TIM HIEU MOT SO BAT THUONG NHIEM
SAC THE O NH’NG BENH NHAN VO KINH

Hoang Thi Ngoc Lan, Nguyén Thi Thay,
Nguyén Thi Tuyét Nhung, Nguyén Ngén Ha



pat van dé

> VO kinh 1a mdt triéu chirng cta rat nhiéu nguyén nhan trong
bénh ly phu khoa.

» VO kinh thwong di doi voi vo sinh = viéc tim nguyén nhan VK
la mét van dé quan trong

> Nam 1970, ky thuat nhudm bang G da giup cac nha di truyén
hoc xac dinh dwoc cac bat thwdng cau tric NST.

> Doi véi mot sb trudng hop VK, ¢ lién quan dén bat thwong

NST dac biét 1a nhirng roi loan xay ra trén NST X.



Muc tieu nghién ctru

1. Xac dinh ty I& bat thwérng NST & nhirng
bénh nhan VK.

2. Bwdc dau tim hiéu moi twong quan gitra
bat thworng NST va VK.




NST X

Hau hét cac BB trén NST X © HC Turner
(v&i biéu hién RL kinh nguyét, vé kinh)

K2 32

ammmSHOX Xp22.33; YP11.3 pommd o113

pezz
“pezi1z
b m g IR
et
i DFRX Xp11.4 vat1 221
D Yql1223
K2 AR Xq12 N\
VO Va2 RN
bat= <q JRcq
o 33
o=z
s <
25
Aoz

X7




VAN BPE VO KINH

La hién twong khong co kinh nguyét sau moét thoi gian quy dinh

« Sau 15 tuoi khéng c6 kinh
* V6 kinh nguyén phéat

» 3 thang khong c6 kinh néu da tirng hanh
kinh déu, 6 thang néu kinh khéng déu

- V6 kinh thir phat




M6t sb biéu hién VK do bat thwdng NST




Poi twong nghién ctru

Thoi gian — Dia TTCDTS - BV Phu san trung wong
diem Thang 10/2010 - 03/2014

150 bn > 15 tudi chwa c6 kinh
C6 kinh nhwng mat kinh 3 thang lien
C6 ho so du théng tin nghién clru

Tiéu chuan chon
bénh nhan

Tiéu chuan loai triy




Phwong phap nghién ctru

INECINE NI Hoi clru

Phuwong tién thu thap
sO liéu

X@ Iy 6 lieu




Phuwong phap nghién cuou

ap ho so bénh an di truyén.

cac i cay TB bach cau lympho mau ngoai vi.

buw 1 gié két qua bang pp nhugm Giemsa - cho biét
tién wong sé lwgng NST.

han om tiéu ban theo pp nhudm béng G, danh gia bat
ng vé cau tric va dinh danh NST bat thwéng.

mﬂi@h NST va lap karyotyp theo tiéu chuan ISCN (2013).



KET QUA VA BAN LUAN

* Ty |é bénh nhan VKI va VKII

® VKI
= VKII

Kenneth M. nam 2012 théy ty 1€ VKI la dudi 1% va VKII i 5 - 7%
(nghién ctru trén céng dong nguoi My)



KET QUA VA BAN LUAN
«  DPac diém nhom tubi phat hién VK

Tilé % 5
5 455420 41,33%
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<15 {5 = 7 18 - 22 > 22 Tudi (nam)

Tudi trung binh 1&; 22,21 + 5,08 tudi trong d06:
-VKI la; 22,05 + 4,9 tudi - VKII 1a: 22,64 + 5,6 tudi.

Nguyén Phi Pat va CS, n/c tudi day thi & tré em mién Bac Viét Nam : tudi
bat dau day thi (tuyén va phat trién & tré gai) sém nhat ¢ 10 tudi, véi tudi
TB bat dau day thi 1a 11 ndm 10 thang + 1 nam 3 thang. Tré gai day thi
hoan toan (cé kinh nguyét) sém nhat ltc 11 tudi, trung binh 13 ndm 5
thang = 1 ndm 1 thang. Tudi bat dau day thi cé khéac biét theo tirng viing



KET QUA VA BAN LUAN
» Ty 1& bat thwong NST ciia bénh nhan VK

NC clia chung t6i: Ty 1& BT NST chiém 24% trong téng s bn VK
Theo NC khac: ty 1€ 0,1 - 0,2%




