<112 R MR A 285 2015 4E 2 H 5536 455 2] Chin ] Hematol, February 2015, Vol. 36, No. 2

— g A S PR T A 0 SRR
HKAWIHE R 7 A

EA O pBERtE REL OBk REL RS

(HZE] B& 08— st it A0Sy i (HHT) & R 10 ENG 35 2 ALK-1 5L 11
FARED RV T 2L . ik REIZHHT F R B EIG RGO, 2 18 HHT Bl K12 B
WELEATHIS , XHEUEE S8 HHT (9 2 2 JLiE AT ENG JE R FT ALK-1 3L R iy . SRAERE 03 A
FIAMNE bR AR, BEHCE R 241 DNA, HIZR A il W (PCR) Y1 DNAFR A ALK-1 3£ [H 1) 2.3.4.5.6.
7.8.9. 104N T KA N &, FXE PCR 4L G I TAZ T BRI Y , e 2828 k. BBR KA
AR AL A LR A 1L AR IREIZ A HHT , H A eib 3 K 2 A LA It 2 i s E /N A
SRR RPN ARG AAE IR o R0 3 AR PCR =41 F 5143 Hr bk, ALK-1 38 K 1) 9 551 i -7 cDNA
155 1 321 v ¥ e A Al U7 (.1321G>A) L I 27 T 8 ALK-1 R H 441 v 8 44 R 78 0 38 2 1R
(p.ValddiMet), £5i8 & T LDHHT R R, I EIIZK R D ALK-1 3L KA 45 X578 (€.1321G>
A, p.Vald4lMet) . ZFABIEIX NG RBUR Mt & # 30

[SE8EiE] BANWEY 5K, etk hntt; 2L ALK R85, &Rif

Gene analysis in a family of hereditary hemorrhagic telangiectasia Yuan Dong, Yin Xiachua, Dai
Yuhong, Li Bing, Liang Keji, Wei Guangyi. Mudanjiang First People's Hospital of Heilongjiang Province,
Mudanjiang Institute of Blood Diseases, Mudanjiang 157011, China
Corresponding author: Yin Xiaohua, Email: mdjyuandong@163.com

[Abstract] Objective To investigate the clinical feature of a family with hereditary hemorrhagic
telangiectasia (HHT), and to study the mutation of its related genes. Methods Medical histories of the
family were analyzed to detect HHT patients according to the diagnostic criteria. ENG and ALK-1 genes of
the proband and her two daughters were analyzed. DNA from the three patients’ peripheral blood was
extracted. The exons 2—10 and their intron-exon boundaries of ALK1 were amplified with PCR, and then
the PCR products were sequenced and analyzed to identify the mutation. Results There were 11 people in
41 family members of 4 generations were diagnosed as HHT. The proband and her two daughters suffered
from multiple organ damage, the younger daughter appeared only imaging features instead of
corresponding clinical symptoms. A missense mutation at the 1321 bp of cDNA (¢.1321G>A) was detected
in the exon 9 of ALK1, which resulted in valine 441 to methionine replacement in ALK-1 protein
(p.Val441Met). Conclusion A Chinese family with HHT was studied and a missense mutation (¢.1321G>
A, p.Val441Met) of ALK-1 was discovered. This mutation is the genetic basis of the family with HHT and
is reported for the first time in China. This research will not only help to further investigate molecular
mechanism of pathogenesis of HTT, but also provide evidences and references for the following gene
screening and genetic counseling on HTT family members.
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