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CARNEY COMPLEX CASE REPORT AND REVIEW OF LITERATURE
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ABSTRACT

Carney complex is a dominant genetic disease associated with many neoplasm in multiple
endocrine glands such as the thyroid, pituitary, and adrenal glands and tumors outside the
endocrine glands. Typically, patients have many brown pigmented spots on the face and many
tumors in the heart, breast, adrenal glands... The most common heart tumor is atrial myxoma
and can recur many times. Patients also have symptoms of Cushing's syndrome in many cases.
Confirmed diagnosis is often missed. We report a typical case and review the literature on this
disease.
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TOM TAT
Carney complex 1a mot bénh 1y di truyén thé troi voi nh1eu u tan sinh ¢ tuyen noi tiét nhu
tuyen giap, tuyén yén, tuyen thuong than va u & ngoai tuyén ni tiét. The dién hinh, bénh nhan
c6 nhiéu dom sac t0 mau nau trén mat va nhiéu kh01 u ¢ tim, va, tuyén thuong than...U ¢ tim
thuong gap nhat 1a u nhay nhi va c6 thé tai phat nhiéu 1an. Bénh nhén ciing c6 biéu hién ciia hoi
chirg Cushing trong nhiéu tru'ong hop. Chén doan xac dinh thudng bi bo s6t. Ching t6i bao cdo
mdt truong hop dién hinh va diém lai y van vé bénh 1y nay

Tir khéa: Carney complex, u nhay nhi, ddm sic t6 bat thuong.

1. PAT VAN PE

Phirc hgp Carney (Carney Complex- CNC) 12 mot bénh
ly di truyén thé troi rat hiém gip va co rat nhiéu bién
the Goi la phirc hgp boi vi bénh 1y phuc tap nay bao
gom da u tan sinh ¢ tuyen noi tiét (tuyen thuong than,

tuyen giap va tuyen yén) va ngoai tuyen ndi tiét dac biét
12 u nhay ¢ tim, dudi da va u xo nhay vi. U tinh hoan
va u budng trimg it gap hon. Pi kém 1a cac ri loan vé
hormone trong d6 hdi ching Cushing rat hay gap. Cho
dén nay theo y van chi khoang hon 750 truong hop duoc
bdo cao (1985-2017) v6i 63% bénh nhan lantr gidi [1-3].

Aidan J. Carney la ngudi mé ta dau tién vé bénh Iy nay
vao nam 1985 va sau d6 1 nam, hoi chitng nay da mang
tén Carney complex. Mo ta cua Carney ban dau chi bao
gom dom sdc to da, u nhay, 10i loan hoat dong tuyén
ndi tiét [2]. Hién tai, c6 kha nh1eu bién thé véi biéu hién
gom 4 nhom dir k1en tiéu chuan nhu sau:

Pbém sac to (lengltlnous plgmentatlon) dién hinh. Cac
dom sdc to va ndt rudi mau xanh (blue nevi) trén mat,
¢b va than, bao gdbm ca mdi, ket mac va cing mac, Xut
hién khi méi sinh, nhung vét thim mau café sira chi
thay & tudi day thi.

Céc khbi u noi tiét: u vo thuorng than dang nbt sac to
nguyén phat (PPNAD) 1a r6i loan ndi tiet phé bién
nhét trong Carney Complex U nay géy ra hoi chung
Cushing nguyén phat. It gap hon 1a u tuyén yén tict
hormone tang truong, u tuyén giap va ung thu biéu mo
tuyén giap.

U nhay (myxomas): ¢ nhi trai hodc phai, ¢ va (breast
myxomatosis), & xuong (osteo-chondromyxomas) va &
da, niém mac

*Tac gia lién h¢

Ungoai tuyen ndi tiét: cocac dang usau: psammomatous
melanotic schwannomas, u tuyen v, u tinh hoan Sertoli
cells (LCCSC), va nang buong tring.

