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KMP-nin maskasi

e Xoasta: 65 yasl kisi

* Sikayatlar: Son 6 aydir tadricon artan yorgunluq va nafas darligi,
harakat zamani sina agrisi

* Aila Anamnezi: Atasi 60 yasinda Urak catismazligindan eks

* Fizik Miiayina: PS: 76 v/daq, AT: 110/70 mmHg, Juqulyar vena
genislanmis, ++ tibial 6dem, zaif apikal sistolik kiy
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Hipertrofik KMP????
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Labaratoriya:

*Troponin | va NT-proBNP yuksak
*Serum protein elektroforezi: A yungul zancir artmis
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Kardiak amiloidoz (AL tip)

Fenotipik olarag HKMP-ya oxsayir, amma EKQ
do asagl voltaj + diastolik disfunksiya +
MRI/biopsiya diagnozu daqiqglasdirir
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HKMP FENOTIPI NaDiR?

5’(}.

v EXO va KMR da Sol madaciyin an az 1
segmentda divar galinligi 2 15 mm

Istisha:

v Arterial hipertenziya Prevalensi: 0.2-0.5%
v'Idmanci trayi

v'Miokard iskemiyasi
v'Ciddi gapaq xastaliklori
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Fenokopiya Nadir?

e Klinik va morfoloji banzarlik, lakin genetik/metabolik/infiltrativ
forglilik

e Fenokopiyalar sistemik va ya metabolik xastaliklarin
kardiak tazahuru ola biler

e ohamiyyat: Yanhs diagnoz - yanlis mualica va prognoz
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Fenokopiyalari HKMP-dan ayirmaq vacibdir

*Mualice ve yanasma forqlidir
*Prognoz ferqlidir
*Yanlis diagnoz risklari artirir
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Infiltrative diseases Storage diseases Other rare genetic diseases
* Amyloidosis * Fabry disease * Mitochondrial diseases
- AL amyloidosis - Mitochondrial Encephalopathy,
- ATTR amyloidosis 5 Lactic Acidosis and Stroke-like
Glycogen storage diseases evlsodas syndrome (MELAS)
- Pompe - Myoclonic Epilepsy with Ragged-
- Danon Red Fibers syndrome (MERRF)
- Forbes/Cori
- PRKAG2 cardiomyopathy + Rasopathies
- Noonan syndrome (LEOPARD
* Mucopolysaccharidoses syndrome)
- Hurler syndrome - Neurofibromatosis type 1
« Sphingolipidoses
- Gaucher disease . Neu!'omtrlsc.:ular fﬂseases
- Niemann-Pick disease - Friedreich’s ataxia
- Duchenne distrophy
. - Becker distrophy
Fatty acid Me{abollsm defects - Myolonic dvatrophy type 4
=y Yong-clain aoyk-Col\ - Desminopathies
deficiency P
- carnitine palmitoyltransferase ||
dehydrogenase deficiency
- multiple acyl-CoA dehydrogenase
deficiency
MMV GUYS WIoOGOaovo A Al uav MIOGQOTo WIS TGare Hvl IGAMIV MIOGUaovo
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Others (7%)
Glycogen storage diseases (5%)

Mitochondrial diseases (2%)

RASopathies (7%)

Fabry disease (4%)

Cardiac amyloidosis

(15%)

Sarcomeric HCM
(60%)
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Sarkomerik HKMP
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e Autosomal dominant kecir
e On cox rastlanan genlar: MYBPC3, MYH7, TNNT2

e Kliniki tazahdurlar: LVOT obstruksiyasi, aritmiya,
gaflati 6lim riski

* EXO: septal, apikal, ya da lateral divar galinlasmasi

e KMR alamatlari: LGE il fibroz lokalizasiyasi,
segmentar hipertrofiya patternlari




haorbaycan | 20-21Fevral 2026

KARDIOMETABOLIKV® [ & | [ @ [ Teeis | | Y B
i ) | | Hilton Otel , Baki

“ - =
Azarbaycan Respublikas
\ Sohiyya Nuzirliyi /

Camiyyati ‘

Sarkomerik HKMP Kliniki Xtsusiyyatlar

e Asimptomatik xastalardan agir simptomatiklara
gadar dayisir

e Urak catismazhigi simptomlari: dispne, angina,
presinkop

e Aritmiya riski: sayirici aritmiya, madacik
taxikardiyasi

e Risk stratifikasiya: ESC/HCM risk score
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Sarkomerik HKMP Diagnostikasi

e ECG: yuksak voltaj, Q-dalga dayisikliklari,
anormal repolarizasiya

e EXO: LV divar galinligi, obstruksiya
daracasi, diastolik funksiyanin
giymatlandirilmasi

e KMR: LGE, fibroz patternlari, apikal vs
septal hipertrofiya

e Genetik test: pozitif MYBPC3/MYH7 - risk
stratifikasiya va aila skriningi
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Amiloidoz

e |nfiltrativ xastalik: Amiloid toplanmasi

e Formalar: AL (immun light-chain), ATTR
(transthyretin)

e Biatrial genislonma, restriktiv diastolik
disfunksiya, periferik neyropatiya

e EKG: asagi voltaj, psevdoinfarkt patterni
e KMR: transmural va subendokardial LGE,

yiksak nativ T1
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Fabry Xastaliyi

e X-xromosomla alagali lizozomal toplanma xastaliyi

* a-galaktozidaza A catismazligi > Gb3/lyso-Gb3
toplanmasi

* Konsentrik LV hipertrofiyasi, Diastolik disfunksiya,
Anginoz agri, Proteinuriya, Kegirici sistem pozgunlugu

