NGHIEN CUU LAM SANG

Mot s6 dac diém cdu trac va chirc nang tim trén
siéu am & cac thanh vién bac mét trong gia dinh
bénh nhan bénh co tim phi dai

TOM TAT

Bénh co tim phi dai (BCTPD) la mét bénh ¢
tinh di truyén tréi theo quy luat Mendel va gay ra
bai dot bién mot s6 gen lién quan dén co tim lam
phi dai co tim. Bénh c6 thé dan dén cac bién chiing
nguy hiém nhu dét tu, suy tim, réi loan nhip... Pai
da s6 bénh nhén c6 bénh ma khong cé triéu chiing
nén khong phat hién dugc sém. Do vay, viéc phat
hién sém bénh dic biét ¢ nhiing ngusi thin bénh
nhan bi BCTPPD ¢6 y nghia quan trong gitp diéu tri
kip thoi, ngan ngira bién chiing, tién trién bénh va tu
vén di truyén. Tai Viét Nam, chua c6 nghién ctiu vé
dac diém cdu tric va chiic nang tim trén déi tuong
ngudi nha bénh nhan bénh co tim phi dai.

Muyc tiéu:(1) Pic diém lam sang, cin lam
sang & cac thanh vién bic mot trong gia dinh bénh
nhén bénh co tim phi dai. (2) Mot s6 dic diém cdu
trac va chic nang tim trén siéu 4m & cac déi tugng
nghién ctu.

Phuong phap nghién ctéru: Nghién ctiu mo ta
cit ngang theo trinh tu thoi gian dugc tién hanh trén
65 déi tugng la ngudi than tryc hé trong gia dinh 21
cabénh chi diém la nhiing bénh nhan bi BCTPD tai
Vién Tim mach Viét Nam (Bénh vién Bach Mai).
Céc bénh nhén va ngudi nha dugc phong vén, két
ndi kham bénh tai Vién Tim mach dé xac dinh c6
bi BCTPD hay khong. Tit ca cac d6i tugng ciing
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dugc khdm, lam xét nghiém va siéu am tim; 29
déi tugng thudc S gia dinh bénh nhan c6 gen dot
bién gay BCTPD dugc lay mau dé xét nghiém giai
trinh ty gen tim ra cé dot bién gen gy bénh hay
khong tai Trung tim Nghién ctiu Gene va Protein
Dai hoc Y Ha Noi.

Két qua: 86 déi tugng (bao gdm ci ngudi bénh)
trong cdc gia dinh ctia 21 nguoi bénh mac BCTPD
dugc phong van diéu tra, trong d6 c6 65 ngudi
dugc kham, xét ngiém va siéu 4m tim; 29 ngudi
dugc xét nghiém gen. Két qua bing siéu 4m da phat
hién dugc 13/65 bénh nhan chiém 20%, v6i DPTD
phat hién dugc 2/65 (3,2%) bénh nhan c6 rung
nhi, 1/65 (1,6%) bénh nhan c6 block nhdnh. Dic
biét la trong s6 29 déi tuong dugc xét nghiém gen,
c6 13,8% (4/29) ngudi c6 dot bién gen MYH?7. O
nhom bénh, bé day VLT va TSTT cé tim thu va tim
truong déu cao hon nhém khong bénh (p<0,001).
Ty 1é VLT/TSTT >1,3 1a 16,9%, c6 6,3% c6 ddu
hiéu SAM va c6 9,2% c6 chénh dp dudng ra that trai,
ty1é HoHL la 12,3%.

Kétluin: Bang siéu am da phat hién 20% thanh
vién bic mét mic BCTPD. Da s6 khong ¢ triéu
chiing, nhém c6 bénh c6 nhiéu biéu hién lam sang
hon nhém khong bénh véi cac biéu hién phé bién la
kho thg, dau nguc. Cac d6i tugng dugc chdn doan
BCTPD c6 dic diém siéu Am tim dién hinh: 46,2%
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c6 tylé VLT /TSTI'>1,3; 30,8% c6 ddu hiéu SAM,;
38,5% c6 hep dudng ra that tréi.

Tit khéa: Bénh co tim phi dai, thanh vién bac
mot/hodc ngudi than tryc hé trong gia dinh bénh
nhén bénh co tim phi dai, dic diém cdu tric va chuc

nang tim trén siéu am.