Chan doan xéac dinh khi c6 it nhét 2 tiéu chuan da néu
trén hodc c6 1 tiéu chuén di kém véi 1 nguoi than tryc
hé (1st-genertion relative) mic bénh hoic BN mang
gene bicn thé khong hoat dong PRKARIA [3.,4]. Chan
doan phén biét voi hoi chu’ng McCune-Albright, gom
10i loan hoat dong tuyén noi tiét va tam chimg loan san
da xuong sQi (polyosteotlc fibrous dysplasia), nét sic to
mau ca phé sira, va day thi som.

V& mit gen di truyén, khoang 25% truorng hop phtic
hop Carney xay ra 1¢ té do dot b1en méi. CNC ban dau
duoc cho 1a mang tinh troi nhiém sic thé thuong, nhung
gan day, 2 locus di truyén da duoc lién két voi phtc
hop Carney Locus thir nhat gen CNC 1 la dot bién
dong mam & tiéu don vi diduhoa 1A cua protein kinase
A (PRKARIA) ndm & vi tri nh1em sdc thé 17q22-24
dugc quan sat thay ¢ khoang 2/3 s bénh nhén CNC.
Locus thtr hai da dugc ghi nhan trén nhif:m sdc thé 2p1e6,
nhung chua xac dinh dugc gen cu thé. Sy thay doi vi
tri & nhidém sic thé 2p16 da dugc bao cao ¢ nhimng bénh
nhan c6 dot bién gen PRKARIA [3,4].

Bi¢u hién lam sang thub’ng gip nhat 1a hoi ching
Cushing (60 70%) khi BN ¢6 u thugng thdn PPNAD,
dau tuyén giap (25-55%). Dom sic to (50-80%) va nbt
rudi xanh (40%) thuong thiy ¢ mit va ving sinh duc.
U nhay dudi da it gap hon, c6 kich thude nho < Iem,
c6 thé 6 bat ky vi tri ndo va 1a tén thuong dic trung ¢
da goi y chan doan CNC. U nhay nhi ¢ tim it gdp hon,
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khoang 20-40% nhu’ng co khuynh hudng tai phat du da
cit triet dé trong cac lan mo trude. U nhay nhi cling 1a
nguyén nhan gy thuyén tic nio va dot tir trong CNC.

2. TRUONG HQP LAM SANG

BN nit, 43 tudi nhap vién vi mét, kho tho. Lam sang
c6 hoi chu'ng Cushing voi Cortisol mau 568,82nmol/L,
Cortisol nudce tieu 24h=1049,3 nm. ACTH < 1,5pg/ml
va IGF = 168ng/ml.Duong huyet TSH va FT4 trong
gi6i han binh thuong. CRP = 11,64mg/L Tién st phau
thuat tim d hai 1dn mo cit u nhay nhi trai (2017) va u
nhay nhi phal (2021). Ca siéu am tim va CT scan déu
cho thay c6 hai khdi u trong nhi phai, mat o dong nhét
dang u nhay (hinh 2). CT scan ciing ghi nhéan c6 u #
9x11mm & Vung vo tuyen thuong than hai bén, u nang
tuyén giap va nhiéu u tuyén nho & ca hai va. Tién st gia
dinh phia cha me¢ BN khong phat hién bat thuong, tuy
nhién con gai 16n ctia BN ¢6 cac nét sic td kieu CNC
trén khudn mat tron (moon face) di kém vé6i nhiéu u soi
nho ¢ hai vu trén si€u am. Con trai BN khong c6 cac
biéu hién bénh.

Hinh 1. N6t sic td trén mit (con gai BN)

Hinh 2. U nhay nhi phai tai phat (CT scan 6/2024)

BN dugc phau thuat ngay /7/2024. Trong md, c6 hai
khdi u dang u nhay nhi pha1 kich thudce 35x 30mm va
15x15mm. U nhay ¢6 cuong nam gan vach lién nhi. Cat
tron khéi u va lam giai phau bénh cho thay ban chit van
12 u nhay nhi (hinh 3 va 4). Bénh nhén ra vién sau 10
ngay diéu tri.