« KMR: Native T1 {,, Posterolateral divarda LGE

* Diagnostika: a-galaktozidaza A ¢/, Lyso-Gb3 1T, GLA
gen analizi

* Miualica: Enzim avazlayici mualica, Migalastat (secilmis
mutasiyalar)
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Glikogen depo xastaliyi

e Danon: LAMP2 mutasiyasi, ganc yasda ciddi HKMP
e Pompe: lysosomal a-glucosidase defisiti,

multisistem alamatloar
e PRKAG2: pre-excitation pattern, LVH, keciricilik

anomaliyalari
EKQ/EXO + laborator/genetik test diagnostik rol
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Mitoxondrial HKMP
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e Enerji metabolizmasi defekti -
multisistem tasirlor

e Yuingll LVH + skelet azalos zaifliyi

e KMR: fibroz va LV tutulum paternlari

e Laborator: lactat/piruvat nisbati, mtDNA
mutasiyalar
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RASopatiyalar

e Genetik sindromlar: Noonan, Costello,
Neyrofibromatoz tip1

e HKMP + xususi fenotiplar: Gz strukturu, qisa boy,
koaqulyasiya problemlari

e Genetik test: PTPN11, RAF1 mutasiyalari
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Neyromuskular HKMP

* Friedrix ataksiyasi: AR, progressiv spinocerebellar
ataxia + HKMP
e Dusen/Becker: distrofin mutasiyasi, skelet +
kardiyak alamatlar
EKQ/EXO va genetik testlarin birlikda rolu
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Baseline evaluation
Clinical findings | | Family History ECG Echo
Identify phenocopies
CMR - Genetic Testing
If needed for a definitive diagnosis

Specific lab or imaging studies*
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Neonate/Childhood z;::lllegsze::letl Middle Age Elderly
Sarcomeric HCM X X
Cardiac amyloidosis X X
Fabry Disease X X X
Pompe disease X X
Danon disease X
Forbes disease X
PRKAG?2 cardiomyopathy X
Hurler syndrome X
Gaucher disease X X
Niemann-Pick disease X X X X
Fatty acid metabolism X
defects
Mitochondrial X
cardiomyopathies
Noonan syndrome X
Neurofibromatosis type 1 X
Friedreich’s ataxia X
Desminopathies X X
Duchenne dystrophy X
Becker dystrophy X X
Myotonic dystrophy type 1 X X
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9lamatlar va Simptomlar Diisiiniilon Diagnozlar
Sensorinevral karliq (esitma itkisi) Fabri xastaliyi, mitoxondrial xastaliklar, Noonan sindromu

ATTR, Fabri xastaliyi, Danon xastaliyi, mitoxondrial xastaliklar,

Gorma pozgunluglari Niemann—Pick xastaliyi

Paresteziya / hissiyyat pozgunluglari / neyropatik agri Amiloidoz, Fabri xastaliyi

Neyromotor pozgunluglar (ataxia, disfagiya, disartriya) Fridreyx ataksiyasi, Niemann—Pick xastaliyi

Oyranma ¢atinliklari, intellektual gerilik Mitoxondrial xastaliklar, Nunan sindromu, Danon xastaliyi

Yerima pozgunlugu Fridreyx ataksiyasi, Niemann—Pick xastaliyi

Karpal tunel sindromu (xUsusila ikitarafli oldugda) ATTR

28l zaifliyi Qlikogen yi1gim xastaJikIari, mitoxondrial xastaliklar,
neyromuskulyar pozgunluglar

Hepatosplenomeqaliya (garaciyar va dalag boylimasi) Niemann—Pick xastaliyi

Palpebral ptoz (g6z gqapaginin sallanmasi) Mitoxondrial xastaliklar, miotonik distrofiya

Lentigin va ya café-au-lait lakalari Fabri xastaliyi, Nunan sindromu

Angiokeratoma Fabri xastaliyi
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* Multidisiplinar yanasma: Klinik giymatlandirma, ekokardioqrafiya,
kardiak MRT va genetik testloar birlikda apariimalidir.

* Heterogen sabablar: Digor nadir metabolik va infiltrativ xastaliklor da
nazara alinmalidir.

* Klinik shamiyyat: Erkan diagnoz risk stratifikasiyasi ve idaraetmani
optimallasdirir.

* Terapevtik natica: Fordilasdirilmis yanasma funksional statusu
yaxsilasdirir va prognoza musbat tasir edir.
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