuong & than, 16n nhat & ha

phan thuy VI kich thudc 28x29mm goi ¥ da u co md mach mau & gan.

Hinh 2. Hinh CT bung trén l4t cit ngang thi tinh mach ghi nhan da u co m& mach mau
’ o Y ‘ganqva hai than 9
Céc 1at cat qua phoi cho thay nhiéu ton thuong dang nang lan tod day phdi hai bén.
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Hinh 3. Hinh CT lat cit ngang cira s6 Rhé)i cho thdy lymphangioleiomyomatosis day
phoi hai bén

CT khung chau ghi nhén t6n thuong dang xo ddc xwong & canh chau, 6 ¢di hai bén
va xuong dui trai.

Hinh 4: Hinh CT vung chau cho thdy xo dic xuong canh chéu hai bén, xuong dui tréi
CT cot song that lung ghi nhén c6 nhiéu ton thuong dang xo dic xuwong & than song,
cudng sdng, moém gai cac dot séng thit lung cling.

Hinh 5. Hinh CT cho thy cac ton thuong xo dic xwong & cot song thit lung
Bénh nhan duge chan doan xéac dinh xo cung cu do c6 3 tiéu chuén chinh va 1 tiéu
chuan phy dua vao b tiéu chi chan doan bénh xo ctng ca nam 2018 cua Hiép hoi dong
thuan quéc té vé bénh xo ctng cu [4]:
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Tiéu chuan chinh | Tiéu chuan phu
Dat giam sac t6 (= 3 dat, kich thuéc > Smm) | Ton thuong da dang “confetti”
Budu sgi mach mau (> 3) hoac mang phéat ban | Nhicu 16 nhé ¢ men rang (> 3)

vung tran Budu soi ¢ trong khoang miéng (> 2)
Budu sgi & mong hoac quanh mong (> 2) Mang v sic & vong mac

Mang san Da nang than

U mé thura vong mac U mé thura ngoai than

U mo thura ¢ vo ndo Ton thuong xo xwong

Cac ndt dudi mang ndo that (> 2)

U té bao hinh sao khong 16 dudi mang ndo that
U co van trong tim
Lymphangioleiomyomatosis (LAM)

U co m& mach mau than (> 2)

Chan doan xac dinh: 2 tiéu chuan chinh hozc 1 tiéu chuan chinh + 2 tiéu chuan phu.
Chan doan nghi ngd: 1 tiéu chuan chinh hozc > 2 tiéu chuan phu.

Luu y: Néu c6 2 tiéu chuan chinh 1a lymphangioleiomyomatosis va u co m& mach mau
than ma khong c6 bat ct dic diém nao khac thi chua du tiéu chuan dé chan doan xac dinh.

III. BAN LUAN

TSC 12 mot bénh 1y di truyén hiém gap, biéu hién ¢ nhiéu co quan, tién luong phu
thudc vao vi tri xuét hién cac tén thuong, $6 lugng va kich thudc dnh hudng 1é€n cac co quan.
Vé mit di truyén hoc, cac gen gy ra TSC da dugc xac dinh 1a TSC1 mé hoa cho protein
hamartin va TSC2 ma hoa cho protein tuberin, ca hai déu la gen Uuc ché khéi u, nén ton
thuong mot trong hai gen s& gay ra TSC [5]

O hé than kinh trung uong, cac ton thuong cua TSC chiém ti 1¢ trén 95%, gdm ndt
dudi mang nio that, u té bao hinh sao khong 16 dudi mang ndo that, u mo thira vo nio/ dudi
v0, ton thuong chat tréng Nbt dudi mang nio that thuong nam doc theo bé mit ndo that cia
nhan dudi, rinh d6i thi - thé van ngay sau 156 Monro (thuong gap nhat), doc stmg tran va
stmg thai duong ciia ndo that bén hodc ndo that ba, ndo that tu; c6 hinh anh nhu "candle
drippings" tir 1 dén 12mm, voi hoa quanh néo that va ting theo tudi. U té bao hinh sao khong
16 dudi mang néo that chiém ti 1¢ khoang 15 dén 20%, co thé gap ¢ do tudi < 50 tudi, phat
trién tr cac ndt dudi mang nio that gan 16 Monro, gidi han 13, kich thudc thuong > 13 mm
va tang theo thoi gian, c6 thé c6 voi hoa bén trong, thuong xam 14n ndo that bén, do6i khi c6
hoai tir, xuat huyét, ngim thuoc manh, rd rét, gan dong nhat. U mo thira vé ndo/dudi vo
chiém ti 18 56%, 1a cac cum té bao than kinh dém khong dién hinh, thuong c6 voi hoa, biéu
hién dang da tén thuong chiém 75% va hai bén chiém 30%. Ton thuong chét tring gip trong
100% truong hgp. Mic du duge coi 1a mot tiéu chi "phu" ddi voi TSC nhung 1a ddc trung
cua TSC [9], [10].

