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Whole—genome sequencing results and preliminary

analysis of primary cutaneous amyloidosis
Zhang Yuling' > Lii Ping® Wu Fangfang® et al
( 'Dept of Dermatology Guangdong Provincial Dermatology Hospital Clinical School of Anhui Medical University
Guangzhou 510091; > Dept of Dermatology Guangdong Provincial Dermatology Hospital Guangzhou 510091)

Abstract Objective To search for candidate pathogenic genes by whole-genome sequencing technology in a fa—
milial primary cutaneous amyloidosis( FPCA) . Methods Whole—genome sequencing was conducted on FPCA mem—
bers of the family and the candidate gene/site was obtained after the quality control and filtration. Then the candi—
date variants were confirmed by Sanger sequencing. Results Among 26 candidate gene the low density lipoprotein
receptor—related protein( LRP6) gene plays a vital role in the metabolism of amyloid precursor protein and the pro—
duction of beta-amyloid protein. The filaggrin 2( FLG2) gene is associated with skin keratinization and barrier func—
tion. Besides a nonsynonymous mutation site c¢. 1538G > A which located in exon 11 of the OSMR gene was
found in patients of this family. This mutation lead to the substitution of glycine by aspartic acid at position 513 and
was not detected in the healthy members of this family. Conclusion In addition to strong replication for one muta—
tion( p. Gly513Asp) in OSMR gene for PCA LRP6 and FLG2 may be the susceptibility genes of PCA  but func—
tional validation is still needed in a larger population.
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Relationships between the alteration of ACE2 and NLR levels

before and after treatment and the CAT scores in patients with AECOPD
Wang Limin Ji Shuang Fei Guanghe
( Dept of Respiratory and Critical Care Medicine The First Affiliated Hospital of Anhui Medical University Hefer 230022)

Abstract  Objective To investigate the relationships between the alteration of peripheral blood angiotensin-econ—
verting enzyme 2 ( ACE2) neutrophil/lymphocyte ratio ( NLR) and platelet/lymphocyte ratio ( PLR) before and
after treatment and CAT mMRC and SGRQ) scores and explore the clinical application significance of comprehen—
sive assessment of combining inflammatory biomarkers with questionnaire scores in evaluating the severity of disease
in patients with acute exacerbation of chronic obstructive pulmonary disease ( AECOPD) . Methods A total of 97
AECOPD patients were enrolled. According to pulmonary function 97 patients were classified into two groups: mild
to moderate group (46 cases) and severe group (51 cases) . The serum levels of ACE2 C—eactive protein ( CRP)
whole blood neutrophils lymphocytes and platelet counts were measured before and after treatment. CAT mMRC
and SGRQ were simultaneously completed. Results Compared to mild to moderate group the levels of angiotensin—
converting enzyme 2( ACE2) and C-reactive protein ( CRP) the value of neutrophil/lymphocyte ratio( NLR) and
platelet /lymphocyte ratio ( PLR) in severe group were significantly increased ( P <0.05) . Compared to treatment be—
fore the levels of ACE2 and CRP the value of NLR and PLR were significantly decreased in patients with AECOPD
after treatment ( P <0. 05) . The changes of the levels of ACE2 and CRP the value of NLR and PLR were positively
correlated with chronic obstructive pulmonary disease assessment test ( CAT) modified medical research council
( mMRC) and st george’ s respiratory questionnaire( SGRQ) scores in AECOPD patients respectively ( P <0. 05) .
Conclusion Comprehensive assessment of combining inflammatory biomarkers with questionnaire scores has a good
clinical application value for assessing the severity of AECOPD and provides a guild for the clinical treatment of
AECOPD patients in the future.
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