
Table 1 The cases with AGPAT2 or BSCL2 mutations we collected were from these 

articles in the table. 

 

Author (year) Number of cases 

Van Maldergem L.2002(1) 58 

Lima JG.2018(2) 12 

Agarwal AK.2003(3) 17 

Agarwal AK.2002(4) 20 

Haghighi A.2015(5) 10 

Akinci B.2016(6) 27 

Araujo-Vilar D.2015(7) 6 

Fu M.2004(8) 29 

Opri R.2016(9) 3 

Barra CB.2011(10) 4 

Ben Turkia H.2009(11) 1 

Bhayana S.2002(12) 1 

Debray FG.2013(13) 1 

Huang HH.2010(14) 1 

Shirwalkar HU.2008(15) 1 

Ebihara K.2004(16) 3 

Nishiyama A.2009(17) 2 

Jin J.2007(18) 1 

Friguls B.2009(19) 1 

Ferraria N.2013(20) 3 

Haghighi A.2012(21) 2 

Hann G.2013(22) 1 

Jeninga EH.2012(23) 1 

Metwalley KA.2014(24) 1 

Solanki M.2008(25) 2 

Victoria B.2010(26) 1 

Simsir IY.2017(27) 1 

Purizaca-Rosillo N.2017(28) 6 

Su X.2017(29) 3 

Chen R.2017(30) 2 

Ponte CMM.2018(31) 7 

Lima JG.2017(32) 11 

Dantas de Medeiros JL.2018(33) 11 

Gonzalo MM.2017(34) 1 
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Table 2 Phenotypical information of adult patients by BSCL type. 

 BSCL type I BSCL type II P-value 

Gender(F/M) 31/7 33/29 0.0080 

Mean age (y) 31.24±12.61 30.65±8.52 NS 

Weight at birth (g) 2852.50±247.03 3141.33±597.05 NS 

Age at onset of diabetes mellitus (y) 19.71±9.61 16.52±8.21 NS 

Diabetes mellitus (yes) 32% 24% NS 

Cardiomyopathy (yes) 5% 6% NS 

Hepatopathy (yes) 5% 7% NS 

Nephropathy (yes) 3% 1% NS 

Acromegaly (yes) 13% 7% NS 

Acanthosis nigricans (yes) 24% 8% NS 

Hirsutism (yes) 3% 0% NS 

Cysts in bones (yes) 32% 3% 0.0023 

Intellectual disability (yes) 5% 46% 0.0001 

Poor growth and short stature (yes) 5% 2% NS 

Abbreviation: NS, not significant. The continuous variable is presented as mean ± standard 

deviation, and the categorical variable is presented as a percentage. 

 