DAT VAN DE

Bénh co tim phi dai (BCTPD) 12 mét bénh ly
tim mach nhu truéc ddy moi nguoi van nghi. Bénh
co tim phi dai giy ra béi mot s6 gen dot bién di
truyén trdi trén nhiém sic thé thuong, tuan theo
quy luét di truyén ctia Mendel. Bénh mang tinh di
truyén troi. Cho dén nay ngudi ta da biét c6 hon 10
genlién quan t6i bénh co'tim phi dai, dot bién bét ct
gen nao trong 10 gen nay déu c6 thé dan téi nhiing
r6iloan trong cdu truc co tim. Bénh dic trung boi su
phi dai co tim, c6 thé gay can tré duong ra ctia dong
méu tU tim thét trdi, suy tim, cic réi loan nhip tim
trdm trong, va thdm chi dot tir... Cac nghién ctiu cho
thdy, bénh co tim phi dai la cin nguyén hang dau gay
dot tir do tim mach & ngudi tré dudi 35 tudi. Mac
dt nhiéu truéng hop bénh nhén van c6 thé chung
song hoa binh v6i bénh ma khong can doi hoi cac
phuong phap diéu trj dic biét. Tuy nhién, cic ddu
hiéu suy tim c6 thé dién bién tang dan sau 35 - 40
tudi. Cac bénh nhin 16n tudi cb thé cb biéu hién
suy tim nang sau mot giai doan hoan toan khong cé
triéu chiing lam sang. Mot s6 it cic bénh nhan tré
tudi phai nhép vién nhiéu 14n vi cdc con nhip nhanh
that tai phat.

O Viét Nam chua c6 thong ké nao vé ty 1é mic
bénh nhung trén thé gi¢i & My va chau Audacémot
s6 nghién cttu chi ra ring ty 1é mac bénh la 1/500 &
nam va nt la nhu nhau, khong c6 sy khéac biét vé ty
1é¢ mac bénh gitia cdc quéc gia, ving mién trén thé
gi6i. Trong thuc té, dai da s6 bénh nhan (trén 90%)
c6 bénh ma khong cé biéu hién gi nén khong phat
hién dugc sém. Do viy, viéc phat hién sém bénh

dic biét ¢ nhiing nguoi than bénh nhén bi bénh co
tim phi dai cé y nghia quan trong gitp diéu tri kip
thoi, ngin ngtia bién chiing, tién trién bénh va tu
vén di truyén. Ngay nay, v6i su tién bo cta khoa hoc
ky thuét, dac biét trong linh vyic siéu 4m tim va sinh
hoc phén ti da gitp da giup chin doan bénh co tim
phi dai s6m, nhiéu khia canh vé theo doi lim sang
BCTPD van phai dugc dya vao viéc phén tich cay
pha hé gia dinh, diéu nay da dugc néu ré trong cic
guidelines. Trong khi d6 nghién ctu vé dic diém
lam sang va cdu tric chiic ning tim & cic thanh vién
trong gia dinh bénh nhan BCTPD trén thé gidi con
it, va chua c6 nghién ctiu nao dugc tién hanh & Viét
Nam. Vi vy ching t6i tién hanh nghién ctiu dé tai:
“Mét s6 ddc diém cdu tric va chiic ndng tim trén
siéu dm & cdc thanh vién bdc mot trong gia dinh
bénh nhdn bénh co tim phi dgi” nhim muc tiéu:

1. Dic diém lam sang, can 1am sang & cic thanh
vién bic moét trong gia dinh bénh nhén 4 bénh co
tim phi dai.

2. Mot s6 dic diém cdu trac va chiic ning tim

trén siéu dm & cac doi tugng nghién ctiu.

DOI TUONG VA PHUGNG PHAP NGHIEN CUU
Doi tugng nghién ciu

Nghién ctiu dugc tién hanh trén cic d6i tugng la
cac ngudi nha (b6 me dé, anh chi em rudt, cic con
dé - méi quan hé huyét théng) ctia bénh nhan dugc
chdn doéan bi bénh co tim phi dai vao khdm va diéu
tri tai Vién Tim mach Viét Nam — Bénh vién Bach
Mai tur thang 7/2019 dén thang 7/2020.

Bénh nhan dugc chdn doan Bénh co tim phi dai
Theo khuyén cdo ctia Hoi Tim mach chau Au nim
2014

- Phai c6 bing chiing ctia phi dai cd tim (co tim
day ti 15Smm tr6 1én 6 ngudi bénh bat ky hodc tur
13mm tré 1én & ngudi nha bénh nhén c6 bénh co
tim phi dai) trén cic bién phép chdn doén hinh anh
nhu siéu dm tim hoac chyp cdng hudng tii co tim, va
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- Khong c6 cic nguyén nhén khéc giy ra phi dai
co tim nhu ting huyét dp, hep van PMC, hep eo
DPMC, bénh chuyén héa....

Thiét ké nghién ciu

Nghién ctiu mo ta cit ngang.
Phuong phap thu thép s6 liéu:

Ky thudt thu thdp s6 liéu: Thu thip thong tin
qua bénh 4n, phong vén truc tiép, thu thap két qua
siéu am tim.

Cdc budc tién hanh:

- T4t ca thanh vién bic mot trong gia dinh bénh
nhan du tiéu chudn dugc dua vao nghién ctiu.

- Lam bénh 4n theo mau nghién ctiu riéng.

- Kham lam sang,

- Thu thap cic ditliéu can lam sang.

