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CASE LAM SANG:

e BENH NHAN N’ 61 TUOI. Q.8, TPHCM

* BENH KHO'I PHAT CACH NAY KHOANG 20 NAM, DA Bl KHAM VA CHUPA
TR| RAT NHIEU NO'I, CO MANG DUNG CU HO TRQ 2 CHAN. GAN bAY
THAY TINH TRANG Bl BUNG NGAY CANG YEU, TAY RAT VUNG VE
KHO CAM NAM. TEO CO NHIEU O BAN TAY , BAN CHAN. BN KHONG
THAN PHIEN VE CAM GIAC

e KHAM: MAT CAM GIAC NONG, MAT PHAN XA GAN XUONG, SUC CO
1/5 O 4 CHI
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Ly do kham: CT tir 42 tu6i yéu tit chi, teo co tir chi

Chan doan so b:

CHI PINH:

Dién co (EMG 2) ( '}

CD BO SUNG: Ding img dung %m ¥ % Ngay 20 thang 07 nim 2023 - 14:05
mobile banking &% o R












MEDIC
ul
WWW.MEDIC.COMVN

A . ~ &

M s6 bénh nhan | 7446471
Tén bénh nhin

Gigi tinh ‘Female
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Can niing
(_Zhiéu cao

Lam sang

Elbow
Wrist
Wrist-Elbow
Elbow-Axila
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TONG QUAN

()
\) OBENH CMT ( CHARCOT- MARIE- TOOTH ) : BENH THAN KINH NGOAI BIEN LIEN :
QUAN DI TRUYEN:

| »LAN BAU BUQC MO TA BOI JEAN MARTIN CHARCOT CUNG PIERE MARIE (
PARIS) VA HOWARD TOOTH ( LONDON) VAO NAM 1886

»SAU DO DYCK, GILLIATT VA THOMAS DUA TREN CHAN DOAN DIEN CHIA 2 LOAI:
v'CMT1: CHAM DAN TRUYEN DO MAT MYELIN
v'CMT2: TOC BO DAN TRUYEN TK BINH THUPONG DO TON THUONG SQI TRUC

COONGAY NAY PHAT HIEN HON 100 BOT BIEN GEN VA RAT NHIEU BN MAC CMT LA
DOT BIEN MOI > KHONG TIM THAY TIEN SU’ GIA BINH LIEN QUAN

U DICH TE: TY LE BENH TKNB DO DI TRUYEN CO CAC CON SO THONG KE RAT
KHAC NHAU




S 4

U n
1 PHAN LOAI: [
> 2 - . . : .
(JPHAN LOAI KHONG THONG NHAT VA THAY DOl LIEN TUC DO:
»1 GEN BOT BIEN = NHIEU KIEU HINH
»1 KIEU HINH = DO BOT BIEN CUA NHIEU GEN GAY RA

> CMTCOTYP 1> TYP7 +TYP X-LINKED
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W
]X\j e CMT1: DO BAT THUONG BAO MYELN, DI TRUYEN TROI NST THUONG.

CLS CHAM DAN TRUYEN O TAT CA DAY TK. CO RAT NHIEU BENH : )
CMT1A, CMT1B...

* CMT2: TT SQI TRUC CHIEM LU THE, DI TRUYEN TROI NST THUONG.
CLS CHAM DAN TRUYEN O MU'C RANH GIOI. CUNG CO RAT NHIEU
BENH: CMT2A, CMT2B...

e CMT3 # DEJERINE SOTTAS: HUY MYELIN RAT NANG NGAY TU SO
SINH

e CMT 4: BENH DI TRUYEN LAN NST THUONG: BENH NANG, KHO'| PHAT
SOM. BENH CO THE LA HUY MYELIN HOAC BENH TT SOl TRUC HOAC
TRUNG GIAN

)

 CMT X-LINKED: DO BDOT BIEN GEN GJB1 LIEN KET VOI GIO| TiNH

* CMT5,6,7 NGAY NAY IT BUQC DUNG DO BUQC BAT TEN THEO TEN
GEN BOT BIEN




Bang 3.2. Phan nhém cac bénh day than kinh ngoai bién do di truyén (Christopher J. Klein).

()

) pu thé 13 cam giac: bénh day than kinh tw chi va cam giac di truye
nsory and rlu'lmrmmm .mur@sﬁinw li“-ti“/\lni)‘







Bang 3.3. Hé théng hoa phan loai cac bénh Charcot-Marie-Tooth nam 2017 (Sindhu
Ramchandren cai bign tlr bang phén loai ctiia McCorquodale va CS).

Bat thuong myelin; Yeu va | Troi theo
teo co’ phia ngon chi, giam | nhifm  sic
cam giac; khéi phat khoang | thé thuong
5-20 tudi; MCV < 38 m/giay (autosomal
dominant)

Thoai héa soi truc; yeu va | Troi theo
teo co phia ngon chi, anh | nhidm  s&c
hudng cam giac véi cac | thd  thuong
mirc d6 khac nhau, c6 mét | (autosomal
s6 bénh nhan bj ning va | dominant)
bién ching, téc d6 dan

truyén van déng > 38

m/gidy, tudi khdi phat

'khong dong nhét.
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LAM SANG:

* YEU CO VA TEO CO TIEN TRIEN CHAM CHAP / NGON CHI. bA
SO BN KHONG Bl| DAU VA KHONG CO TRIEU CHUNG CAM GIAC.

