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Dilatasion kardiomiopatiya - madaciyin yuklonmasi vo KAX 1ls 1izah
edilmoyon sol madaciyin dilatsiyasi vo global vo ya regional sistolik
disfunksiyanin olmasidir.

v' LVEDD > 58mm K, >52mm Q
v LVEDV > 75 ml/m2 K, > 62 ml/m2

v LVEF < 50%
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Etiologiyasi

| GENETIK | | QAZANILMIS |
Osas genlor: « Infeksiya
« TTIN * Toksin vo dormanlara moruziyat
« LMNA * Peripartum KMP
« FLNC * Neyromuskulyar xastaliklor
« DSP e Autoimmun patologiyalar
« RBM20 « Taxiaritmiyalar

* Endokrin vo ya metabolik patalogiyalar

| QARISIQ |
A
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Epidemiyologiya

e [llik rastgalma: 5-8/100 000

* Azalmis EF li xostolorin 40%i1n1 DKM toskil edir

* On ¢ox 30 - 4011 yaslarda askarlanir

* Kisilordo 2—3 dofo daha ¢ox rast goliner

* Gonclords lirak ¢atismazligi vo tirok transplantasiyasinin asas sabablorindon biridir

* Usaqglarda kardiomiopatiyalarin toxminon 50—-60%-n1 dilatasion kardiomiopatiya toskil
edir.
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Familial DKM

* Familial DKM — on azi iki ardicil nasilda xostoliyin olmasidir.

* Osason monogenik autosom-dominant irsiyyatlo otiiriilir, lakin DKM xastalari
autosom-resessiv vo X-xromosomla bagl kecid formalar1 da
rast goliner

* Toplamda 50 gen DKMP ilo olagolondiriblor

W Familial

Cardiomyopathy phenotype AD AR Xelinked Matrilineal ¥ Nonfamilial
DCM LMNA X

RBM20 X

Sarcomeric X

Dystrophin X

Emerin X

Barth syndrome X

Mitochondrial
Mitochondrial DNA x
Nuclear DNA X X xX
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LMNA geninin mutasiyasi

* LMNA variantlar yiiksok penetrantliga malikdir
* Kardiyomiyositlorin sag qalmasi vo reaktiv fibrozun inkisafi 1lo alagolidir

 Dilatasion kardiomiopatiya (DKM) tirayin kecirici sisteminin pozgunluglari 1lo
miisayiot olunur.

* AV blok, atrial fibrilasiya vo ventrikulyar aritmiyalar ¢ox vaxt modacik
remodellonmasindon avval yaranir



Klinik hal

45 yash kisi
Urok-damar risk faktorlar1 yoxdur
Ohomiyyothi tibb1 anamnez movcud deyil

¢.i Ailo anamnezi:
Ata: 33 yasinda gofil 6liim
Ana: 89 yasinda, molum xostolik yoxdur
Baci: 52 yasinda kardiostimulyator implantasiyasi
Usagqglar (7 vo 9 yas): saglamdir
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Klinik hal

> D

Sikayoti — iirokdoytinti

EKQ — tok tok VES Ritm Holter: sinus ritm,

Ritm Holter: 4% VES( 8.5% VES (izols va

1zolo) couplet sokildo).

Exo0-KQ — LVEF 60% Exo-KQ — LVEF 60%, LA
dilatasiyasi

Medikamentoz miialico - b
- blokator
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Genetic testing 121 genes: LMNA p.Glul05Lys R - b == aiinir. Bk e
Tez yorulma ( NYHA I-1I) 7, S ZV —AINT e
V y "N .‘, | f |
F Al ‘ A" = T AL
EKQ - polimorf VES 6 o6 o ] w A e P
Ritm — Holter: 17% VES( vy o A A e
polimorf), geco saatlarinda & &0 T " - P
AV blok Mobits 1. 2 vgo o 3\.‘ 'R
Ex0-KQ — LVEF 45%, LV va V4 i e B s
LA dilatasiyasi. o o V5 ]
NT-proBNP 1105ng/ml Vi | | . LA

Digor analizlor normal
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Klinik hal

>

Kardiak MRT - LVEF 44% , LV
dilatasiyasi
LGE -

PET — CT — sarkoidoz va inflamator
xostaliklor agkar olunmayib
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Q’Q

ICD?
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| Patients with DCM/NDLVC b
!
. haemodynamic compromise ' (Class 1)
@ ICD
LVEF <35% ) v e (Class lla)

!

-

!