- Lam siéu 4m Doppler tim 2D qua thanh ngyc.

- Xt ly s6 liéu va phén tich.

Phuong ti¢n: Chung t6i st dung mdy siéu 4m
Afhinity SO0G ctia hang Phillip 2018, My. Véi dau do
3.5 MHz c6 thé tham do SA tim TM, 2D, Doppler
xung, Doppler lién tuc, Doppler mau va Doppler
mo co tim. Trén mdy c6 dudng ghi dién tim dé
doéng thoi véi hinh anh siéu am.

Quy trinh lam siéu am tim theo khuyén céo cua
Hoi Siéu 4am Tim Hoa Ky (ASE).

Bdng 1. Triéu chiing co ndng ciia nhém nghién ciiu

X ly thong ké s6 liéu nghién ciu
Bang phan mém Stata 14.2.

KET QUA

Nghién ctu dugc tién hanh trén 65 déi
tugng (1a b6 me dé, anh chi em rudt, con dé -
moéi quan h¢ huyét théng) thudc 21 gia dinh
bénh nhén c6 bénh co tim phi dai. Trong nghién
clu cua chung t6i, tudi trung binh cta nhom
nghién ctu la 38,2 + 19,7 trong d6 nhé nhat 1a 2
tudi va 16n nhét la 90 tudi. Ty 1¢ cic nhém tudi
<20, 20-40 va > 40 lan lugt 1a 21,5%; 36,9% va
41,5%. Trong d6 c6 37 ni chiém 56,9%; va 28
nam chiém 43,1%. Chiéu cao trung binh la 159,1
+ 12,3, cAn ning trung binh 13 53,7 + 11,7 va BMI
trung binh 1a 20,9 + 3,1. Tién st hat thudc 14 la
18,5%; tiép dén tién st gia dinh c6 nguoi bi dot
tir chiém ty 1&: 15,4%; tién st RLLP chiém ty l¢
13,8%, tién st tang huyét p la 3,1%, tién st CAD
1a 3,1%. Tién st cdy mdy tao nhip tim/ mdy khu
rung tim (ICD) la 0%. Tién st gia dinh c6 ngudi
bi BCTPD la 100%. Trong nghién ctiu, bing siéu
am da phat hién dugc 13/65 bénh nhéan chiém ty
16 20,0%.
Piac diém lam sang va cin lam sang

Chung C6bénh Khongbénh
Triéu chiing (n=65) (n=13) (n=52) p
n % n % n %
Mét moi 13 20 6 46,2 7 13,5 <0,05
Tim tai 0 0 0 0,0 0 0,0
Ngit 3 4,6 2 154 1 1,9 >0,05
Thiu 3 4,6 2 154 1 1,9 >0,05
Khé the 23 354 9 692 14 269 <0,05
Dau nguc 18 277 7 53,8 11 212 <0,05

Nhdn xét: Tylé cic triéu chiing co nang déu cao hon ¢ nhém c6 bénh. Trong d6 hay gip nhatla kho the
(69,2% so véi 26,9%), dau nguc (53,8% so véi 21,2%), mét méi (46,2% so véi 13,5%). Khong gip bénh

nhin ndo tim ti & ca hai nhém.
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Bdng 2. Phdn d¢ khé thé theo NYHA

Chung Co6bénh Khongbénh
Do kho the (n=65) (n=13) (n=52) p
n % n % n %
NYHAI 14 21,5 N) 55,6 9 64,3
NYHAII 9 13,8 4 444 S 357
>0,05
NYHAIII 0 0,0 0 00 0 00
NYHAIV 0 0,0 0 00 0 00
Tong 23 100,0 9 100,0 14 100,0

Nhdin xét: Ty1¢ khé thd NYHA II 6 nhém c6 bénh 1a 44,4% cao hon ¢ nhém khéong bénh 1a 35,7%,

Bdng 3. Phdn d6 dau nguc theo CCS

tuy nhién sy khac biét khong c6 y nghia thong ké véi p > 0,0S.

Chung Coébénh Khongbénh
Dau nguc CCS (n=65) (n=13) (n=52) P

N % n % n %

I 13 20 3 429 10 90,9
II 4 62 3 429 1 91

<0,05

N | 1,5 1 143 0 0,0

v 0 0 0 0,0 0 0,0

Tong 18 100,0 7 100,0 11 100,0

Nhdn xét: G nhom c6 bénh thi ty1é dau nguc mitc d6 IT1a 42,9% va muic d6 I111a 14,3% cao hon hén so

v6i nhém khong bénh chi yéu & miic d6 I (p <0,05).