- THAN PHIEN CUA BN KHI Bl KHAM : YEU CO ANH HUONG BEN
SINH HOAT HANG NGAY. DAC BIET HO KHONG XAC DINH CHINH
XAC THOI BIEM PHAT HIEN BENH




\\f DAU HIEU LS MINH CHUNG CHO QUA TRINH
l TIEN TRIEN MAN TIiNH: :

e BIEN DANG BAN CHAN- CO CHAN:
* NGON CHAN HINH BUA

* BAN CHAN LOM THANH VOM HOAC BAN CHAN BET, BAN CHAN
VEO TRONG

e TEO CO CANG CHAN > CHAN CO HINH CHAI CHAMPAGNE LON
NGUOC

* TEO CO BAN TAY
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1 . CO 3 KIEU KHO'I PHAT VA DIEN TIEN LS |

)

JKIEU THU NHAT- KIEU KINH BIEN

»KHO'I PHAT TRUOC 10 TUOI = 30 TUOI

»YEU NGON CHI CAN BOI 2 BEN , TANG TIEN CHAM

»BENH TANG TIEN BEN LUC BAN CHAN RU, YEU RO BAN TAY
»KHAM: YEU RO, MAT CAM GIAC- GIAM HOAC MAT PXGX




é\J
|

JKIEU THU 2:

»KHO'| PHAT SOM: CHAM BIET BI, Bl KIENG CHAN, TAY VUNG VE
»DAN DAN Bl NANG - Bl XE LAN

JKIEU THU 3:

»KHO'I| PHAT O NGU'O'Il LON # 40 TUOI

@




AS CHAN DOAN DIEN: 4

X aNCs
l v'KHONG PUQC CO : Y
v'- HIEN TUQNG PHONG BE TK
v'- PHAT TAN THEO THO'l GIAN
Vi DAY LA BIEU HIEN CUA BENH HUY MYELIN MAC PHAI
TRU CMT-X DO BOT BIEN GEN GJB1

(JCHAM DAN TRUYEN VAN DONG CUA CMT LA CHAM BONG BEU O TAT CA DAY
TK

QOMOC CHUAN TOC DO DAN TRUYEN VAN DONG CUA DAY TK TRU/ CANG TAY:
38M/GIAY ( BINH THUONG > 45M/GIAY)

%< 38M/GIAY > CMT1: THE HUY MYELN

s> 38M/GIAY - CMT2: THE TT SOI TRUC
> GIAM BIEN DO DIEN THE CAM GIAC SNAP
> GIAM BIEN DO DIEN THE VAN DONG CMAP

DTRU’ONG HOP KHO Bo TOC 12]0) DAN TRUYEN DAY TKTRU THI THUC HIEN PHAN
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. DIEN CO KIM:

l O
>

* DIEN THE VAN BONG MUAP CAO, RONG, BA PHASE

e LU Y: CMT1 SAU THOI GIAN DAI DIEN TIEN BENH SE B| TON
THUONG SOI TRUC THU PHAT = CO HINH ANH BIEN CO KIM #
CMT2
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XET NGHIEM GEN:

VI CO QUA NHIEU GEN CO THE BOT BIEN > RAT KHO KHAN
TRONG VIEC XAC DINH GEN BOT BIEN

> DU'A VAO LAM SANG + DIEN CO PE CO BINH HUONG XET

NGHIEM GEN = DO TON KEM VA KHONG MAT QUA NHIEU THO
GIAN
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PIEU TRI:

LINGAY NAY CHUA THE BIEU TRl KHOI CMT NHUNG GIUP BIEU TRI TRIEU CHUNG
VA CHUYC NANG

JCAN KET HOP DO NGU LIEN CHUYEN KHOA: NOI THAN KINH, SINH LY THAN
KINH, VAT LY TRI LIEU, CHAN THUONG CHINH HINH, PHUC HOI CHU'C NANG

JTAP LUYEN VA CHINH HINH:
»VEO COT SONG
> LOAN SAN KHOP HANG

> BIEN DANG BAN CHAN- CO CHAN
LIDUNG THUOC: BANG TRONG QUA TRINH NGHIEN CcUU




TU VAN DI TRUYEN: O/

“*TU VAN TRUOC THU THAI ( TIEN HON NHAN) :

v'DA SO CMT DI TRUYEN TROI / NST THUONG > CON CO KHA NANG 50% MAC .
BENH

v'CMT-X GEN TROI:
» ME MANG GEN BENH > 50% CHO CAC CON
» CHA MANG GEN BENH = 100% CHO CON GAI

v'1 SO IT CMT DI TRUYEN LAN / NST THUONG:
» CA CHA VA ME MANG GEN BENH > 25% CON MAC BENH

» CHI CHA HOAC ME MANG GEN BENH > KHONG CO NGUOI CON NAO MAC
BENH

**TU VAN XN GEN TRUOC SINH:

e SINH THIET GAI NHAU THAI LUC THAI 12w, CHOC OI LUC THAI 16W > NGUY
CO SAY THAI CAO
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