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SUMMARY

Osteochondromatosis or Hereditary Multiple Exostoses (HME) is a rare disease which is inherited in an
autosomal dominant manner, there are many osteochondromas at the appendicular skeleton. This report presents
the patient who had typical clinical and radiologic features of the disease. Female patient, 24 years old, she has a
pain both lower limbs, there are slight deformity both upper and lower limbs on the examination. On the X-rays of the
limbs present many osteochondromatosis at the meta-physeal regions of long tubular bone, it may be pedunculated
or broad-based form, the pedunculated appearance follow the direction away from the epiphysis and towards the
diaphysis follow-ing the tendon pill. With characteristic features on the plain radiology: the final diagnosis is hereditary
multiple exostosis.

1. LAM SANG

Bénh nhan ni¥ 24 tudi, dén kham vi dau khép gdi 2 bén, kiéu dau co hoc. Gia dinh chwa phat hién ai cé bénh
li da chdi xwong. Tién s ban than khdng phat hién gi dac biét.

Kham lam sang: Bénh nhan cao 1,5m, khéng c6 sy mét can déi gitra cac doan co thé, tay phai ngan hon so
v&i bén trai, chan bén trai veo nhe vao trong so véi bén ddi dién (chan hinh chi X) (hinh 1).

il

Hinh 1. Hinh anh chup cang tay bénh nhan tw thé ngira, khép géi hai bén tw thé dirng
2. HINH ANH X QUANG

Bénh nhan dwoc chi dinh chup Xquang canh va cang tay hai bén, khép gbi va cb chan 2 bén theo cac tw thé
thang - nghiéng.
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c. i &; d. .
Hinh 2. Hinh énh Xquang khép géi 2 bén tw thé thang (a) va tw thé nghiéng (b) khép ¢b chan

2 bén tw thé thang (c) va nghiéng (d)

i

Hinh 3. Hinh dnh chup X quang cénh va cdng tay 2 bén tw thé nghiéng

a.

- Nhiéu chdi xwong xuét hién & than va hanh xwong clia cac xwong canh tay trai, xwong quay hai bén, xwong
dui, xwong chay va xwong mac hai bén. Chdi xwong ¢ nhiéu hinh thai, loai cé cubng rd, loai day rong.

DIEN QUANG VIET NAM  S6 28 - 7/2017 87



DIEN PAN

- Xwong tru cong, dau dwdi xwong quay dai hon
xwong try, trat khép quay tru dwdi bén phai.

- Léch truc khép gbi hai bén hinh chi X, khép cb
chén 2 bén veo ra ngoai.

- Khéng théy tén thwong dang u sun hay céac tdn
thwong hinh thai khac trén cac phim.

Vé mat hinh anh, tén thwong cé nhitng dau hiéu
hinh &nh dién hinh cta chdi xwong nhiéu vi tri va ndm
trong bénh canh bam sinh cé gay bién dang chi trén va
chi dwdi (osteochondromatosis hoac HME- Hereditary
Multiple Exotosis).

3. CAC XET NGHIEM KHAC

- Cac xét nghiém hoa sinh, t& bao mau trong pham
vi binh thwéng

- Chwa c6 xét nghiém gen hoc
4. BAN LUAN

HME la bénh |i hiém gap (wéc khodng 1/50.000
dan), thé hién trén hinh anh Xquang véi téi thidu hai
chéi xwong & ving hanh xwong dai. Chan doan xac
dinh bang chan doan gen véi sy bién méat hoac dot
bién mét trong hai gen EXT1 hodc EXT2. Trong trwéng
hop bénh nhan c6 yéu té gia dinh dwong tinh vé&i xét
nghiém gen thi khéng can tiéu chudn xét nghiém gen
nira. Cac gen EXT1 va EXT2 dwoc coi la ¢ vai tro diéu
hoa qua trinh tang sinh va biét hoa cla cac té bao sun
& vung phat trién xwong.

Ngoai bidu hién da chdi xwong, cac tén thwong
xwong phdi hop véi HME gém co: bién dang céng tay
(xwong tru ngén kém theo cong xwong quay thir phéat)
39-60%, hai chan dai ngén khac nhau 10-50%, léch
truc khép gbi (chan chir X hodc chir O) 8-33%, bién
dang cb chan 2-54%, lun khéng can déi 37-44%.

Nhirng bién chirng ctia HME gdm cé: viém bao
hoat dich, bao khé'p 14%, chén ép gan than kinh 1an can
22,6%, chén ép mach mau 11,3%, chén ép tly 0,6%,
nguy co gay xwong bénh Ii, trong cac bién chirng, dang
quan tdm nhét 14 ti 1& chuyén dang &c tinh wéc khoang
0,5-5%. DAu hiéu nghi nge’ chuyén dang &ac tinh gébm
cé: chdi xwong tang kich thwéc dang ké sau tudi day
thi, dau tai chd mai xuét hién, chiéu day mi sun >1,5cm
& tré em hoac >1cm & ngudi lon.

