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Popis pripadu

A6leta zena (*1977)

RA: nevyznamna (matku nepoznala); bezdétna (priCina neplodnosti dle pacient
nevysetrovana)

OA: migrény od mladi
percepcni hypacusis od 1997 (? po recidivujicich otitidach)
diabetes mellitus 2. typu na PAD od 2006
hypotyredza na substituci od 2017

NO: sledovana pro hypertrofickou kardiomyopatii od 37 let veku,
dlouhodobe symptomy dusnosti NYHA Il, bez AP, bez palpitaci, pre-synkc
pro progresi sily stén LK a zhorseni EF LK (68% — 55%)
odeslana do Centra chorob myokardu a perikardu VFN
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Popis pripadu

ubj.: NYHA I, AP 0, (pre)synkopy 0, otoky 0, bez symptomu svalové slabosti

|
)bj.: TK 140/90mmHg, P 90 reg.

vySka 154cm, vaha 34kg, BMI 14kg/m?

klidova eupnoe, bez znamek méestnani
persona simplex

A: Letrox 50ug tbl 1x1, Piramil 2,5mg tbl 1x1,

Furon 40mg tbl 1x1, Jentadueto 2,5/850mg tbl 2x1,
Glyclada 30mg tbl 1x1
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EKG

sinusovy rytmus, PQ 110ms, QRS 70ms, QTc 455ms,
Cornellovo kritérium 27mm, Sokolow-Lyon index 39mm
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Echokardiografie

koncentricka hypertrofie LK (IVS 14mm, LVEDD 43mm, zsLK 13mm)
rozmer levé siné v PLAX 31mm
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Echokardiografie

koncentricka hypertrofie LK se zachovalou EF 58%, snizenym GLS — 13,8%,
dilatace LS (LAV 55ml, LAV ?7?777),
nevyznamna mitralni a trikuspidalni regurgitace,
normalni velikost pravostrannych oddilti s dobrou systolickou funkci PK

GS=-13.8% | G u i
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Echokardiografie

stfedne tézka diastolicka dysfunkce LK Il. typu
62 cm/s, A40 cm/s, E/A 1,55, DT-E 187ms, e’-sept 7cm/s, e’-lat 7 cm/s, E/e” 2
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MRI srdce

Koncentricka hypertrofie LK se zachovalou EF (IVS 15mm, zsLK 12mm, EF 619

_GE: pruhovité midmyokardialni syceni v oblasti v bazalnich a strednich segme
lateralni az zadni steny
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Laboratorni vysetreni

eGFR 64,8 ml/min/1.73 m?, kreatinin 85 umol/l, kyselina mocova 470 mmol/l
ALT 0,40 ukat/l AST 0,44 ukat/l GMT 0,32 ukat/| ALP 1,09 ukat/l

KO: leu 9 x 10%1 Hb 120 g/l. MCV 89fl. PIt 300 x 109/

hsTn-1 1048 ng/l NTproBNP 2639 ng/i

CK 1,72 ukat/l, myoglobin 134 ug/I

laktat 4,14 mmol/l
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Diferencialni diagnostika HKMP

Anamnéza: percepcni hypacusis, migrény, endokrinopatie, porucha rustu,

L4 4V 4

EKG: zkraceny PQ interval v kombinaci s kritérii LVH

Echo: koncentricky typ HKMP se zhorsujici se, byt stale zachovalou, EF LK
a se stredne tézkou diastolickou dysfunkci

Laborator: vyssi hladina séroveho laktatu

U

suspektni mitochondriopatie
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borator pro studium mitochondrialnich poruch V

geneticka analyza vlasu, slin a krve

prokazana mitochondriopatie s bodovou mutaci genu m. 3243A>G (MT-TL1)
ktera je typickou mutaci pro tzv. MELAS syndrom

AAGAT GGCAGHEGCCC 66 TAAT
— m.3243 A>G
|||
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Mitochondriopatie

enetické defekty pyruvatdehydrogenazoveho komplexu, Krebsova cyklu
a respiracniho retezce (~ tvorba ATP)

— mutace nuklearni DNA

— mutace mtDNA ~ maternalni typ dedi¢nosti (vSechny deti matky, zadné ot
ymptomy energetického deficitu: tkané s T potfebou ATP

ariabilni kombinace organovych dysfunkci

iohou postihnout jakoukoli tkan, v kteremkoli véku a stupni zavaznosti

ostizeni myokardu ~ nezavisly prediktor mortality
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MELAS syndrom

,mitochondrial encephalopathy, lactic acidosis and stroke like syndrom

13

Most prevalent clinical features

e o Endocrine
Myopathy § ht“"“"_‘ sysiem {{ ' } ®Diabetes mellitus .
- ®Lactic acidosis o ®Hypothyroidism ’
®Muscle weaknees ®Epilepsy .Uv:lri'u; I':iilu;c =
®Muscle hypotonia or spasticity ® Ataxia - —
®Potosis ®Migraine s |m1d1lu@' system _ {
ORRFs or S§Vs ®ncephalomyopathy r sensormeural hearmg loss
®Cognitive impairment Ophthil nology
Other clinical features ®Peripheral neuropathy . @Visual impairment
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Cadiovascular system  glsg ®Pigmentary retinopathy 0}
®Cardiomyopathy (g «r“ ®External ophthalmoplegia
®(Conducn defect -
31 tRNA leu(UUR) ETC
Gastrointestinil manifestations ,)’"-__"""q\ h e
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®Fmesis -~ o L. / ' L I, : Factors affecting the inheritance and
®Intestinal e e i & -2 penetrance of m.3243 A>G mutation
pseudoobstruction \;Lr‘""%" L -
®Dysphagia | \ 4
Q ®Hcteroplasmy
Other srstems - 5 Abnormal tRNA ; : ®miDNA copies
T @Miscartiage, premature birth m.3243A>G translation and == Energy synthesis @ Nuclear gene
®Pregnancy complications mutation protein synthesis disorder ® [ nvironment
®Senility ® Age and gender

®Nephrotic syndrome
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Postizeni srdce u MELAS syndromu

rarné u 30-55% pacientu:

vetsinou obraz HKMP, vzacné s obstrukci LVOT méné casto DKMP
casta progrese HKMP do end-stage faze (dilatace a systolicka dysfunkce

casté prevodni poruchy: urychleni atrioventrikularniho prevodu
(zkraceni PR intervalu/ WPW syndrom), s vékem vyvoj atrioventrikularnich blol

ni specificka lécba, pouze symptomaticka (srdec€ni selhani, arytmie- v€etne K
ntraindikace léciv !: statiny, linezolid, tetracyklin, makrolidy, aminoglykosidy,
valproat, metformin jen za sledovani hladiny laktatu

evence katabolickych stavl a dlouhodobého hladovéni
ydpora vytrvalostniho cviceni
netické poradenstvi (obtizna prenatalni diagnostika)
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