KET QUA VA BAN LUAN
» Karyotyp cta nhirng ngwei VK mac Turner

45,X 14 1 TH VKIl was
= 5.26%)

45 X/46 X.i(X) 2 10.53 —

45 X/46 X, del(X) 1 5.26 >
45 X/46 X.r(X) 1 5.6

45 X/46 XY 1 5.26

Tong so 19 100

Nghién ctru Pasquino M.A. va CS (1997) cho thay, trong 522 bé&nh nhan h/c
Turner: bn c6 day thi tw nhién hqén toan ’c’y 9,.2% nhom 45,X; 40,6% & nhém
45,X/46,XX; va 28,6% & nhédm rbi loan cau truc cda NST X thr hai.



KET QUA VA BAN LUAN
Két qua phan tich NST bn VK véi h/c Turner

Loai karyotyp HTN Phan Thi | Bergsma
Lan& cs | Hoan & CS D.
45,X 73.68% 52.6% 57%
46,X,i(Xq) thuan hodc kham 10.53% 21.1% 17%
45,X/46,XX; 45,X/47 XXX 0 15.8% 12%
45,X/46,XY 5.26% 7.9% 4%
45,X/46,X,r(X) va cac loai mat doan 10.52% 2.6% 10%

NST
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Karyotyp

46,X,del(X)(p11.23->pl1.4)



Karyotyp 46,X,1(X)(g10)
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Karyotyp 45,X
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KET QUA VA BAN LUAN
Pac diém cda nhirng bn VK mac HCTHNTH

- 17 nguwdi VK mac HC THNTH cé karyotyp 46,XY:

- 100% s0 bénh nhan la VKI, khong co t&r cung, tinh hoan
trong 6 bung, trong 6ng ben hodc vi tri méi l1&n.

- Tubi phat hién trung binh 1a: 23 + 4.77 tudi

- Phat hién dwoc hai chi em con di con gia cing mac HC
THNTH, 21 tudi, VKI, khéng rd vij tri tinh hoan

Pac diém cha nhirng bn VK mac HC Rokitansky

. 7 nguwdi VK mac HC Rokitansky c6 karyotyp 46,XX.
- 100% bn la VK |

- Khéng cd tlr cung, bat sdn &m dao

- Budng trirng binh thwéng



KET LUAN
Ty lé bat thworng NST & nhirng bénh nhan VK:
Ty 1& bénh nhan VK cé bat thwong NST la 36/150 = 24%
Ty 1€ hdi chirng Turner 1a 19/36 = 52.78%
Ty |& HC THNTH 1a 17/36 = 47.22%

N T e

7bn c6 h/c Rokitansky nhwng khéng coé bat thworng NST
2. Moi twong quan giira bat thwérng NST va VK:

Hoi chirng tinh hoan nir tinh héa va VK

+ VKI chiém ty & 100%

. Karyotyp 46,XY, kiéu hinh nir, tuyén va phat trién, ko co tr

cung, ko co budng trirng, tinh hoan nam trong 6ng ben, vi tri

moi Ién hodc trong 6 bung



KET LUAN

2. Moi twong quan giira bat thwong NST va VK:

Hoi chirng Turner va VK

— Ty I8 bénh nhan VKI trong s6 Turner 1a 94.74% (18/19 BN)

— Ty I8 bénh nhan VKII trong s Turner 1a 5.26% (1/19 BN)

— Karyotyp 45,X chiém ty |& 14/19 = 73.68%

— Karyotyp 45,X/46,XY chiém ty 1& 1/19 = 5.26%

— Karyotyp thé kham vé dot bién cau trac NST X: 45,X/46,X,del(X);
45,X/46,X,i(Xq); 45,X/46,X,r(X) 1a 4/19 BN (chiém 21.05%)



KIEN NGHI

Chi dinh XN DT cho cac bénh nhan VK.

Tw van di truyén, nén chan doan sém cac trwdng
hop VK, lam XN NST & bn 13 tudi ma chwa c6 kinh
nguyét hoac cac thay doi & Itra tudi day thi.

Can co6 thém n/c vé cac RLNST & bénh nhan VK.
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