Bdng 4. So sdnh vé huyét dp va tdn so tim ciia hai nhém

o Chung Cébénh Khong bénh
Thong sé p
(n=65) (n=13) (n=52)
Huyét ap tam thu 1157+16,8 109,8+£15,3 117,2+£20,0 >0,05
Huyét 4p tam triiong 72,8+12,5 682+ 146 739+ 11,9 50,05
Tan so 778+11,8 783 +84 77,1+144 >0,05

Nhdn xét: Huyét dp c6 xu huéng thip hon ¢ nhdm c6 bénh. Tuy nhién sy khéc biét khong c6 y nghia

thong ké véi p > 0,0S. Tan s6 tim khong c6 sy khac biét gitia 2 nhom.
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Bdng S. Dién tdm do ciia nhom nghién ciu

Dién tam do Cobénh (n=13) Khongbénh (n=52) Chung (n=65)
Rung nhi 2 0 2(32%)
Block nhanh T 1 0 1(1,6%)
Block nhanh P 1 0 1(1,6%)
NN thét 0 0 0
BAV 0 0 0

Nhdn xét: Chi c6 2 ngudi chiém 3,2% c6 rung nhi va 1 ngudi block nhanh T hoac P trén dién tdm d6
chiém 1,6%.

Khong phat hién thdy su bt thuong trén cic xét nghiém cin l4m sang bao gém XQ tim phdi thing,
cong thitc méau, sinh héa méu co ban trong nhém nghién ciiu.
Pic diém siéu 4m cia nhém nghién ciu

Bdng 6. Chi s6 dudng kinh nhi trdi va dong mach chii

DPuongkinh Chung Cobénh Khong bénh
(mm) (n=65) (n=13) (n=52) P
Nhi trai 31,6+54 349+6,5 30,7+4,8 <005
PMC 259+46 26,147 259+46 >0,05

Nhdn xét: Trung binh dudng kinh nhi trdila 31,6 + 5,4 mm trong d6 nhém c6 bénh 1a 34,9 + 6,5 mm cao
hon hin nhém khong c6 bénh Ia 30,7 + 4,8 mm. Sy khic biét c6 y nghia thdng ké véi p < 0,05. Trung binh
dudng kinh dong mach chi nhém nghién citu 13 25,9 + 4,6 mm trong d6 nhém c6 bénh 1a 26,1 £ 4,7 mm
cao hon nhom khong bénh 13 25,9 + 4,6 mm. Tuy nhién sy khéc biét khong c6 y nghia thong ké véip > 0,0S.

Bdng 7. Trung binh kich thudc thdt trdi

! Chung Co6bénh Khong bénh
Chisé P
(n=65) (n=13) (n=52)
Dd (mm) 41,02+538 41,03+4,23 41,02+5,68 50,05
Ds (mm) 23,58+4,12 23,96+3,55 23,48+4,29 >0,05
Vd (ml) 75,61£19,16 7400+16,37 76,02£1993 >0,05
Vs (ml) 21,82+7,72 21,0147,56 22,0247,83 0,05

Nhdn xét: Chisé Dd va Ds cia nhém chung 14 41,02+5,38 mm va 23,58+4,12 mm, ctia nhém bénh Ia
41,03+4,23 mm va 23,96£3,55 mm. Chi s6 nay cia nhom khong bénh 1a 41,02+5,68 mm va 23,48+4,29
mm. Khong cé sy khac biét gitta hai nhém véi p > 0,05. Chi s6 Vd va Vs ctia nhém chungla 75,61+19,16
ml va 21,82£7,72 ml, ciia nhém bénh la 74,00£16,37 ml va 21,01£7,56 ml; c6 xu huéng nhé hon so véi
nhém khéong bénh 1a 76,02+19,93 ml va 22,02+7,83 ml. Tuy nhién, sy khac biét chua c6 y nghia thong ké
gitia hai nhém véi p > 0,0S.
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Bing 8. Chilic ning tdm thu that trdi (%D, EF)

Thong sé Chung Co6bénh Khong bénh
(%) (n=65) (n=13) (n=52) P
%D 382+49 39,5+69 37,8+42 >0,05
EF 69,3+5,7 702+ 84 69,5+49 >0,05

Nhdn xét: Trung binh %D ctia nhém chung la 38,2+4,9, ciia nhém bénh la 39,5£6,9 va nhém khong
bénh 1a 37,8+4,2. Sy khdc biét khong c6 y nghia théng ké véi p > 0,0S. Trung binh EF cia nhém chung la
69,3£5,7, cia nhém bénh 1a 70,2+8,4; ctia nhém bénh la 69,5+4,9. Sy khac biét khong c6 y nghia théng ké
véip > 0,05.