TSC biéu hién & than chiém tir 70 dén 90% trong d6 khoang 5% cac truong hop co
suy than nang va c6 dén 75% bénh nhan tir vong do bién chung suy than o tubi 20. U co m&
mach mau chiém ti 1¢ khoang 55 dén 89%, co thé gay xuét huyét sau phic mac ty phat ddn
dén séc, thuong gip ¢ phu nit trung nién. Cho phép chan doan u co m& mach mau bang
cach chirng minh sy hién di¢n ctia mé trong u, < -20 HU trén CT va déng tin hiéu vo1i mo
trén tit ca cac chudi xung cong hudng tir. Ung thu biéu mo té bao than 1a mot biéu hién
hiém gip, chiém khoang 1-3% trong d6 40% gip & hai bén, do tudi trung binh 1a 28 tudi voi
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dac trung 1a tdng nhanh kich thudc va hién di¢n voi hoa. Pa nang than ¢ tré em c6 kich
thudc khac nhau trong vé va tiy than gidng bénh than da nang & nguoi 16n (15%) [6][10].

TSC biéu hién & phéi dudi dang LAM va multifocal micronodular pneumocyte
hyperplasia (MMPH). LAM déc trung béi su ting sinh m6 k& lan toa ctia cdc bo té bao co
tron va nhimng thay d6i dang nang trong nhu mo phdi, ndi bat 1a sy hién dién cua cac nang
thanh mong, gidi han 3, phan b lan toa, dic biét & day phdi hai bén. Tran khi mang phdi
va tran dich dudng trap 1a hai bién chimg chinh. MMPH dic trung béi sy ting sinh dang
ndt da trung tdm, c6 giGi han rd rang cua cac pneumocyte type II doc theo vach phé nang,
biéu hién trén CT 1a nhiéu nt md khong véi hoa hodc cac not kinh mo ¢ kich thude tir 2
mm dén 1 cm, phan bé rai rac khap phéi [7], [10].

O tim, ¢6 nhiéu loai u khac nhau nhu u co van, u soi, u quéi, u nhﬁy, u mach mau.
Trong d6 u co van chiém khoang trén 60% céc loai u tim nguyén phat, 1a mét trong nhiing
biéu hién thuong gip nhat ciia TSC & tré em, vi tri & tim that (70%) hodc tim nhi (30%).
Siéu am tim la phuong tién chinh dé danh gia, CT hodc cong huong tir co thé cung cip thém
thong tin lién quan dén su xam lan, chén €p hodc kich thuge cua khéi u [8], [10].

Céc bat thuong vé xuong bao gom day ban so trong, xo dic xwong, tén thuong dang
nang ¢ d6t ngon, veo cot séng. Cac ton thuong mach mau nhu phinh dong mach chi hiém
gdp, do loan san 16p trung mac va ndi mac [10].

Hién nay chua c6 phuong phap diéu tri triét de TSC, cac phuong phéap diéu tri hd
trg dugc ap dung nham nang cao chit lugng cudc séng va cai thién tién luong cho bénh
nhan. Thudc chéng dong kinh 1a liéu phéap chinh dugc lya chon ¢ nhitng bénh nhan c6 biéu
hién ton thuong hé than kinh trung wong. Bén canh d6, mot s6 nghién ciru da chirng minh
tac dung cua Everolimus (Afinitor) 1am giam u co m&d mach mau & than ¢ lién quan dén
TSC, da duoc cap phép sir dung & Hoa Ky va chau Au. Ngoai ra, mot s6 bénh nhan co thé
can dén cac phwong phap phau thuat can thiép [2].

IV. KET LUAN

Tuberous sclerosis complex 1a mot bénh 1y hé thdng dugc dic trung boi cac dic
diém 1am sang va hinh anh hoc da dang. Céac hinh anh déc trung biéu hién & nhiéu co quan
khac nhau c6 thé gitip chan doan va xu tri som, cai thién tién luong & bénh nhan TSC. Chan
doan TSC dua trén cac tiéu chi 1am sang va can c6 su két hop nhiéu chuyén khoa.
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