3. BAN LUAN

Phure hop Carney la mot bénh ly di truyén rat hiém gap
va khong dé chan doan. Theo y van, ti 1€ nam ni mac
bénh 1a ngang bang va bénh CNC thuorng dugc phat
hién sém trong lira tudi 10-20. Can nghi ngd chan doan
CNC khi c6 tur 1 dén 2 tiéu chuan da néu trén. Va phai
1am rat nhidu xét nghiém chan doan hinh anh, sinh hoa
de xac nhan chan doan. Xét nghlem gene PRKARIA
rat can thiét ddc biét dé chan doan xac dinh cac truorng
hop thé gene an. Truong hop cua chung to1 da c6 gan
nhu du 4 tiéu chudn du chua dugc xac nhan vé gene.
Maic du BN khong co cac not sdc td dic trung nhung
con gai BN lai c6 ndt sic t6 dién hinh tén mit, khuon
mdt hinh mat trang nhu y van m6 ta (hinh 1) +u va +
u budng tnrng, thém mot tiéu chuan dé chan doan xac
dinh CNC gia dinh.

Hinh 3B: khdi u nhay c6 cudng ré
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KET LUAN: U NHAY NHI (MYXOMA )
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Hinh 4. giai phau mo hoc
cho thiy ban chat u vén 13 u nhay

U nhay nhi chi xuit hién trong 20-40% s truong hop
va thuong tai phat[4]. Harbeck mo ta 3 trudng hop CNC
déu 1a nir tré < 30 tudi nhung chi c6 mét truomg hop co
u nhay nhi xuit hién mudn (chan doan bgnh nam 25
tudi va dugc phiu thuat cat u nam 46 tudi) [5]. Béo céo
cua Vargas-Barron cho thay c6 3 truong hop (2 nam va
1 nu’) dugc chan doan xac dinh 1a CNC (trong 20 nim)
va chi 1/3 truong hop nay cé u nhay nhi tai phat [6].

Yokoyama, [7] bdo céo 1 truong hgp u nhay nhi trai tai
phat khi d6 méi dinh bénh duge 1a CNC. Truong hgp
cua chung t6i, u nhay nhi tai phat dén lan thir ba (lan
dau u nhay nhi trai, 1an hai u nhay nhi phai) méi chan
doan dugc 1a CNC. Tuong tu, Bireta cling bdo cdo mot
truong hop u nhay nhi trai tai phat 1an thir ba méi chan
doan xac dinh la CNC [8]. Roy, ndm 2011 béo céo 1
truong hop u nhay nhi trai tai phat lan hai khi dé BN
duogc xac dinh 1a CNC gia dinh voi 3 anh chi em déu co
u nhay nhi tréi tai phat. Cha va me¢ BN khong gh1 nhdn
mdc CNC. Vi u nhay nhi hay that c6 kha nang gy tac
nghen van va thuyén tac hé thong dan dén dot tir nén
céc tac gia déu .dong thuén c6 chi dinh phau thuat cit
bo u nhay lan dau hogc tai phat. Cac khéi ud tuyen ndi
tiét dac biét 1a u tuyén thuong than, u tuyén yén cling
¢6 chi dinh phau thuét néu roi loan hormone kho kiém
soat. BN cling can xet nghi¢m hormone ndi tlet siéu am
tim, tinh hoan va budng trimg hang nam nham theo ddi
tién trién ciia bénh la chan doan sém u carcinoma hoa.

4. KET LUAN

Nén nghi dén chan doan phtric hop Carney khi gip
mot bénh nhan céd hoi chlmg Cushing di kém u nhay
tim hodc bénh nhan nit mac u nhay tim tai phat nhiéu
lan. Chan doan xac dinh khi co it nhét hai tiéu chuan
hodc xét nghi¢m gene di truyen ¢6 kiéu hinh dic trung
PRKARIA. Phau thuat cit bé u nhay duoc chi dinh cho
du u tai phat nhiéu lan.
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