Bdng 9. Trung binh bé day thanh sau thdt trdi, vdch lién thdt trén siéu dm TM

i Chung Cobénh Khéng bénh
Bé day (mm) p
(n=65) (n=13) (n=52)
VLT tim thu 11,04+3,60 15,82+3,64 9,81+2,38 <0,001
VLT tim truong 851+3,34 13,36+3,83 7.27+1,71 <0,001
TSTT tim thu 11,34+2,70 14,03£2,92 10,65+2,18 <0001
TSTI tim truong 7,57+2,24 9,82+3,06 7,00+1,56 <0,001

Nhdin xét: Trung binh bé day VLT tim thu va tdm truong ctia nhém chung la 11,04£3,60 mm va
8,51£3,34 mm; ctua nhém bénh la 15,82+3,64 mm, 13,36+3,83 cao hon hin so v6i nhém khong bénh
13 9,81£2,38 mm, 7,27+1,71 mm. Su khéc biét c6 y nghia thong ké véi p < 0,001. Trung binh bé day
TSTI tim thu va tim truong ctia nhém chung la 11,3442,70 mm va 7,5742,24 mm; ctia nhém bénh la
14,03£2,92 mm, 9,8243,06 cao hon han so v6i nhém khong bénh 1a 10,65+2,18 mm, 7,00+1,56 mm.
Su khéc biét c6 y nghia théng ké véip < 0,001.

Béng 10. Ty l¢ VLT/TSTT

Chung C6bénh Khongbénh
Tyl¢ VLT /TSTT OR,95%CLp
(n=65) (n=13) (n=52)
13 11 6 S

>1, -

16,9% 46,2% 9,6% OR=8,06
1,93-33,60

s 54 7 47 <005

83,1% 53,8% 90,4%

Nhdn xét: Ty 1é c6 chi s6 VLT/TSTT> 1,3 1a 16,9%, trong d6 gip & nhém bénh 1a 6/13 (46,2%) trudng
hop va & nhém khong bénh 1a 5/52 trudng hop (9,6%). Bénh nhan c6 chi s6 VLT/TSTT> 1,3 thi nguy co mic
BCTPD khong doi xiing cao gép 8,06 1an so v6i nhoém cé chisé VLT /TSTT < 1,3 v6i 95%ClI 1a 1,93-33,60.
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Bdng 11. Khéi lugng co thdt trdi va chi s6 khdi lugng co thdt trdi

Thong sé Chung (n=65) C6bénh (n=13) Khongbénh (n=52) p
LVM (g) 119,22+86,09 204,57+132,34 89,35+31,43 <001
LVM/BSA (g/m’) 76,37£50,25 125287933 $9,25+16,70 <001

Nhin xét: Khéi co thit trdi cia nhom chung la 119,22£86,09g trong d6 nhéom c6 bénh la
204,57+132,34g cao hon c6 y nghia thong ké so véinhém khong bénh 1a 89,35+31,43 véip < 0,01. LVM/
BSA ctia nhém chungla 76,37+£50,25 g/m*trong d6 nhém c6 bénh 1a 125,28+79,33 g/m?* cao hon nhém
khong c6 bénh la 59,25+16,70 g/m?. Sy khac biét c6 y nghia théng ké véi p < 0,01.

Bdng 12. Sy hién dién ciia ddu hiéu SAM

Dau hi¢u SAM Chung (n=65) Cébénh (n=13) | Khongbénh (n=52) P
4 4 0
Co
6,1% 30,8% 0,0%
61 9 52 <005
Khéng
93,9% 69,2% 100,0

Nhdn xét: C6 4 ngudi c6 ddu hiéu SAM chiém 6,3%. Nhom c6 bénh c6 ty 1¢ SAM cao hon ¢6 y nghia

théng ké so v6i nhém khong bénh véi p < 0,0S.

Bdng 13. Ty 1¢ bénh nhdn hé hai ld trén siéu dm

Ho haila Chung (n=65) Cébénh (n=13) | Khongbénh (n=52) P
8 S 3
Cé
12,3% 38,5% 5,8%
57 8 49 <005
Khong
87,7% 61,5% 942%

Nhdn xét: Tylé hohaild ciia nhém nghién ctiula 12,3% trong d6 nhém c6 bénh gip 5/13 bénh nhén chiém
38,5% cao hon nhom khéng cé bénh 1a 3/52 chiém §5,8%. Sy khac biét c6 y nghia thong ké véi p < 0,08.

Bdng 14. Sy hién dién ctia ddu hiéu chénh dp duong ra thdt trdi

Chénh ap PRTT mmHg Chung (n=65) Cobénh (n=13) Khéngbénh (n=52)
6 5 1
Co
9,2% 38,5% 1,9%
59 8 51
Khéng
90,8% 61,5% 98,1%

Nhdn xét: Cé 6 ngudi c6 chénh ap DRIT chiém 9,2% trong d6 nhém bénh Ia 38,5% cao hon nhém
khong bénh 1a 1,9%. Sy khac biét c6 y nghia théng ké so véi p < 0,0S. Trong S bénh nhan c6 bénh thi c6 1
truong hop chénh dp DRIT cao nhdtla 70/32 mmHg,
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Bdng 18S. So sdnh chi s6 siéu dm trén 29 bénh nhdn dugc xét nghiém dot bién gen

Chiss Dotbién gen MYH?7 Khong détbién gen MYH?7 b
(n=4) (n=25)