+  Gene specific risk assessment®

@ ICD
(Class lla/lib)®
. - o]
Additional risk factors® - > (Class 1Ib)
ki @ESC—

FAIRMONT HOTEL - FLAME TOWERS, BAKI

Olava faktorlar:
* Sinkop
e LGE+
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Gene Annual SCD Predictors of SCD

rate
LMNA 5-10% Estimated 5-year risk of life-threatening arrhythmia using LMNA risk score https://Imna-risk-vta.fr

LGE on CMR
LVEF<45%

Male
Female and any of the following: LVEF <45%, NSVT, LGE on CMR, >200 VE on 24h Holter ECG
Estimated 5-year risk of life-threatening arrhythmia using PLN risk score
https://plnriskcalculator.shinyapps.io/final_shiny
PLN 3-5%  LVEF<45%

LGE on CMR

NSVT

LGE on CMR

LVEF<45%

LGE on CMR

LVEF<45%

truncating 5~10%
variants

TMEM43 5-10%

DsP 3-5%

RBM20 3~-5%
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Sex

Non-missense
LMNA mutation

Atrio-ventricular
block

Non-sustained
ventricular
tachycardia

Left ventricular
ejection fraction

Azarbaycan
Kardiologiya
Coamiyyati

Riskin stratifikasiyasi

LMNA-risk VTA calculator

Risk Prediction Score for Life-Threatening Ventricular

Tachyarrhythmias in Laminopathies

O Male Female
Non-missense mutations include insertions, deletions, truncating
O Yes No G 2
mutations or mutations affecting splicing
Please select the highest degree, 1st degree AV bilock corresponds to
Absent © 1st degree High degree =0.20 sec PR interval and high degree AV block to type Il 2nd degree or
3rd degree (and not type | 2nd degree)
Yes. © N6 NSVT corresponds to =3 consecutive ventricular complexes at a rate =120
bpm on 24-h ambulatory electrocardiographic monitaring
44 % Left ventricular ejection fraction measurement derived from

echocardiogram

Risk of Life-Threatening Ventricular Tachyarrhythmias at 5 years

29.3%

12-13 iYUN 2026
FAIRMONT HOTEL - FLAME TOWERS, BAKI

> 7% - yuiksak risk
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4 N
‘ Patients with DCM/NDLVC
~ reliae - ~ ¥ it N - ﬂ_\
haemodynamic compromise ) * = " (Class 1)
@ Olava faktorlar:
LVEF <35% ) e ¥ . ( C"ﬁ?"a) * Sinkop
i e LGE+

: 1

ﬁl'gh-ﬂsi: gene - Y  » Gene specific risk assessment®

!
. | ‘
'l"T o - (Class lla/llb)® ﬁ
S - s
@ ESC—
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Circulation

N

ORIGINAL BESEARCH ARTICLE

Development and Validation of a New
Risk Prediction Score for Life-Threatening

LGE + vs LGE - Ventricular Tachyarrhythmias in LGE + vs LGE -
Laminopathies

BACKGROUND: An accurate estmation of the sk of life-theeatening Karim Wahbi, MD, PhD :

Arrhythmic composite events 'H.",’;V for moNniie Chrdovenedetbettyy, Arrhythmic composite events
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DES (desmoplakin) geninin mutasiyasi

e Osasan sol madacik zodalonir;

* Sol madaciyin disfunksiyasindan avval inkisaf edon 1fadoli subepikardial fibroz;

* Moadocik aritmiyalari (tez-tez rast golinon modocik ekstrasistoliyasi, davamli vo davamli olmayan moadocik
taxikardiyasi, qofil tirok 6liimii riski);

* Miokardin kaskin zodolonmasinin tokrarlanan epizodlari (sina agrisi, troponin saviyyasinin yiiksalmasi,
koronar arteriyalarda zodolonmonin olmamasi);

* Progressivlason lirok ¢atismazligi. > PIS PROQNOZ
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* 12yasliusaq

* Sikayoti — tez yorulma, tongnafaslik

« EKQ-N

 EXO-KQ — LVEF 40-45%, LV dilatasiya

0 L7

B8 ner Gm
I I3 [ N - TR | 1 (1 A N S - (11 N 18 L 1R
psSP 08P
p.L1668% pRI4S2
M 2 1.3
11 ner, JHNN & ret, KMN 12 pet, HWITK

08P p.L1668fs DSP pR1452X
o R4S
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Gene Animial b Predictors of SCD
rate
LMNA 5-10%  Estimated 5-year risk of life-threatening arrhythmia using LMNA risk score https://Imna-risk-vta.fr
th:tl::i;n 5-10% uAEOf S
8 LVEF<45%
variants

Male

Female and any of the following: LVEF <45%, NSVT, LGE on CMR, >200 VE on 24h Holter ECG
Estimated S-year risk of life-threatening arrhythmia using PLN risk score
https://plnriskcalculator.shinyapps.io/final_shiny

TMEM43 5-10%

PLN 3-5%  LVEF<45%
LGE on CMR
NSVT .
LGE on CMR
DSP <o et - ICD
LGE on CMR
RBM20 3-5% | VEF<as%
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Titin geninin mutasiyasi

* Bodondoki an boyiik ziilaldir.
e Titin miokardda va skelet azalalorinda

. 2 disc M line Thin filarment (actin)
ekspressiya olunur. '? — Bk
e Sarkomerin togkilinda istirak edir. - e - Thick flement it
* 9zolo y1gilmasinin otiiriilmasini tomin roed
. & 2 H-band o
edir. o v o
Sarcomere

TTN complet meta transcript

Jolfayi AG et al, Exploring TTN variants as genetic insights into cardiomyopathy pathogenesis and potential emerging clues to molecular mechanisms in cardiomyopathies.
Sci Rep. 2024 Mar 4;14(1):5313. dol: 10.1038/s41598-024-56154-7.
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Titin geninin mutasiyasi

« DKM-in an ¢ox askar edilon sobabidir.
* On ¢ox rast golinon mutasiya TTNtv-dir.