Hinh anh X quang thwdng di dé& chan doan HME,
trong mot sé trwdng hop can bdc 16 cac chdi xwong vi
tri phire tap can st dung CLVT, CHT ¢ vai trd danh gia
dd day mi sun (xung T2W), c6 thé st dung PET trong
danh gia mirc d6 ting hap thu phéng xa ctia cac choi
xwong trong dw doan nguy co' chuyén dang tuy nhién
chwa cé bang chirng rd rang.

Chéan doan phan biét v&i: Loan sdn mot nira bén
sun dau xwong (Dysplasia epiphysealis hemimelica-
DEH) va bénh ly da xwong sun (Metachodromatosis)

- Loan san mét nira bén sun dau xwong (DEH) hay
bénh Trevor, bénh hiém, xuét hién cac u xwong sun
phat trién & mot phia clia dau xwong, khong di truyén,
khéng cé nguy co' chuyén dang 4c tinh.

Hinh,4. DEH véi tén thu’O’ng,déc xwong khéng déu dang sup lo phéat trién & r‘nc_“)t‘bén dau duwéi xuong méac
(A), cac ton thurong khac phat trién & méat bén ctia xwong sén va xwong got (B), 16i cau trong xwong dui (C) [4].

- Bénh ly da xwong sun (Metachondromatosis
- MC), bénh hiém, di truyén gen trdi, dot bién gen
PTPN 11, thé hién & sw két hop gitra da u sun va

da u xwong sun (chdi xwong). Bénh c6 thé tw thoai
trién, hiém khi gay bién dang chi, rat hiém khi chuyén
dang ac tinh.
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Hinh 5: Metachondromatosis.
Hinh énh Xquang khung chdu va ban
tay hai bén ctia mét bénh nhén 6 tudi
v6i u néi sun & dau trén xwong dui
phai (A), u néi sun & dau gén xuong
ban ngén 1 ngén 3 tay trai (mdi tén),
I nhiéu chéi xwong & cac

HME thwéng chi can theo déi don thudn bdng X ching rd rang viéc phau thuat cat bé cac chdi xwong
quang, phau thuat cat bd chdi xwong khi gay dau, anh  lién quan c6 thé gidi quyét dwoc cac bién déi hinh thai
hwéng thdm mi, gy chén ép mach mau, than kinh  xwong kém theo.
ho&c ¢6 nguy co chuyén dang &c tinh. Chwa cé bang

5. KET LUAN

Nhiéu chdi xwong bam sinh (Hereditary Multiple Exotosis) la tinh trang bénh ly hiém gap, di truyén gen tr6i ndm
trén nhiém séc thé thuwdng, chan doan trén hinh anh khi xuét hién trén 2 chdi xwong & ving hanh xwong dai, cé
thé kém theo cac bat thwong vé& hinh thai xwong. Chan doan phan biét véi Loan san mot niva bén sun ddu xwong
(Dysplasia epiphysealis hemimelica- DEH) va bénh ly da xwong sun. Néu khéng c6 biéu hién 1am sang, chi can theo
dai, phau thuat khi tdn thwong gay dau, chén ép cac clu tric mach mau than kinh hodc nguy co' chuyén dang ac tinh.
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TOM TAT

Bénh ly u xwong sun (osteochondromatosis) hodc con dugc goi la nhiéu chdi xwong bam sinh (hereditary
multiple exotosis) |a tinh trang bénh ly hiém gap lién quan dén di truyén gen trdi trén nhiém sic thé thuong,
trong d6, cé sw hién dién cla cac chdi xwong ma chi yéu phan bd & hé théng xwong ngoai vi. Bai viét nay
chung t6i gi¢i thi€u modt bénh nhén co triéu chirng Idam sang va cac dau hiéu hinh anh dién hinh cla chdi
xwong trén phim chup Xquang. Bénh nhan ni¥, 24 tudi, vao vién vi ly do dau viing gdi 2 bén, 1am sang c6 bién
dang va mét dbi xirng vé cau tric chi trén, chi dwdi 2 bén, trén hinh &nh Xquang chi trén (canh, céng tay) va
chi dwédi (dui, cdng va cb chan) hai bén: sw hién dién cta nhiéu chdi xwong phan bé rai rac & cac xwong dai,
phat trién day 16i vé xwong & vung chuyén tiép - than xwong, cé cac hinh thai co6 cudng hodc hinh thai day
réng, tén thwong cé xu hwéng phat trién vé phia than xwong va di xa vé xwong. V&i déc diém hinh anh dién
hinh: bénh nhan dwoc chan doan da chdi xwong cé tinh chét di truyén.

* Cdc chdr viét tat: BN= bénh nhan, HME= hereditary multiple exostosis (da chdi xwong cé tinh chét di
truyén), CLVT= cét I&p vi tinh, CHT= cong hudng tr.

* Tor khod: u xuwong sun, chdi xuong, osteochondroma, osteochondromatosis, hereditary multiple
exostosis.
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