Nhi trdi 41,33+£7,50 33,50+1,31 <0,05
bMC 29,33+5,03 27,00+£3,07 >0,05
Dd 43,00+4,35 42,75+4,06 >0,05
Ds 22,66+4,61 25,87+3,56 >0,05
vd 83,66+2122 84,73+17,98 50,05
Vs 18,06+9,48 22,377,722 >0,05
VLT TIr 15,00+6,08 8,73+2,06 <0,08
VTLTT 17,7614,96 11,95+2,30 >0,05
TSTT TIx 9,53+2,54 7,85+1,40 >0,05
TSTTTT 16,20+2,30 13,25+1,58 <0,05
LVM 202,33+104,43 117,57£17,57 <0,05
LVM/BSA 120,68+59,15 73,50£12,70 <0,05

Nhin xét: LVM, LVM/BSA & nhém c6 gen
MYH7 do6t bién l1an lugt 13 202,33£104,43 va
120,68+59,15, cao hon hin nhém khong c6 gen
MYH?7 dét bién 1a 117,57£17,57 va 73,50212,70.
Su khdc biét c6 y nghia théng ké véi p < 0,0S.

BAN LUAN

1. Ty 1¢ phat hién BCTPD: Két qua phat hién
bénh co tim phi dai trén nhém bénh nhan nghién
ctiu bang phuong phdp siéu dm tim: c6 bénh la
13/6S doi tugng, chiém 20% va khong bénh la
52/65 déi tugng, chiém 80%. Pay la mot trong
nhting nghién cttu dau tién vé déi tugng nay tai Viét
Nam va vi vdy chung t6i chua tim théy s6 liéu nghién
ctiu cua céc tac gid khac nén chua thé so sanh dugc.

2. Phi dai vach lién that khong déi xting: Phi dai
véch lién thit khong déixingla hién tugng vach lién
thdt day uu thé hon so véi thanh thit trdi trong tim

truong véi ty 1é chiéu day vach, thanh sau thét trai
> 1,3. Khi ty 16 VLT/TSTT > 1,3 goi la bénh co tim
phi dai léch tam, ty 1é VLT /TSTT < 1,3 goi la bénh
co tim phi dai dong tim 37,38. Theo Klues HG,
Schiffersa, Maron BJ nghién ctiu trén 600 bénh nhan
bi BCTPD thi ty 1¢ BCTPD léch tim chiém 70%.
Trong nghién citu ctia chiing t6i: nhém c6 bénh c6
6 truong hop VLT/TSTT > 1,3 chiém 46,27% con
lai 7 trudng hop VLT/TSTT < 1,3 chiém 53,8%.
Nhiing d6i tugng c6 chi s6 VLT/TSTT > 1,3 thi
nguy cd mic BCTPD khong dai xting cao gép 8,06
lan so véinhdm c6 chi s6 VLT /TSTT < 1,3 v6i 95%
CI I 1,93 - 33,60. Khéi hiong co that trai (LVM)
ciing ting lén trong bénh co tim phi dai lam cho
céc thanh tim day lén bit thudng lam thé tich that
trdi nho lai cung lugng tim syt giam. Khi ching t6i
so sanh LVM & nhém c6 bénh 16n hon hin nhém
khong bénh: (204,57 + 132,34) va (89,35 £ 31,43),
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LVM/BSA nhém bénh cing 16n hon hin nhém
khong bénh: (125,28 + 79,33) va (59,25 + 16,70).
Su khac biét c6 y nghia thong ké véip < 0,001. LVM
nhom bénh thap nhét Ia 86 g; cao nhét 454g. Trong
dé c6 1 trudng hop (chiém 7,7%) c6 LVM > 293¢
(muic 6 ning theo ASE 2005).

3. Dic diém bé day cic thanh that trdi trén TM:
Trong bénh co tim phi dai cic thanh thét trdi cing
day Ién trén muic binh thudng kich thuéc cac thanh
that trai dugc do trén siéu am TM. O nhém co
bénh, bé day vach lién thit cudi tam truong (13,36
+ 3,83), thanh sau thit trdi cudi tim truong (9,82
+ 3,06) ting hon 1o rét so v6i nhom khong bénh,
su khdc biét nay c6 y nghia thong ké véi p < 0,001
vach lién thit cudi tim thu (15,82 + 3,64), thanh
sau thit tréi cudi tim thu (14,03 + 2,92) ciing ting
hon 5 rét so v6i nhém khong bénh (9,81 £2,38) va
(10,65 +2,18), su khac biét nay c6 y nghia thong ke
v6i p < 0,001. Trong d6 c6 4 trudng hop (6,2%) c6
day véch lién thit tim thu mtic d6 ning (> 17mm
theo ASE 2005). Theo Bruno Pinamonti, nghién
cttiu 600 bénh nh4n bi BCTPP bang siéu 4am TM va
2D, két qua bé day VLT tam thu (28,51 £ 5,12) thdp
nhit 13 15mm, cao nhat 13 52mm. Thanh sau that
trai tim thu (17,67 £ 4,43). Két qua cia ching téi
so v6i két qua nay c6 thap hon vi déi tugng nghién
ctiu ctia chung t6i c6 bé day VLT tam thu cao nhétla
22mm. Theo Braunwald nghién ctiu kich thudc thét
trdi ctia 135 bénh nhén bi bénh co tim phi dai, két
qua bé day VLT tam thu (30,12 + 6,12) thip nhit
[a 17mm cao nhét Ia 48mm, thanh sau that trdi tim
thu (18,17 £ 3,44). Két qua ctia ching tdi so véi két
qué nay c6 thdp hon vi cling ly do & trén.