* Alkol kardiyomiyopatiyada 13,5%, toksinlo alagali kardiyomiyopatiyada 7,5% va
peripartum kardiyomiyopatiyada 15% hallarda TTNtv askarlanib.

* TTNtv 1lo alagoli DKM-ds kardiyak hipertrofiya daha az olur.
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Qeyri - kompakt kardiomiopatiyada titin(TTN) geninin rolu

MYH7 tall

Isolated NCCM 29
No mutation NCCM with HCM
- Prevalence in index patients 36% 57%
- Asymptomatic (429%) TTN 4%, - Prevalence in index patients 5%
- Low risk for MACE MYBPC3 1% - Hypertension (44%)

MYBP(C3
313%
Other sarcomere
Non-sarcomere g
4,
6%

NCCM with DCM D Gostarilmigdir ki, TTN geninin A-domeninds olan
- Prevalence in index patients 59% = variantlarin movcudlugu dilatasiya fenotipinin

- LV-systolic dysfunction (70%)
- RV-systolic dysfunction (23%)

- High risk for MACE s inkisafi ilo olagolidir vo daha pis prognozla

Gibier saronee xarakterizo olunur.

%

van Waning et al. “Systematic Review of Genotype-Phenotype Correlations in Noncompaction Cardiomyopathy.” Journal of the American Heart Association vol. 8,23 (2019): e012993. doi:10.1161/JAHA.119.012993
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DKM diagnozu qoyulduqda

» Xostoliyin gedisindo klinik doyisikliklor yarandigda, xtisusila: tirok dayanmasi, hoyati
tohliikoli aritmiyalar, kecirici sistem pozgunluglari, kardiostimulyatora ehtiyac vo
tokrarlayan sinkop hallar1 zamani

* EKQ vo ya gortintiilomoa miiayinalorinds yeni gen-spesifik doyisikliklor askar edildikdo

* (Qohumlarda fenotipik alamotlor meydana ¢ixdiqda
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Genetik testin musbat ¢cixma ehtimali?

Madrid Genotip Skorlamasi

Predictors of a Positive Genetic
* 33 yasinda kisi Result

* Son aylarda tongnofaslik yaranib( Clinical Predictors Points

NYHA II)
* AT- SD- Siqgaret- Alkoqol - Skeletal myopathy 1
* Ailo anamnez (ata 44 yas — eks, omi Family history of DCM 1 " 4
48yas eks) Low voltage on ECG 1
* EKQ —sinus ritm, QRS normal .
* Exo0-KQ - LVEF 48%, LV dilatasiyasi Absence of hypertension L v
Absence of LBBB 1 v

Scoring Range: O to 5 Points

> 3 bal — yuksokrisk



9-ci URSK CATISMAZLIGINDA
YENILIKLOR KONQRESI

Azarbaycan
Kardiologiya
Coamiyyati

Q‘Q

12-13 iYUN 2026

FAIRMONT HOTEL - FLAME TOWERS, BAKI

1. Identify the Proband

Identify the individual who is
most clearly affected by the
genetic condition. Often, this can
be the patient who is initially
evaluated.

2. Collect Family History

Collect pertinent family history,
clarify any phenotypes in
relatives, and begin to construct
a family tree of at least 3
generations.

Pre-Test

3. Pre-test Genetic Counseling

Discuss the process of genetic
testing, advantages and
disadvantages, anticipated
outcomes, and potential impacts
of testing.

7. Risk Stratification and
Personalizing Care

Consider risks from uncovered
genetic vanants and provide
options for personalized care

such as prophylactic ICD
placement for high-risk
individuals.

Discuss cascade screening with
the family and Identify relatives
who are interested in being

Post-Test

6. Cascade
Screening

screened.

5. Post-test
Counseling
Discuss the results of the tests
including variants of unknown

significance, the meaning of a
positive or negative finding.

4, Variant Classification

Identify genetic variants and
associated phenotypes. Classify
varlants utilizing the ACMG's
guidelines
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TAKE HOME MESSAGE

« Dilatasion kardiomiopatiyada QUO riski yalmz LVEF ils deyil, kompleks risk
stratifikasiyasi 1lo qiymotlondirilmalidir.

* Yiiksok riskli genetik variantlar (LMNA va DSP) modacik aritmiyalar1 vo QUO
riskini artirir.

*  MRT-do gec gadolinium toplamasi mithiim risk markeridir.

* Genetik test xostoliyin erkon moarhalalorinds gedisini prognozlasdirmaga vo miialiconin
fordilosdirilmosine komak edir.
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Diqqoatinizo gors minnatdaram!
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