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Nhitng két luan mai caa luan an:

- Céc nam gi6i vd sinh do v tinh (VT) va thiéu tinh niang (TTN) c6 bat thuong
nhiém sic thé (NST) la 13,9%. Trong cac bat thuong NST thi hoi chang
Klinefelter chiém ty Ié cao (60%). Trong sb bat thuong cau trac NST thuong, gip
chu yéu chuyén doan, ddo doan va mat doan. Pao doan NST sb 9 chiém ty 1€ cao
nhat (9,23%). Mat doan nhanh dai NST'Y chiém 7,7%.

- Chling toi da cai tién, hoan thién ky thuat Multiplex PCR dé phat hién mat doan
nho AZFabced trén NST Y. Viéc bd sung céc cap mdi dé phat hién mat doan AZFd
lam tang kha nang phéat hién mat doan AZF trén NST Y. D4 phat hién 10,4% nam
giéi VT va TTN c6 mat doan AZFabcd. Mat doan AZFabed xay ra ¢ nhom VT 1a
9%, & nhdm TTN 1a 14,8%. Mat doan AZFc va AZFd & nhom TTN cao hon &
nhoém VT, trong khi mat doan AZFc hoic AZFd két hop nhu mat doan AZFb+c;
AZFb+c+d; AZFa+b+c+d xay ra chu yéu & nhom VT.

- C6 1,71% trudng hop vira ¢ bat thuong NST va mat doan AZF. Tat ca déu VT
va cé4c bat thuong & day déu la bat thuong & NST gidi tinh.

- Bat thuong NST & nam gigi VT cao hon & nhom TTN, trong khi mat doan nho
AZFabcd thi nguoc lai (nam gi¢i VT c6 bat thuong NST cao gap 3,63 1an va nguy
co bat thuong ADN bang 0,57 1an so véi nguoi TTN).

- C6 mbi lién quan gitra bat thuong NST gigi tinh va mat doan nho NST Y. Mat
doan nhanh dai NST Y cang lén thi mat doan nho viing AZFabced cang nang.
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