4. Dac diém kich thuéc buéng that tri: Bsi vi
céc thanh tim day [én bat thuong nén lam giam kich
thudc budng that trai. Trong nghién ctiu ctia chiing
t6i: Chisé Dd va Ds ciia nhém nghién citu lan lugtla
(41,02 £ 5,38) va (23,58 £ 4,12) mm. Chi s6 Vd va
Vs ctia nhém nghién ctu ldn lugt 1a (75,61 £ 19,16)

mlva (21,82 £7,72) ml. Khong c6 sy khdc biét vé 4
chi s6 nay gitta nhém c6 bénh va nhém khong bénh
v6i p > 0,05. Bai vi d6i tugng ctia nghién ctiu nay
1a ngudi nha bénh nhan (chua tiing phét hién bénh
trude ddy), qua nghién ctu phét hién dugc 13 déi
tugng bi BCTPD nhung cac thanh tim day 1én chua
nhiéu vi vdy thé tich budng thit trdi chua bi giam
nhu cdc nghién ctiu khic c6 d6i tugng nghién ctiu la
bénh nhan da dugc chian dodn bi BCTPD.

5. So sanh chi s6 siéu 4m tim trén 0S gia dinh
bénh nhin dugc xét nghiém dot bién gen: Khéi
lugng co thét trai (LVM) va chi s6 khéi lugng co
that trai (LVM/BSA) cao hon c6 y nghia thong ké
&nhom c6 dot bién gen MYH7 so v6i nhém khong
c6 dot bién gen MYH?7: (202,33 + 104,43) so véi
(117.57 £ 17.57) va (120,68 + 59,15) so véi (73,50
+12,7) véi p < 0,05. Nghién ctiu ny dugc thiét ké
dé tim hiéu vé dic diém cta siéu 4m 2D va Doppler,
dién tim d6 & nhiing ngudi than trong gia dinh
bénh nhidn mic BCTPP va tim hiéu mdi lién quan
gitia suy gidm chiic nang co tim, dién thé hoat dong
va cdc dot bién. Ching t6i tim thay dot bién MYH?7
lam tang khéi co that trdi, ting 4p luc ddy thét trdi va
lam bién dang co tim. Dic biét ngudi mang dot bién
MYH?7 lam ting kich thuéc theo chiéu dai va duong
kinh cta tim. Theo mét s6 nghién ctiu, da cong bé 4
dot bién lién quan téi siéu 4m tim va dién tim & cic
thanh vién trong gia dinh bénh nhin mic BCTPD.
Chung t6i thdy ring MYH7 la gen bénh ly thudng
gip cia BCTPD, ma hda beta-cardiac myosin heavy
chain (MHC-B) & tim. Trong gia dinh c6 d¢t bién
MYH?7, gdy ting chi s6 khdi co tam that trdi, tang
chi s6 E/¢’ Do vdy, chung t6i thdy ring MYH7 lam
phi dai that trai, suy gidm chtic nang tdm thu va co
ché hoat dong co tim.

KET LUAN
1. Bic diém LS, CLS & cac thanh vién bac mot
trong gia dinh BN BCTPD: Siéu 4m phat hién dugc
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13/65 bénh nhan (20,0%). Tudi trung binh la 38,2
+19,7; nho nhét 1a 2 tudi, 16n nhit 1a 90 tudi. Ty 1¢
céc triéu chiing co nang déu cao hon 6 nhém bénh.
Trong d6, & nhém bénh hay gip nhit 1a kho thé
(69,2%), dau nguc (53,8%), mét méi (46,2%). Chi
6 2 trudng hop rung nhi chiém 3,2% va 1 trudng
hop block nhdnh T hodc P trén dién tim d6 chiém
1,6%. Trong 29 d6i tugng dugc xét nghiém gen c6
4 ngudi c6 dot bién gen MYH7 chiém ty1¢ 13,8%.
2. Mét s6 dic diém cdu tric va chic nang tim
trén siéu 4m & cic doi tugng nghién ctu: Trung
binh bé day VLT tim thu va tdm truong ctia nhém
chung la 11,04£3,60 mm va 8,51+3,34 mm; cua
nhém bénh la 15,82+3,64 mm, 13,36%3,83 cao
hon hin so v6i nhém khong bénh. Sy khdc biét
c6 y nghia théng ké véi p < 0,001. Trung binh bé
day TSTT tam thu va tim truong ctia nhém chung
la 11,34£2,70 mm va 7,5742,24 mm; cta nhom

