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Table : Main characteristics of HCM patients with sarcomeric mutations

Intr()d U Cti()n Family Family
Chmser  Current Sephum  history  history
Hypertrophic Cardiomyopathy (HCM) is 3 common Patients I Sex (rene Muration age age size HCM  SCD Svmptoms
: : : : : N29 F  MYH/ AM2AGC (pEYIA) ; NO No  Chest pain,
genetic cardiac disorder, caused by mutations in ‘ g [;,jr_,ﬁ*mm
: : N22 M MYH/ c.ITIOAST (pd1927F) M 3 5 No No  Palpitation
genes encoding for sarcomere proteins and NI17 M MYHT ¢ J016G>A (p AIOGT) .- j ] No  No Palpitation
: _ _ _ N16 F MYH; cAMN>A (ALGRTT) ! ': No Yes  Chest pan
transmitted in an autosomal dominant form. It is N40) F MYH7? ¢.2213G>A (p.ST38 N) N No  Yes (Chest pain.

dyspnea
Chest pan
Chest pain,

palpitation
Chest pain,

dyspnea

characterized by hypertrophy in the left ventricle, N2 M MYBPC3
N3 M MYBPC3

¢.530G>A (p.RI1TTH) 5 No  No
| | c.TT2G>A (p.E258K) : 3 5 Yes  No
especially the septum. HCM is one of the most
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MYBPC3  c.T2G>A (p.E2SSK) 13 .' Ny No

common causes of sudden cardiac death In the

young with an estimated prevalence of 1 : 500 In
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cA5305T (pSIIEL)
c. T T20>A (p.E23SK):

™D

Yes

""- il

Yes

Chest paan,
dyspnea
Chest pain

MYHY
e F MYL3

CA0F90>A (p.RINSH)

the general population. However, The clinical profile M [ ) B | , ,
cATOC>A (pASTDY : : I8 NO Yes

Chest pain,

dyspnea
Chest pain,

dyspnea
Chest pain
Palpitation
Chest pain
Chest pam

and the genetic basis of HCM has not previously

N46 M TNNCI ¢.23C0T (p.ABY) 33 ; Yes N

explored in Tunisia. —_ " FIND
N3l F FINC
N49 M FINC
NI F  FLNC
Mutation, mean valoes
NO mutaton, mean values

C.A0310>A (p. AIXSIT) 3 R§ 3 NO MO
c.23750T (5792) Gl H3 ) N0 MO
C.23730>T (5792 4% v, ' No NGO
C.AMN0O>A I]'lﬁl”"”"l:” T4 I : ™0 Yes
52 Years 3 Years Mlmm n=3 n=3
4% Years 67 Years 2lmm n=8 n=4Y

SCD, sudden cardiac death.

Aim of the study

The aim of this study is to determine the mutational
spectrum of the main sarcomeric genes (MYHY7,
MYBPC3, TNNT2, TNNI3, ACTC1, TNNC1, MYLZ2,
MYL3, TPM1) in a cohort of 45 HCM patients iIn

Tunisia.

Conclusion

The mutational background of HCM in Tunisia is heterogeneous. Unlike
other Mendelian disorders, there were no highly prevalent mutations that

could explain most of the cases.

Patients and Methods

We performed semiconductor chip (lon
Torrent PGM) next generation sequencing of
the nine main sarcomeric genes (MYH7/,
MYBPC3, TNNT2, TNNI3, ACTC1, TNNCT,
MYL2, MYL3, TPM1) in 45 Tunisian HCM

patients.

Results

We found sarcomere gene polymorphisms in
12 patients (27%), with MYBPC3 and MYHY7
representing 83% (10/12) of the mutations.
One patient was homozygous for a new
MYL3 mutation and two were double
MYBPC3+MYH/7 mutation carriers..