bénh 1a 14,0342,92 mm, 9,82+3,06 cao hon hin
so v6i nhém khong bénh. Sy khac biét c6 y nghia
thong ké véi p < 0,001. Ty 1é VLT/TSTI> 1,3 la
16,9%, trong dé gip 6 nhom bénh la 46,2% va &
nhém khong bénh 1a 9,6%. Khéi co thit trdi ctia
nhéom chung 1a 119,22+86,09g; nhém bénh la
204,57+132,34g16n hon c6 y nghia théng ké so véi
nhém khéng bénh véi p < 0,01. Chi sé6 LVM/BSA
ctia nhém chung 1a 76,37£50,25g/m* nhém bénh
12 125,28+79,33 g/m* 16n hon nhém khéong bénh.
Su khéc biét c6 y nghia théng ké véip < 0,01. Co 4
ngudi c6 ddu hiéu SAM chiém 6,3% va c6 6 ngudi
chiém 9,2% chénh ap DRTT. Nhém c6 bénh c6 ty
1é¢ SAM va chénh &p PRIT cao hon véip < 0,05. Ty
1é hé haild caia nhém nghién ctiula 12,3% trong d6
nhém c6 bénh gip 5/13 bénh nhan chiém 38,5%
cao hon nhém khéng c6 bénh 1a 3/52 chiém 5,8%.
Sukhéc biét c6 y nghia thong ké véi p < 0,05.

SUMMARY

Some structural and functional characteristics of heart on ultrasound in first-line members of the

family of patients with hypertrophic cardiomyopathy

Background: Hypertrophic cardiomyopathy (HCM) is a predominant genetic disease according to

Mendel s Law is caused by mutations in some genes related to the heart muscle, causing the enlargement
of the heart muscle. The disease can lead to dengerous symptoms such as sudden death, heart failure, and
arrhythmia.... The vast majority of patients with the disease have no symptoms, so they cannot be detected
early. There fore, early detection of the disease, especially in relatives and patients with hypertrophic
cardiomyopathy, has important implications for timely treatment, prevevtion of complications, disease
progression, and genetic counseling. In Vietnam, there are no studies on the structural characteristic and
heart funtion of the family members of patients with hypertrophic cardiomyopathy.

Objectives: (1) Clinical and subclinical characteristics in first-line members of a family of patients with
hypertrophic cardiomyopathy. (2) Some structural and funtional characteristics of the heart on ultrasound
in study subjects.

Methods: The chronological cross-sectional descriptive study was conducted on 65 subjects who
were immediate relatives in the family of 21 cases indicated by patients with an opoioid disease at the
Vietnam Heart Institute (Bach Mai Hospital). The patients and family members were interviewed, linked
to medical examination at the Heart Institute to determine if they had a HCM or not. All subjects were
also examined, tested and echocardiography; 29 subjects from 0S families of patients with mutation genes

TAP CHI TIM MACH HOC VIET NAM - $096.2021| 41



NGHIEN CUU LAM SANG

causing hypertrophic cardiomyopathy were taken blood to test for genetic sequencing to find out if there
was a genetic mutation that caused the disease or not at the center for Gene and Protein Research Medicine
Ha Noi.

Results: 86 subjects (including patients) in the families of 21 patients with HCM were interviewed
for investigation, of which 65 were examined, tested and had echocardiography; 29 people took blood
for genetic testing. The results by ultrasound detected 13/65 patients, accounting for 20%, with diabetes
detected 2/65 (3,2%) patients with atrial fibrillation, 1/65 (1,6%) patiens with branch block. Especially
out of 29 subjects tested for genes, 13,8% (4/29) of people had the MYH7 gene mutation. In the patient
group, the thickness of IVS and LVPW both systolic and diastolic were higher than the non-sick group
(p<0,001). The rate of IVS/LVPW>1,3 was 16,9% had signs of SAM and 9,2% had left ventricular pressure
difference, the rate of mitral regurgitation was 12,3%.

Conclutions: By utrasound, 20% of first-line members were found to have HCM. The majority of
people do not have symptoms, in the patient group there are more clinical manifestations than the non-
patient group with common symptoms such as dyspnea, chest pain. The subjects diagnosed with HCM
have typical echocardiography characteristics: 46,2% had the rate of IVS/LVPW>1,3; 30,8% showed signs
of SAM; 38,5% had left ventricular stenosis.

Keyword: Hypertrophic cardiomyopathy (HCM), first-line member/ immediate relative of a patient
with HCM, structural and functional characteristics of heart on the ultrasound.
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